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TEHHAA TEPAIINA HEM3BGEMKHA,
HO YCIIEEM JIN?

Boidsuouercs u 000CHOBMBACT Y NOIONEHUL, COLAUCHO KOTOPOMY NPUMATUR U COCHHCTGCHARO
BOSMONCHAS MOO.1b HeAOBLUCCKON HUBHAU3ALUL Ha 0603pumoe Oydyuiee, npedycaaTpusao-
wan CTabUAUBAYUI0 YUCACHHOCTY HACCACHUR € MUMUMAAbHOD POMOUACMOCTHIO, ACANACTCA He-
COBMeCTUMOE ¢ GUORO2UEH 4eA080KA 6 HUCTU €20 2eHeTUHECK02O Qnnapara U Heu30exHo
JOAMHA NPUBECTU K 2ENETUYeCKosy 6oLponcdenuto. C yueToar MYTAeennoo JasAerus OKpY-
wcarowel Cpedul u NPAKTUYecKod CTABUANSGYUY YUCIEHHOCTY RACEACHUS 8 PU3BUT6LY CTPA-
HAX K 2EHCTUHECKOMY BUIPONIERUIO NOOOWAL SNAOTHYIO UAL, BOZMONHO, 8 HEKOTOPBLX peeuu-
Kax ono yoce npoucxodur, f1ockoabKy nospewdenus enoma, KOTOpole ywe NPOUIOULAL, RO~
TORUUANGHO MOMET UCNPABUTH TOALKO CCHHAUA Tepanus, ee CaMoe WUPOKOe pu3durue Heus-
BeMHO, eCAU TUKOC PUBBUTUE YCHOIOT OCYULECTOUTL.

Passutie OHOJOTHH H MeJHIHIIbl NO3BOJHJAO YCTAHOBHTbL MHOIHE H HacTo
BeChMa HeoxXKH,1allble CBA3H MeXAY TeM, UTO INPOHCXOJHT B 4YeJOBeKe H ero
OKDYKCITHH. BbIﬂCiII/IﬂOCb, yTo O6OALIIHICTBO H3 BOCNPpHHUMAEMOro B Kax-
,’LbIIuI MOMEUT Kaxk nouTtH abcogiotiioe GJhiaro B nanbneﬁmem OKa3uipaeTasd
qyTL JH He abcontotTHbM 3J0M. KM B pesyasTare TO, 4TO OCTaeTCsa nodie
npeBpalleHus NPpUPOABlI B «OKpYKaWUIYO Ccpeay», CTAaHOBHTCH BCe boJiee
ppaxaeblibiM yesioBeKy. B o6iueM BHIe 3KCTpamoJsiiusl CHTYalHH 11a Oyny-
niee CBHAETEJNBbCTBYET O TOM, UTO €CJAH 6bICTp0 HE 6}',[[}!1‘ NPpUHATBLI pajH-
KaJjblible Mepbl, TO MHP BOKPYI Hac CTaHeT LEeNpPHIOAHLIM /sl CYUIEeCTBO-
BaHus uejopeka. Ho cTpororo ariaJii3da, rnokKasbiBaroulero, HacCKoJibKO BCe
KPHTHYLO H rAe camble cjabble 3Bellbsi, NOKa HeT. B KOHUe KOHIOB, Ka3a-
Jiochb ©Obl, MOXKHO IIOCTPOHTb 3aMKHYTble, a0COJIOTHO UYHCThle MOCEJEHHA H
JKHTb Tak, Kak, liallpuMep, I'OTOBATCS K KHU3HH Ha JIYHHBIX, NOCTOSUHO Aei-
CTBYIOUIMX CTaHUMAX. IDTO OyleT He Ta KHU3Hb, K KOTOPOW MNPHBLIK/I{, HO
BCe ke KHu3lib. Muu mocrenedno nepeﬁm Ha HHBI€ TE€XHOJIOMHH, BOCCTAHO-
BHTL NMPHPOAY H BepHYTb BCe K cTapblM 106pbiMm Bpemeniam. Wau uto-uiu-
Oyap elle.

B 1o ke BpemMsd HAaKOTIHBLIKHACS MarepHaJs Nno3BoasdAeT OCYUWECCTBHTb
npmnmnnam;nuh dHaJHu3 CTaTyca 4eJqIoOReKa B TOM BapHaHTe UHBHJAH3AUHH,
110 KOTOpOMY HeoOpaTHMO MNOULIO 4YeaoBeyeCTBO. M mnosyuaemble BBLIBOABL
KaueCTsellio OTHYaTCA OT TOTO, UTO CUHTAeTCsl OueBHAHBIM. KpHTHUHEI-
MH H HECOBMECTHMBLIMH B NepCrnekTHse (B paMKax ONPHHHUMaeMoOro M
BO3MOXKHOI'O CCFOIUIH) OKd3bIBAKTCA T€HOM geaopeKka W Hawa MOIECJb
IEHBHJIU3 AllUH,

XOTsl B HHAWBHAYAJbHOM NJ&aHe NMPpHMEHHUTEJ/IBHO K KaKOMy-llldﬁy,ELb qye-~
JIOBEKY BepPOATHOCTE HapylieHHs HACAeACTBEHHOTO anfapara He TaK YX
Maja (4acToTa BPOKAEHHBIX NOPOKOB ONpPEAeNsieTCd B HECKOJBKO NpOlieH-
TOB OT OOWero 4ucaa KHBOPOXIEHIIbIX), TeM HE MeHee IJs 4YeJOBeUYeCTBa
B LeJIOM M Aae OTAeJbHbIX CTPAH HJH PErHOHOB (TOXkKe B LEJIOM) yrposa
e socnpuuumaercd. JonyckalmoT JHLUIL HEKOTOPHIH POCT NpolleliTa TaKHX
AedeKToB, ecJaH He NpPeKpaTHTb 3arpsisielHe OKpyXKakouleil cpeabl (4To
683y’CJIOBlIO lIe,ELOHyCTI/IMO), HO faJblle e HAYT AaxKe B CaMbiX MpadyHbiX
nporunoszax. B ofued ¢opMe BbICKa3biBaeTCsl NPEANOJOINKENHEe O TOM, UTO
B COBpeMenHoM OO0lUecTBe B CBA3H C yMeHbUIEHHeM JaBJjelius oTbopa MO-
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IYT HAKAJAMBATBCS 1leATpalibuble MyTalHH HJHM Laxe B HebogblIoH Mmepe
ceseKTHBHO oTpuuarteiesHele [1, 2]. Ha aT10 ofpamaiorT BuuManne, HO
e GoJee.

Jjis BBISICHEHHs HCTHHHOTO NOJOXeHus nonpobyem pasobparbes B CH-
Tyallud ¢ CaMoro nauaJga.

st recHoMa yesoBeka (Kak M J060ro Apyroro CyllecTsa) INpeiACTaB-
JAIOT ONMAcHOCTL HapyIUeHHsl, NPHBOASAIIKE K Ae(eKTy (YNKHHOHHPOBAHIA
reifa. B cBoio ouepenb, CyWecTBYIOT TPH BHAA MYyTauHii B KJeTKax 4Yeno-
BEKAa — XPOMOCOMHBIe, TeHOMHble H TeHHble. XPOMOCOMHbIE MYTalHH TPel-
CTaBIAIT Coboil CTPYKTYypHBIE NepecTpoiKH B MacuiTabe XpoOMOCOM, 7. e.
SIBJASIOTCS BeCbMa KPYNHBIMH H3MEHElHsIMH isi 'eBoOMa B nenoMm. ['enom-
IIble MYTalUUM ONPelesilolrcsl Kak H3MelleHHA KOJHYecTBa XPOMOCOM, B pe-
3yJabTaTe Yero BO3HHKAeT KPYNHOMACIUTAGHBI HENOCTATOK MAH H3OBITOK
relileTHUYeCKOro MarepHana. HakoHel, reHHsle MyTallMH OXBaTHIBAlOT H3Me-
Hellus B npeaenax reHa [3] u B cuay ocofenHocTel, H3/J0XKEeHHBIX HHXKE,
HMeHHO OHH HMEIT camoe 00Jbllloe 3HadeHHe [Jisl yeJloBeyeCTBa.

WsBectnnl pasgauuHble GOpME MOJEKYJSpHOH NaToJOTHH TeHa (T. e.
TeHllble MYyTalluH) — TOUeUHBle MYTALMH, HOHCEHC MyTaluH, MYTAlHH CO
CABHIOM PAaMKH CUHTBHIBaHHS, PEeryasTOpHbIE MYTALHH (B 30He IIPOMOTOPOB,
9HXaHCePOB, CUJACHCEPOB U T. [.), AeJeLlHH, HHBEDCHH TeHOB, MYTalHuH, Bbl-
apiBalone 6iok npoueccuura PHK u 6Gesaka, cnuaiicunra u T, A. [4].

ITockonbKy Myrauuu OOBIYHO OLEHHBAIOTCH [0 H3MeHeHHI0 (PeHOTHIIA,
TO perucTpHpyeMasi 4aCcToTa MYTaluil 3aBHCHT OT CTeNeHH COXpaHeHHs
XKH3HECNOCOBHOCTH H3yuaeMoro o0bekTa-— B pe3yabTaTe NOBPeXKACHHS
relia MoXeT HacTyNmHTh rubesb oObeKTa A0 perucTpalud H3yyaeMOH MmyTa-
LHH, H IIPH NPaKTHYeCKH GoJee BLICOKOM YPOBHe MyTaUHiH (MO BBIKHBLIMM
opraniaMaM ¢ H3MEHEHHBIM (EHOTHNOM) OlLEHKa OKaXeTcsl 3aHHKEHHOH.
IlosTOMy KOHKpeTHDIE 4acTOTBl MYTalUH# AJsl PA3HBIX FeHOB (M Aaxe AJs
OAIIOTO M TOrO e TeHa, HO NPH pasHbBIX MeTOoAaxX perucTpauud d MHOTHX
CONYTCTBYIOUINX MPHYHHAX) MOIYT 3HAUYUTeNbHO pasnaunuarbed. Tak, OJs
Jokyca HLA-A uactoTa MyTHpPOBAHHS KJAETOK 4YeJOBeKa ONpeledseTcs B
3-10~% {B], a nosipneHHe Apr{—-KJETOK ueJOBeKa pPerHcTpHpyeTCs B cpeld-
HeM ¢ uactortoit 3,4-10-% [6], T. e. B 10 pa3 pexxe. Kpome Toro, gacrora
MYTHPOBAaHHSl MeHsIeTCsl ¢ BO3PacTOM: IJISl TOTO XKe Apri-rena — BoJiee ueM
BJBOE, CPABHHBAs KJETKH MOJIOABIX H CTapHX Jawofeil [5], moutH Ha mops-
JIOK — Y pa3HBIX BHeUIHE OJMHAKOBHIX Jiofeil [6], 6osee ueM HA NOPANOK —
conocTanissl KpaliHHe BeJMHYHHBL JUIS HeKypAlIMX H Kypawmux [7] u 1. A
IlosToMy 1pH 06UIEX pacyeTax NOJNb3YIOTCS HEKOH yCpeJHeHHOH BeJIHYHHON,
KOTOPYIO COOTHOCAT K YCPeAHEHHOMY, a moceMy abCTpaKTHOMY, UYesOBeKY.
B cuny rtaxnx npuuun Jrofyio npeipjaraeMylo BeJIMUMHY BCErjaa MOXKHO
ocnapHuBaTh, HO NPH YCPeAHEHHH CO BCeMH MNoMpaBKaMH UHGPH OYAYT 10-
CTaTO4HO GJM3KHMH. 3a TaKYK YCDPEJAHEHHY BeJHUYHHY 4acTOThl MYTauuH
KJIETOK uesoBeka npumeM ~2-107% Ha ren 3a oauy renepaumio [8]. Ho ¢
TOYKH 3peHHsA OOILEero aHaJjH3a 5Ta BeJNHUHHA HEeNPHHUHIHA/ALHA U KayecT-
BellHble BLIBOJIbI HE HU3MEHAIOTCHA, eCJIH €€ NPHIATDL ,-'lpyI‘OIjI.

IlyTL 0T raMeTul K ramMeTe JICKHT 4epe3 OIpeieselllloe KOJKRYeCTBO Je-

acumii wkaerox. Ou paduggacTcss ¢ MEPBOro jededHHss 3MroThl, o0pasoBanus
B 3MOpuoreiicae (MOXKHO AyMaTh — palllieM) CTBOJOBBIX KJIETOK K 3aTeM
H3 KX, ViK€ NpU MOJMOBOM CO3peBaHuH, — rameT. IToaToMy KOJHUECTBO Jie-

Jelldil T raMersl K raMete A0J0K1H0 OblTb HECOM3MEPHMO MeHbIIe, YeM Hajao
HAJI5 TOro, y1ToOB H3 3HIOTHI [lpOCTbIM JedernueM noJayuliTb BCHO CYMMY KJe-
TOK opraunzma. IIpumem, 4T0 OT 3UTrOTBHl A0 06pazoBaHHUsA CTBOJOBBIX Kile-
TOK npoxoinT 30 pedenni. Ilpy paBHOMepPHIOM JlesleliHd TaKoe KOJHYECTBO
YABOGHHH pact Telo, cocTosnlee us 10°, T. e. 3 MuAIHapAa KiaeTok. Koau-
4eCTBO KJETOK, COCTaBJsoliee yYesoBeKa, ouenuBaercs kak 10, T. e. ¢TO
ThlcAY munauapaos [9]. IlpuMeM nyTb OT CTBOJIOBOH KJeTKH AC TaMeThl
pasubiM 10 aenenusM. Torjga oT ramMeTel A0 raMeThl NPOXOLHT NPHMepPHO
40 nenenuit. Tlpu BeposithocTH 2- 10~° MyTanuu na ret sa reHepaiio H = 9
X 10* cTPyKTYpHBIX TeHOB Y YeJOBeKa Kaxpaas raMmera OyAeT HeCTH B Cpel-
HeM 40 HOBBIX MYT4HTHBIX reHoB (cTporo — 40 myTtauuii, HO IpPH KoJauue-
ctBe renoB =~ 50 000 Myranuu yame OYAYT BO3HHKATh B PAa3HbIX reHax, 4eM
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B oMiioM 4 TOM xe). B raMeTy Kaxjpas 3Mrora NpHHeCeT CBOM MYTAHTHBIE
FeHbl, BMCCTE HX IMOMYYHTCS OO COTIH, U yxe uepe3 Kakyw-uubyas 1000
HOKOJEHAIT [l OMHH el fid Y 0jHoro dYejoseka He pabortan Ol [loaTomy
paxke npi yeaosud, 94to Agam u Epa umenu 100 % unxeanbHbix reHoB, 4yepes
20 000 et (20 geT yCAOBHO MOXKHO MPHHSITHL 3@ MePHOA reliepalld Y 4eso-
Bexa) Opax joctur 6w 100 %. Xopomo uzsectio (B obuiem), nouemy pox
JIOACKON He jlepeBedqics 3a 3TOT KOPOTKHI nepHoAd. Ha cTpaxe Bcero KHBO-
ro, B TOM UHCJe H Ued0BeuecTRBa, CTOUT OTGOP € ero OecKOMMPOMHCCLOH
xKecrkocrow. W mpuBeieHHBle UHCTO apUMeTHuecKHe pacueTsl HUMEIOT
TOJBLKO OMHI CMBICA — NMOKa3aTh, 4YTO 10 BCEeM TeHaM yeJoBeyecTBO AaBHO
HAXOAUTCSI 114 HOJMHOM HacbllieHWH MYTallHOHHBIM T[PYy30M, AONYCKaolleM
(mpu umelomem Mecto 0T6Ope) cyulecTBoBalive Jalofell. M aasa Toro, 4TobHl
HOUSITL POLCXOAsiiiee CEroilisi, cOCTaBUTb NPOrHO3 Ha Gyayllee M CleaTb
11e00Xx0\1IMble BBIBOABI, HAJ0 KOIKPETHU3UPOBATb, KAKOH »Ke MYyTalHOHHBIH
rPy3 1pejlednlio AONYCTHMBIA, uTo OTGOp nponyckaeT (H NoHeMy), a 4ToO —
e nponyckaetT (M Kak), 4TO CeroAHs MPOHCXOAHT € MYTALHOHHBIM [Py30M
I 4TO — ¢ OTOOpOM.

XoTs MyTaluu NPOHCXOAST B reHax, PerHCTPUPYIOT HX OObIYHO 1O H3-
MeHenH (eHoTHna, B caydyae MyTanMOHHBIX H3MeHEHHH B UYe/NOBeUeCKOH
NONyJAsilHH HMeeTcs onpefeseHHass ABOHCTBeHHoCTb. € OAHOH CTOPOHBH,
H3Melleline ¢eloTUNa BOCNPHHUMAETCs B BHAE YeaOBeKa, a ¢ APYrod —
NPpHUYUHON TaKOLO H3MEHCHHs fABJAAeTCs 4Yallle BCEro MyTaluus B ramertax.
Ho mexay ramMeroit u MIAMBHAYYMOM JIEXHT CJAHIUKOM MHOTO MPOMEXYTOY-
HBIX 3TanoB, IToaToMy nopasasiolas yacTb raMeT He NpeBpallaeTcsl B HH-
HMBUAYYMBL, DTH NPOMEXYTOUNbIE 3TANBl OCYULECTBASIOT (PYHKUUH BHIb-
Tpa, 00eCNeunBaOIIEro 3JHMHIALUI0 NOAABJSOLEr0 GoJibIIHICTBA BO3HH-
KAKIHX MyTauuii (BMecTe ¢ MX HocHuTeassmu). O603HAUUM HX BCe BMecTe
KaK npenaranbliblii QUAbTP, KOTOPBIA H BhIOJAHAET QyHKUuuU otbopa. Ce-
oAl MOXHQ YXKe COCTaBHTb MNpeiacTtanJieilie O TOM, UYTO ﬂpe,[lCTaBJlﬂe’I‘
co0ofi mpCcHaTaAbHbLIA (UJBTP, M3 KaKHMX 3/1eMEeHTOB OH COCTOHT, YTO He
nponyekaer, a 4yro nponyckaer.

[Tepsoe, na uto caenyetr oGpaTHTh BHHMAaHHe, OTIOCUTCS K MHOroKac-
KaaHocTH npenartadbHoro QuasTpa. PakTHueCKd OH COCTOMT H3 TMOCAENO-
BATEJLHBIX, B 31aYHTEAbHON Mepe 11€3aBHCUMBIX, (PHILTPOB — MperaMeTHO-
ro, raMeTHoro, 3HIOTHOIo H 3.\’16pHOH¢’JJIbllOF0. I/I Ha KaxXJA0M HPOHCXOIOHT
BecbMa KeCTKH{l or6op. Kaxawlit ¢uabTp NpoXoAUT He TaK YK W MHOTO
1IOCTYHalOWUX 112 Hero NpeTeHjeHTOB, B pe3yJLTaTe Uyero Ha BbIXOjAe NpeHa-
TaldbliOro GHIbLTPA OKa3bIBAETCS OUelb Masas JN0Jsl OT TOTO, UTO MOCTYMmaeT
Ha nepBbiit, nperameTHbd, GUALTP. DTOT Npolecc NOKa elle Mano H3ydeH
Boo6Ile, a O MepBbIX (PUIBTPAX MMEITCs JHIUb OUeHb HEMHOI'OUHCJEHHBIe
i ¢parmentapuble ceejenust. Cyusi no sceMmy, 3(PeKTUBIOCTL NMperameTHo-
1o PHJILTPA HCKJIOUYHTENbIIO BBICOKA, HO OLEHHTh ee KQJUYECTBCHHO, OTIe-
JHB OT CJIJ\"—I&ﬁHbIX, THCTO CTATHCTHUECKIIX HMPOIEeCCoB 3JAHNMHHAUIH, TOKa
HEBO3MOIKIO. Y IUBHTCALIO SIPKHM IPHMEpPOM TOMY CHVXKHT oorenes: «B
nepHo L A @epeHUlipPOBKH AHUIHKA NepBUYHLIE 3apOJbllleBble KJETKH mIpe-
BROULalorest B OO0y I [epBHYIIbIe OOLLUTHI. B peayanaTe y 5-ME’.C9[(IHOI‘O
110a derioBexka olbulee YHCIO 3apo/ibllileBbIX KJETOK pocTHraeT (6—7)X
>10%, C 371010 MOMEHTA HAUHHAETCs 1POIPECCHBIOE YMEUbIUelHe HX KOJH-
YeoTsa 1B KOeUHOM HrTore 113 HexXounbix 7-10% xaetok nHe Ooqace 400 jxo-
CTHIACT CTA/IHH OBYJSILHN 11a MPOTSDKCHHN AEeTOPOAINIOTO ilepHOia KH3HH
wenunsi» [10]. TakuM oGpasoM, yrxke uspecrioe Jaer MpejicTapielue o
npoucece B HeaoM. Tak, Ha CTAAHH LHAXHUTEUHBIX OOUMTOR GoJice TPETH HX
o0Llero uueaa naquiaeTr JCreHePHPORATHL; alalOrHyHble TIPOLECChHl HMEKT
MeCTO W NPH co3peBaHuu crnepmartosonjos [11]. Jlaxe npu denoTunuuecku
NPHCMJEMBIX /5 CYIIeCTBOBAHHUS HILHBUAYYMA U3MEHEHHSX €r0 MeHOTHIA
H pasvilyHbBIX BHEWIHX BO3AeHCTBHSIX, OTHOCAILUMXCA K OOBIUHO BCTpedae-
MBIM, PE3KO YBEJHUHBAETCH AOJsSI NOJOBBIX KJIETOK ¢ HecHajaHCHPOBAHHBIM
uncjaom xpomocoM. Tak, y Hocuteneil poGepTCOHOBCKOH TpaHCAOKAallUH He-
cBanalucUpoBaHHble CHEepMaTO30HABl nocTHraidu 87 % or ofluero uyucaa;
PEe3KO DBO3PacTaeT MNPOUEHT TaMeT ¢ KapHOJNOTHUECKHMH HapylUIeHHsIMH Y
Jaioneit o06aydyaBIIHMXCH, MPHIHMAaBLINX OHKOCTATHUYECKHE XHMHONpenaparhl,
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u T. 1. [12]. Ho naxke y HOpMa/bHBIX, IO NPHHSATOH OIEHKe, MYXUHH Yac-
TOTA KPYMHBIX HapYIUeHHHA B ClNepMaTo30MAaX KoJelJercss y PasHbiX HHIAH-
BHAYYMOB B INHDOKOM JHAMasoHe, COCTaBasds (IO THNaM HapylWleHHH) B
cpeaneM 1,35 % aneymaonnuit, 13,9 % cTpyKTypHBIX aHoManui (¢ Koaeba-
uusivu or 3,6 1o 21,5 %) u 1. a. [13]. Awanus myxuun ¢ penunpoKHLMU
TpalCAOKalHsAMH MOKasasd, uTo TouabKO BO Y HX CnepMaTo30HAO0B HMeJH
c6anancupoBaHuble KapuoTHnsl [14].

Y «oOBIUNBIX» JKeHIUH npuMepHo 60 9% sfLeKAeToK, Y4acTBYIOIUHX B
OTMJIONOTBOpeHHH, noru6aT, He HauaB JAeduThecsa. Ha cieaymolux stamax
NOTEPH NPOAOJKATCA H 00llasi KapTHHA BBHIMVISIHT CAeAYIOIHM 00pasoM:
u3 100 oBysHpoBaBIIHX SIAIEKJETOK (a yXe N0 3TOH CTajuH AOXOJAT He-
MHOTHe) ToJabKo 84 9% omaomoTBOpSIOTCS, M3 HHX 69 % ycmemwHo HMIIau-
THPYIOTCS H TOobKo 35 Y monammsalotcs go poxaenus [15]. Tlo apyrum
OLleHKaM, OTXOX ellle BhlUle — A0 70 9% Bcex 3awaTHi 3akanunsaroTcsa rube-
Jb10 3apoasiia [16].

XpoMocomiible HapyllellHst raMer H(WJIH) 3HTOT SIBASIIOTCS cBoeoOpas-
HBIM MapKepoM JJs 3JHMHHAUHH Ha odvepegHoM (uabTpe. OCHOBHAs HX
Macca, CYAsl Mo BBIIIEH3JIOMEHHBIM JaHHBIM, YCTPaHSETCA HENoCpeACTBEHHO
Hd YPOBHE I'aMeTHOTO H 3UrOTHOrO ¢(uibTpos. IMOpHOHAMBHLIH GHIBTP
yOHpaer mouTH BCE OCTAJbHOE — HA HEM MPOLEHT 3JHMHHAILHH HOCHTeJed
XPOMOCOMHBIX AHOMAJIHH B BHIA€ CIOHTAHHBIX abOOPTOB OLEHHBAETCS BeJIH-
yuHoit 99,4 % [15]. U1 Tem ile MeHee Kakas-TO YacTb FeHeTHUeCKOro 6paka
IPOXOJHT M MO Hell MOMXKHO COCTAaBHTL MNMpeJCTAaBJeHHEe O TOM, 4TO MpOmyc-
KaeTcs M KaK — YHCTO BEpPOSITHOCTHO WJIH Ile NPOCTO BEPOSTHOCTHO.

Ouens BaKllble BEIBOJAbI MOXKHO MOJYYHTH NMPH aHAJH3€ YacTOTHl KJac-
CHYEeCKMX HacJeACTBeHHbIX OosesHell. HauweM ¢ AOMHHAHTHHIX, TaK Kak,
No ONpeleNeHHI0, OHH NPOSBJASIOTCS Cpasy Ke, eCJH XOTb OfHA ramera C
TaKOH MyTalHell peajn3oBanach B KUBOpoOxAeHHoro. Ha 1988 r. 6rpu10o
onucano Gomaee 4000 myrauuil, onpenensieMblXx €IHHCTBEHHBHIM Je(eKTHBIM
reniom [17]. Kasamoch 6, HX 4acTOTbl B MOMYJSIHH AOJNKHBE OBITL OaH3-
KuMHU. Beab ecnin MyTauuu ciaydadHbl, BePOSTHOCTL TOrO, UTO OJHA H3 HHX
npHBeJeT K HIAKTHBAUMH (HJIHU CUJIBHOMY H3MeHeHHIO) GeJKOBOro NpPOAyK-
Ta, KOJHPYEMOIo MYyTaHTHBIM T€HOM, A0JKHa OblTh OJAH3KOR Aa5 pasilbix
resoB. Ho peasbHble 4acTOTHLI MYTAHTHBEIX (PEHOTHIIOB OKAa3aJHCh JexXKallH-
MH B JAHAaNasoHe OT [OYTH He YJaBJIHBAeMOH BeJHUYHHB JO HENOMEepHOo
B60JBLIOH — OT AECATHIX eAHNHUBEl 10 efHHHLl Ha 10 000 KHBOPOIKAEHHBIX.
Haunem ¢ HenoMepHo Goapiioro. Ecau MyTanua AOMHHAHTHA, Y poAaHTeNes
€e HeT U, CJAeJ0BaTeJbHO, OHA MOIJa BO3HHKHYTL TOJbKO de novo (Bepo-
SITHOCTb MYTHDOBAHHS y YeJOBEeKa, KaK Y¥XKC YKasblRajoCh BBILIE, MOXKET
6biTL olleHena BeHuHHOil 210~ Ha reH 3a AesieHHe H OT TaMeTHhl A0 rame-
THl NPOXOAUT NPpHMepHO 40 AeseHHH), TO 5TO 31AYHT, YTO HaHHblE MyTalHH
NPONYCKAIOTCs NpeHaTaNnbHBM (QUABTPOM npakTHueckd co 100 Y%-uolt ad-
tekTHBHOCTBIO. Tak, MHHHMAaNbHAs MYTalUOHHAs 4acTOTA NOSBJCHHS Ty-
6eposnoro ckaeposza B 3anapHofi loTmanawn Ha oCHOBaHMH  aHanH3a
PericTpoB reHeTHUECKOH caYyXKObl oleHena B 2,5-10~5 [18]; uacrora nabiawo-
AaeMBIX NosiBNeHHH B BenrpHu nosupakTHAHH HECKOJLKO MpPEBLIIANA €1H-
uany ua 10000 XKUBOPOKAEHHBIX; AaXOUAPOIVIOHAHH — MOUYTH JAOCTHTaNa
€JHHHUIbl; HECOBEpPIIEHHOTO OCTeOrcHe3a mepBoro Thna — 0,44; onyxonau
Bunpsmca — 0,8; perunobaacromel — 0,34 u 1. a. [19], ut0o oueHb GaH3KO
K pacyerHoit BenuuHHe. C Apyroif cTOpoHbl, HCUe3alole MaJjlble 3HAUEHHS
JJs ADYTHX MyTauui (M Bech IrpajMeHT MeXJAy HHMH) NOKas3bIBAIOT, UTO
TakHe MYTaLHH 3a[€PKHUBAIOTCA NpPeHaTabliBIM (UIBTPOM ¢ BhICOUaiiiued
st deKTHBHOCTBIO, nepeXoAsillled npakTHYecKH B abconothyio. Komauuyecrt-
BEHHO 2TO BLIpa)KaeTcs TaK: H3 oOllero YHcjla MOHOIEHHBIX MYTAaLHH JIHIIb
HECKOJIbKO JeCSiTKOB HMEIOT BeJHYHHY, CBHAETeJbCTBYIOLLYIO O OoJsiee WIH
Meliee 3((PEeKTHBHOM TPOXOXKAEHUH Yepe3 NpeHaTadbHBH ¢uabtp. OcTaib-
Hble ke (6ojiee 90 %) npeHaTaablIBIM QHABTPOM OTCEKAOTCS OUeHb addek-
THBHO. Jlaxke He 3Hast B NoJaBJsiolleM OOJbUIHICTBE CJYYa€B KOHKDPETHHIX
MEXaHH3MOB OTCEKaHHsl TaMeT, 3UTOT H 3MOPHOHOB ¢ AOMHHAHTHBHIMH MYTa-
IIHSMH, 3TO MOXKHO OOBSCHHTb HCXOAS H3 OOIHX coobpaikeHHii — Kpyn-
Hble pedeKThl (pepMeHTa HIH CTPYKTYPHOro 6ejKa B GOJLUIMHCTBE CAYYaes
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NPHUBOAAT HA KaKOM-TO 3Talle K HENpPOXOXIEHHI0O TOH HJIH HHOH CTalHH
NYTH OT KJETKH — lpeAleCTBEHHHLB IraMeThl A0 X HBOPOKAEHHOTO.

O/nako 10oCTaTOMHO HEOXKHJAHIbIM SBJSIETCS TO, 4YTO aHaJlOTHYHas
CUTYalUusi HMCeT MeCTO H B CJydae PeLleCCHUBHBIX MYTalHi, T. e. KjaccHue-
CKHX [acJeiACTBellblX OoJiesHel, NPOSIBASIOUMXCS JHIb B TOMO3H[OTHOM
no JAc(eKTHOMY ajiento cocTosiuu. ITocKoNbKY Ha BCeM NMYTH OT CTBOJIO-
BOH KJIETKHM JO FaMeThl ila 3Talle ralJIOMIHOCTH (PYHKUHOHAIbIO aKTHBHLI
TOJIBKO HeMHOTHe TeHBl, a Ha BCeX OCTAaJbHBIX 3Tanax AHMIOHALOCTb ofec-
fleuuBpdaeT KOMIIeHCAUHK )lereKTIIOFO aJiensda  noJIHOUCHIIBIM, npedaTalb-
HblE QUALTD B GOJBIZHIICTBE CJAydyaeB, Kazanoch OLI, MPOCTO HE HMCET Me-
XKatlu3Ma AJs pacrnoadiaBailsl, TAie 3J0pPOBbEie TOMO3HIOTHBIE, & I'lle reTepo-
suroruble Kaelkd. Ho rtorpa setynaeT B jeilcTsHe NPHHLHM HAacblLeHUs:
KaK Obl 114 ObllH pelKH pelleCCHBIIble MYTAlUHM, 3a BPeMs CYLIeCTBOBAlIHS
yes0BeYyeCTBA OHH /1aBHO JOJIKilbl OBIIH BBIATH Ha TOT npejes, KOTOpbIH
NO3BOJISIET B A4llIBIX VCAOBHSX CYLIECTBOBATb ueqoBeuecTBY. IloCcKOJBKY
/K€ 3JHMUHAUHA TakKUX MyTaluil (IpH yKa3aHHOM AONYILIEHHH) BO3MOXKHA
JHIOb Ha YPOBII€ TOMO3HUIOT, TO AJA BCEX pelUeCCHBHBIX MyTaLll/II:'I HX KOJIH-
4eCTBO B relHoMe JOJMKHO ObIThL OJH3KHM. Belb €c/qH 3JMMHHALHS BBICOKO-
5¢ppeKTHBIA U NPOABJAETCS] B OCHOBHOM MO TOMO3HIOTaM, TO Mbl MPOCTO
06?[321}1])] HME€Tb HacbllleHHUEe — CKOPOCTb SJUMHIIAUHH ypaBHOBeLUI/IBaET
TeMnbel MyTHpoBanusa. V3 Bcex KiaccHUuecKMX HacselCTBeHIIBIX OGoneslel
TOJBKO NMPUMEPHO TPeThb NPHXOAMUTCS Ha MOHOrellble. 3TO 31AYUT, 4TO 1—
2 % XKHMBOPOMKACHHBIX HMEIOT FOMO3HUTOTH C ABYMs je(eKTHLIMH aJaeasiMH,
113 Uero cJeiyeT, YTO YHUCJIO Jojell B NONYyJAsiUHH ¢ AedeKTOM OAIIOro H3
ajssienei coctaBasier 10—14 9% (ma camMoMm gene IIeCKOJBKO MeHblle, Tax
KaKk B UHCJO MOHOTCHIIBIX OoJsicsliefl BXOAAT H JAOMHHAHTIIble MYyTalLHH).
B takom cayuae, naxe npuuumasi 100 %-nyo addexTHBIOCTL MOCTHATANb-
Horo ¢HUAbBTpa N0 MYTAHTHBIM TOMO3HMIOTaM, MBI CTAJKHBAeMCsl C OUEBHUA-
HbIM NPOTHBOPEUYHEM — MpH OObIULOH ellle N0 lie[aBIero BpeMellH poxKiaae-
MOCTH auiHMunauus 1—2 9% KHBOpPOXKAEHHBIX He Moria 00eClnecYUTh paBHoO-
Becusi Ha ypose 10—14 %, Tax Kak paxke HCX0js U3 O6Jaronosyunbix
TeMIIOB MYTHPOBaHHsSl (B 3MOXY Jornofajblioro 3arpsizHeHHsl) HaKoIJellHe
MYTaUUH 3a BpeMs CYUIECTBOBAIIHA UeJOBEUECTBA AOJXKHO OBLIO NMPOHCXO-
JHUTL C 4YacTOTOH Ha 1eCKONbKO MOpsnKoB 6ogblue. JleACTBUTENbIO, €CJIH,
KaK YKasbLIBaJOCh Bbllle, MPH OObIYIIOM TeMIle MYTHPOBAHUS Ka)cjgasi rame-
Ta B Cpe/lieM JOJIKHA HeCTH IIeCKOJBKO AeCSITKOB HOBLIX MyTaluHil (B mpe-
Aesle — HeCKOJNbKO AeCSTKOB HOBBIX MYTAHTHBIX TI€HOB), TO 3JIHMHIIAIHMS
1—2 9% XHUBOPOKACIIBLIX ile CMOXeT KOMIeHCHPOBATL TAKOH TeMI MyTHpO-
sauus. M3 storo ciaenyer TONbKO OAHH BLIXOJ — NMpeHaTabibll QUIALTD
He NPOHyYCKaeT OCIIOBHO MacChl H pelleCCHBHBIX MyTalUHil. MMenio ocHos-
iOfl Macchl, a Jle HEeKOTOpHIX BIAOB HX. Ho B TO ke Bpemsi ne Bce.

Cerojuisi MexanHu3sMbl (QYHKUHOLIHPOBAHHSI MpelaTalbHOrO (PHILTPA B
OTHOLIEHHH TeTepO3UrOT NPaKTHUYEeCKH lie H3ydyeHB. W TOJBKO aJasi TOro,
uTo0Bl CHATL HPHHUHIHAALHEHBIE BO3Pa)KellHs IPOTHB CaMOl BO3MOXKIOCTH
Takoro QyuKOHOHHPOBAllMS, NPHBEAY OAHH H3 TCOPETHUECKH OXKHAAaeMbIX
MEeXaHHU3MOB, KOTODPbIH MOXKHO Ha3BaTb «3ddekToM (QYynKuHONaAbIol rar-
JA0HANR», HelasHo €Tano H3BEeCTHO, UTO Y MJEKONUTAIOUIHX, B TOM YHCJE
Yy uedoBCKa, A 1IOPMaJibHOIO Pa3BHTHA HeOOXOAHMBI H MATEpPHHCKHE, H
OTUOBCKHe aJllenH, 1o xpafiilefl Mepe psia renos [20, 21]. B cuny 3storo
110 1M BO3MOXKeIl OTGOp I NPH IeTePO3UTOTHOCTH. B To ke Bpems Guaro-
Japst 1ICOAHIIAaKOBOMY METHAHDOBAHHIO MHOTHE TeHbl KaXKAOro napTiiepa
MapKHpPOBAalbl U COOTBETCTBEHIIO (YHKIHOIHUPYIOT JHGO relbl oTLa, JHGO
redbl Marepi [22]. Tlo HekOTOPHIM OUEHKAM, HMNPHUTHITY II0JBEepraercs
IpIMEPHO TPeTL refioMa., M ecim ma pasnbx 3Tanax IPOHCXOAUT MONCPE-
Mellljoe GYHKUHOHHPOBAHHE [€HOB KaXXJOTro NapTHepa, TO INOSBJASIETCS] Me-
XaHH3M SJUMHHALIHH TCTEPO3UTCT.

JpPYrUM 3JCMEHTOM KOHTPOJSI MOKeT ObiTh TpebGopanue MOMHOH MOUI-
HOCTH —-— ToJ1as 3Kclpeccuss obeux annened. Torga npu oxnoll Iienonno-
Hennoil aja/iesay  He XBaTaeT MOILHOCTH, HapylIaeTcs COMpsKeHlocThb
OCTAJNLHBIX MPOLUECCOB M MPOHCXOAUT MHUMHIIALHS. EcTecTBelHO, BO3MOKIIBI
(v, 11a10 IvMarb, CYUIECTBYIOT) U ApYyrue MexaHusMbl. Te ke TI'CHBI, KOTO-
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pBle e NPOoBEepPRIOTCA B TFeTEePO3HIOTIIOM COCTOSIHHH, TPOXOIAT uepe3 Impe-
naTanbLnbld (PUJALTD ¢ BHICOKOH 4acTOTOIN.

Tlpunuunuansuo anagoruunas CUTyalHs B mJaHe TNPOXONKIEIHs yepes
QUIbTP OLIIHX HOBPEKACHHUI U HENPOXOMJEHHsST APYTHX HMEeT MeCTO H NpH
MYTAUHAX HibX THNOB. Tak, H3 BCeX KJAACCHYECKHX HACJEACTBenliblX 00-
Je3Hell ma XpOMOCOMIIble CHIAPOMBI NpHXoaHTcest npuMepro 20 % [23]. Ho
NOUTH OAHY WECTYIO0 HX uHCJa cocraBiser cHHApoM Jlyana — TpHCOMHS
(uau rpancaokauus) no xpomocoMe 21. Takum oGpasom, nepsas ocobeH-
HOCTL NpCHATANbLHOro GUAbTpPa — MOYTH MOJIAS 11aJeXH0CTh N0 OTHOIIe-
(IMI0 K ORHHM HAPYLICHHSM H CYLIeCTBEHHO MeHbluasi — Aas Apyrux. Bro-
pasi ocofeHIIOCTb BBIACHSAETCS MPH CPABHHUTENBHOM allali3e A HBODPOMKAEH-
HbIX (T. . NpolIeANUINX) U 3MOPHONANBHBIX JeTajell {T. e. He NMpPOIIEAIINX)
npeHaTaabHblil QuanLTp. Tak, aas Toro ke cHuapoma JlayHa W YKHBOPOXK-
JeHUBbIX BCTpeuaeMocTb cocTasasaa 1,2 wa 1000, a y MepTBOpOXK ACHIIBIX —
13—15, 1. e. Gosee uem B 10 pas vaue [24].

Oueintp moKaszaTesnbHa crenenb 3(QGEKTHBHOCTH NpeHaTanbloro ¢HIb-
Tpa TPH pas3nblX XPOMOCOMHBIX HapylueHusiXx. Tak, TPHIVIOHIHA H TeTpa-
IVIOH (ST 3MHMHIIAPYIOTCS TOJHOCTbIO Ha YpOBHe 3MOpHOIIAMABIIBIX JeTaldel.
IIpu MonocoMHsIX XpoMOCOM BLIKHBaeT Toabko 0,3 % 3apoabiura, HO YiKe
npu rpucomusax — 0,58 %, a npH CrYpYKTYpHBIX aHoMaausx — 27 % (oT
PErHCTPUPYEMBIX ¥ 3apoanileft). OfHako AJs paslblX HIAHBHAY aJbHBIX
XPOMOCOM 3TH Pas/jHyHdA, B CBOIO Ouepeib, OUClb BEJHUKH: NPH TPUCOMHH
no 13-fi xpomocome 2,8 Y% 3apoapilia; npu Tpicomuu ro 18- xpomocome —
5,4 %; mo 21-i xpomocome — 22,1 %; rpucomuu X-xpomocomsl — 70 %.
A Tpucomuu no 1-i H 19-d XpoMocoMaM OTCYTCTBYIOT jfaxe Y 3apoiblured,
T. e. OTCEKAIOTCsl Ha ypoBlie ramer u surot [25].

Takim o6pasom, /[as TOro, UTO MpONycKaeTcst QUJILTPOM, paspeluellie
BO MIIOTHX CJydasiX He I[0JHOe (y2K €CJH BO3HUKJO — peaju3yercs B 00.Ib-
110T0 2KIBOPOXAEHHOTO), a BEPOSITIOCTIIOE, ¢ KAKUM-TO CBOHM IUIsT Karyk1oM
MYTailliH TpPajiHelTOM BepPOATHOCTH. DTO OUelb Baxuiloe OOGCTOATENbCTBO,
TaK KaK 11a BeposiTUOCTL, B NPHILHINE, YMEIOT BJIHATH, MOANEPAUHUBAST 3aPO-
ABII BO3MOXKHOCTAMH MeJMUHHBI H YMeNbLIAasi TAKHM 06P330M npenaTanb-
HYI0O CMEpPTHOCTb. XPOMOCOMIIble alloMalHu yeTpausiorcs nanbosee adpex-
THBIIO If 1I¢ COCTABJSIOT OCHOBNHOH 4acTH nacjeacTBeiiibix Sonesnell. Camnlil
BoablIofl BKAaj BHOCAT MOHOTellllble H MYJAbTHQAKTOpIble 3aboseBaHus,
8 OCHOBe KOTOPHIX JeXaT OAHO HJAH HEeCKOJbKO GHOXMMHUECKHX Hapylle-
nuii. Tlpumepuo 65 9 OGHOXHMHUECKUX I1ADYVILUEHHIT CBA3aHBL C 11€J0CTATOY-
HOCTLIO PePMEHTATHBIION aKTHBHOCTH H 35 Y — ¢ mcdekTaMu CTPYKTYpHBIX
Geakos [26]. Aunanus ux HacJaeloBaHHs BBISIBJSET TPETbIO OCOGENOCTD
npenaranblioro  QGHJAbTPA — BBICOKYI0 TPONYCKAeMOCTb  «Pa3pellieHHOro»
6uoxumuveckoro aedekrta. «PaspeulenHblily jedeKT B ToM cJayuae, ecad OH
uMeercsi, T. €. de facto, nponvekaercst. OkasaJjaoch, 4TO €CJAH BePOSTHOCTh
(M4, KaK ee yacTo 11A3BIBAIOT B MeAHLHHE, DHCK) MOBTOPHOTO DO AEHHS
B ceMbe pebeHKa ¢ XPOMOCOMHLIM CHHAPOMOM HJIW MYJLTH(PAKTOPHBIM 3a-
BoscisanneM O6BIUIIO 1IM3KA, TO AJsl paspelleniioro MOHOTEHIIOro — ouellb
Bricoka (o7 26 ao 50 %) [23]. M3 sToro caeayer, uto no kpalHei mepe He-
KoTopole OHOXHMHUeCKHe JedeKTbl (B OTJIHYHE OT XPOMOCOMIIBIX) Tpeia-
TaJdbliblM (QHABTPOM TPONYCKAIOTCA MO4TH 6e3 NMOMeX — eCclH YK BO3IHK,
TO Peal30BaJCs B KHBOPOXKJAEHIIOTO C BBICOKOIl BEPOSITHOCTbIO. DTO 3Ha-
YT, YTO TPaiHelnT AJ5 HHX — OYeHb NOJOTHH.

st nanprefiurero ananusa npo6/aeMbl 11e00X0AHMO PACCMOTPETh NOHS-
THE «Je(CKT» — KaKHC TMOBPEXKeAHHs I'CHOB peaansyioTesa B BHAC JIC(EKT-
Horo ¢enoruna. Ilpoule Bcero 37o caenath Ha npuMepe aedekTos, o6ycaos-
JelNbIX H3MeHeHHOH (epMenTaTHBHOH akTHBHOCTHIO. [Ipn amnanuze coot-
BEeTCTBYIOIIHX OOJILIIBIX JIOAeH BBIACIUIOCH, UTO MJST PA3HBIX (PepMEHTOB
{H COOTBETCTBEHHO TIeHOB, HUX KORUDYIOMIHUX) CYIIECTBYIOT, MO-BHAHMOMY,
ABa THMa HapViIeHHH, MPONyCcKaeMblx npenaraabublM (uastpoMm. [Ipume-
pOM MNepBOroc THOHA MoXKeT ObTh Goseslb Teiis -—— Cakca, o6ycaosaciHas
AedeKTOM rena reKCo3aMHHUAAa3nl A. Y FOMO3HTOTIBIX TO 3TOMY TeHY 3J0-
POBBIX JI0Aell YpOBeHb AKTHBHOCTH ¢pepMeHTa B CHIBOPOTKE COCTABJAAI
130425 enunuu akTHBHOCTH, V rereposurotr — 71,4-+7,0 eiunun, a y Tu-
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MHYIBIX GOJbHBIX TOMO3HIOT — Menee 2 Y OT YPOBHS 3JOPOBBLIX TOMO3HTOT
[27]. CaenoBatenbHo, RceKT NPHBOAUT K NpaKTHYECKH IOJIOH moTepe
aKTHBHOCTH (pepMeHTa (HE3ABHCHMO OT NPHPOAb MYyTaUHi — Jejlelusa re-
Ha, cABHr paMku H T. A.). M upenaranpHbiii QuabTp Takue Iapyuienus
IIPOIyCKacCT.

BTopoil THII XapaKTepu3yeTcsi COXpaHeHHeM ONpeesennoro Ypoeis
OCTATOYHOI AKTHBHOCTH, HH3Ke KOTODOH TpeHaTajblblil QUABTP MYyTalHH
e nponyckaer. BolsiBHTh TakoH ¢UALTP IHAMIOPO ClOX<HEe, TaK KaK [ajiH-
YHe OCTAaTo4IIOfl aKTHBHOCTH AaKe Y CAMBIX TSKeblX O0JdbIBIX BCETAAa MOXK-
HO OODBACIKHTL TeM, YTO HYyJeBoil yposeilp nmoka He mpaifigeH. Tem ne Melee
B ONBITAX Ha XHUBOTHBIX MOKA3aHO, YTO LIS HEKOTOPHIX OesIKOB I1YJeBOH
ypOBelh aKTHBHOCTH TeHa —— afcoqaloTHasi 3MOpHOHaAbHaA JeTanb. Tak,
6bL10 06HAapYXKeHO, YTO MHCepLHOHHAs HMHAKTHBALHUsS rella op-KoJJjareHa
y Mblliell 1103BoJsAET CYLIeCTBOBATb [€TEPO3UTOTaM, B TO BpeMs KaK IoMo-
3UTOTHBIE MO TAKOMY MYTAHTHOMY TeHy 3MOpHOHBEI norubaiwr Ha 12-f mens
[28]. Ho ans neTanu HyJb aKTHBIIOCTH Ii¢ Bcerjaa ofsgsatcnen. ¥ yesnoseka
npu Goaesud Iollle Bcerfa NPHCYTCTBYIOT OCTATOYHbIE YPOBHH aKTHBIOCTH
B-rarokoszuaasel [29]. B 3aBHCHMOCTH OT OCOOEHHOCTH MyTallHH PasJHyaiorT
3 tuna Gonaesnu [ouwe, 110 A0 HYJ s AKTHUBLIOCTE (-TJIIOKO3HAA3Bl 11U [IPH OJ-
flom u3 Bux He nagaer [30]. He nanaer 1o HyJs NpH BacjeiCTBeHHbIX 60-
Je3Nax Y KUBOPOIKAEHHBIX H aKTHBHOCTb IHTOXpoMoKcHAaasel C u T. a. [31].

Hakorel, 1nacjeacTBeHNas NaToJOTHA MOXKeT BbI3bIBATbCS H MOBbIIEH-
1O aKTHBHOCTBIO KakKoro-aubo ¢epMmenta. Tak, cuHapom JIcBU CBS3LIBAIOT
¢ CYNIECTBENNBIM NOBBILEHHCM AaKTHBHOCTH HyKJeoTHAnupodocdarasbl —
3 ME/Mr Gesnka y nopmansHBIX roMosuror, 5—4 ME/Mr Geska y rereposu-
ror H 8—24 ME/Mr Gesika y GoabHbIX roMosurot [32]. MoxHO nymaTh, 4TO
NPy pe3KOM CHHXEHHH AKTHBHOCTH AAHHOrO ()epMeHTa TOXeE BO3HHKIIET
NaTOJOTHSA.

CuacioBaTenbo, B ¢jydae rennblx MyTallMi npenartajbHBIE (QUIABLTP
paforaer TaKHM 006pa3oM, UTO NMPONYCKAET HEKHe AHANa30HBl MYTalHil, Ha-
JIeZK110 OTCeKast B psiide CJAyuyaeB 3HaUeHHs HH3KHe H OUYeHb BBICOKHE.

Tenepp NMOCMOTPHM, 4TO TNPOHCXOAUT B TOM JHanasoHe aKTHBHOCTeH,
KOTOPBIE JieJKaT BHE 30H KJACCHUECKH BHIPAXKEHHBIX HACJeJCTBEHHBIX MaTo-
Jorufi. Allalu3 roxKasblBaeT, UTO HMEHHO 3[eCh PasbirphiBalOTCs COGBITHA,
camble Baxilbie AJ51 3X0POBbS OCHOBHOM Macchl Jiofefl. DTO CBA3AHO ¢ TeM,
YTO NPOHCXOAHT (M B 3HAYHTEILHOH Mepe ViKe IPOH30LIO) H3MeHeHHe
npesicrarielHii CaMOro INIOHSTHsI <«HacJeJCTBeHHEle Gosesnu». Kpome ux
KJaCCUYECKOr0 BapHAalTa, CerojHs OoJblioe BHHMaHHE YAIAKT 3a-
0oJieBaHUSIM € TaK HA3LIBAEMBIM HACJEACTBEHHBIM NpPeADPACIOJIOXKEHHEM
[33]. Mx MomxHO pasiequTb Ha BepPOATHOCTHblE M ACTEPMHHEHPOBAHHO-OT-
CPOUCHIIbIE,

IIpu BepOATHOCTHBIX HACJAEACTBEIHBIX MPeAPAacloJ0KeHusaX YeJO0BeK
UMCeT A0 MOpbl A0 BPEMEHH 3L0POBHIH (PEHOTHI, & 3aTeM <«BAPYr» 3adoJie-
BaeT. OT 06bIUIIOrO «BAPYI» HACAEACTBEHHOC MNPCAPACTONOKEHUC OTJAHYA-
€TCsl BHELIHE TeM, NTO BCPOSATHOCTB AAIHOH MATOJIOTHII B CCMbe H Y NOTOM-
KOB TA4KOH ceMbH Pe3KO NOBLIUEeHA N0 CPABHEHNIO €O CpeaHel BeTHUHHON A
NONMyJNSUMH B UeJoM. B OCHOBe ke JiexKaT COBeplISHHO ONpejeseHHble Telle-
THUCCKHe AedexTol. Tax, manpumep, B cjyyae HICYJNHII3ABUCHMOro caxap-
Horo auabera OAHOH M3 NPHYKH HACAEACTBEHHON NpeapacNOOKCHIIOCTH
ABASCTCS JOKYC, CUENEHHBIH ¢ ONpeleNeHHEIMH TeHaMU IJ1aBHOTO KOMIJIEK-
Ca THCTOCOBMECTHMOCTH. M npu psige oGBIYHBIX A/ YelI0BeKa HIGBEKLUHOH-
IbiX 3a00JsieBadHil HHAYUHPYETCSl ayTOMMMYHHBII MPOLECC, YHHYTOXK aloIHH
cobernenniple B-KaAETKH MOJKesayAounof xesessl. B pesysanbTate npH uacTo-
Te anabera BocpejHeeBponeickoil nonyasuunn 0,3—0,6 % crenewn pucka
Aaimoi Gojesnn y Jeteit oT Matepeil ¢ amaberoM coctaBaser 1—2 %, y
Aeteli oT oTtuoB ¢ AnaberoM — 5—7 %, a y HLA-uzenTH4HBIX CHOCOR —
15—30 9 [34]. do Tex nop, noka He cpaboTana LenouKa: NPOBOLHPYIONULAs
HierIns — 3aNYCK ayTOHUMMYHHOTO (M Temepb YiKe CaMOlOIIeprKHBacMO-
ro) upouccca — rufenb B-KjaeTok, Auafera Yy ueaosBeKa HeT HH CHJABIOTO,
¥ cAaboro, HY B 3apoisimte, HeT Boobuie. M MoxeT Boo6ule He BO3IIHK-
uyTh, Ho BepoaTHoCT, Havana cpaGarbiBaiius UelOUKH BeJHKA.
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JIpYruM npHMepOM BepOSITHOCTHOH HaCJ/CACTBEHHO Ipeipacnoyoziel-
HOH NATOJIOTHH SIBJISIOTCS MIIOTHe BHABL 3J10KauecTBeHHBIX omyxodeit. Hau-
6oJee jieTanblo 3TOT MeXallH3M H3YUeH B Cjyyae DeTHIIOBJIacTOMBI, BCTpe-
yawileiics ¢ yacrtotodl, 6auskoid K 1 : 10000 poxnpennit, n o6buIIO pa3BH-
Bajolciicy B Bo3pacte jo 7 JeT [35]. D10 Yy MBHTedbsLlT npHMep, Koria
THIHULIAN pCLeCcCHBiIasi MyTallus MNPHBOJHT K KeCTKO AeTepMHHHPYEeMBIM
nocJjie, ICTBUSIM, B Pe3yJ/bTaTe Yero ee J0Jroe BpeMsi, MoKa He OblI BhIsClIeH
MeXallu3M sBJellnd, Ha3bIBaJH ,-'J,OMHIIHIITHOIU{ (H JYacTo TdaK I1a3biBarkdT H
ceroansi). B ocioBe Hosesnd JeKHT AePeKT onpereseHIOro reta B OMIIOH
H3 aByx xpomocom Ne 13, DToT ren Koaupver nmpoivKT, GJokHpylowuil Ges-
VIEPKIBIH PoCcT KieToK. QUI0ro MmoJHOLEHNIoro annens JA0CTaTodlio, 4ToObl
KJIerTKa Besla ceba nopManslio. Ho npd ofbunoll wactoTe MyTHpOBallHs
(2-1075 na reu 3a relepalHio) BepOsSTHOCTh 11ApPYUIE€HUsT B rele CTOJib Be-
JHKA, '"TO MVTAlLHH [10 OCTaBLUEMYCS NOJIIOUENHOMY aielo OYAYT BO3IIH-
KaTh MOUTH NMOCTOSAIHNO, B KAKOH-TO MOMeNT MMMYHHBIH 112130p 1€ CIpaBut-
Cd H Pa30oBLETCA ONYXOJb. INeH 3TOT KJAOHHpOBaAlI, CTPOro nokasalo, 4To
ero NPOJYKT B JaHHBIX ONYXOJeRbIX KJAeTKax lie GYHKLHOHUPYET, B OTHedb-
HBIX CJYUAAX VCTAHOBJIEHO OTAJUHE AOCAeA0BATEALHOCTH Je(PeKTIIOro rena
oT HopMaastioro [36, 37]. B HopManbioM roMO3HIOTHOM COCTOSHHH TO I€HY
npepacnooKelHoCT K pETHIIO6J13CTOMe BepOATIIOCTD MYTAUHH 3TOCO re-
na B o0enX XPOMOCOMaX COCTaBHT BejHuuuy 4-107'° na oano gesenne
KJETKH, UTO jJejaeT ReposTHOCTh 3a0oneBaHHs KpalfiHe 1u3kofl. B rerepo-
3UIOTHOM K€ COCTOSIHMM BEPOSTHOCTbL HIIasi, HO MOKa Oiia e OCYyUIeCTBH-
J1ach - - YeJIOBEK 3A0pOB.

Takum o6pasom, AJds NATOJNOTHI C BEPOSTHOCTHBIM HACAEJCTBEHHBIM
NpeRpacnoJokelneM XapakTepia MOPOTOBOCTs — A0 TeX 0P, NMOKa Bepo-
ATNOCTL 1€ peaJH3oBanach (a nponecc e¢ peanysalliy, Koriga OH MNpOHC-
XOJHT, N0 MacwtabaM BpeMelH ueJOBEUeCKOll XKH3i1M OUellb KOPOTKHE) ue-
JIOBEK 3(OPOB, Y 1Iero I cJeioB Jalofl §one3Hu leT. A 3aTeM <«RB/IpYyr»
cpasy 3abogen. KauecTBenno Mioff xapakrep npolecca V maToJoruii ¢ je-
TEPMHIIHPOBANIIO-OTCPOYENIIOH 11ac/eACTREIIHOH  IIPeAPacnofOKeHHOCTHIO.
TIpumepoM MOXKeT CIVXKUTL aTepocKiepod. Tak, npu cemelnoil runepxode-
CTCPHHEMHH ¥V TeTePO3UIOTHBIX MYIKUHH CPeIHHIT BO3PACT BOSHHKIIOBEHHS
HipapKTa MHOKapila HaXoIHTCs B pafioHe 42-ro roia »KH3HH, a CMepPTH OT
HileMHuyeckolt Oosiesnu cepiauna — 45-ro roga »xusuu [38]. [lpu apyrux
relleTHUCCKHX i1apyluelusiX HMelOT MeCTO HHble CPOKH pa3BUTHA BoJe3HH, HO
(raraiplo ollt NPOABASIOTCA 00BLIYIO YyKe B 3DeJIOM BO3pacTe, XOTsI H palib-
we, yeM B ueJoM B nonyasiunu [39). Onpnako, xors ¢atanbiblil HCX0L Ha-
CTYunaer «BAPYL», camo 3aboJicBakHe pa3BHUBaeTCs 11aMIIOre paiblie, MPo-
IpeccUpyeT H Ha CKOPOCTb €ro MOXKHO BO3JAHCTBOBaTb, B TOH WA HIIOH
Mepe 3aMelass M OTOABHras nHeHzOexkioe [38].

O6wuM A1 TOrO, YTO MACKO 11a3bIBAIOT Hac/eICTBElIIbIM MNpejipacno-
JIOXEHHEeM, fABJIACTCA OTCPOUYEHHOCTL natodorid. CpOKH TAako# oTCpouen-
[OCTH B 3@BHCHMOCTH OT MUIOTHX NPHUHH {COGCTBEHHO TeHeTHUeCKHil je-
(beKT, Bleullde YCJIOBHs, CTeNeHb CAMOKOITPOISi U T. A.) KoueOaioTest B
LIHPOKHX npejertax, 110 ouelilb 4acTO — BOKPYTD UeTBepTOH JleKajbl >KH3HH.
K orcpoueniblM mac/elCTBENIIBIM MATOJNOTHIM OTHOCAT BCe onblie «06bIY-
HpIx» Ooaesnelt n Aa5 JeflCTBUTENABHO CAYYalllIBIX YiKe HOUTH lie OCTaeTcsl
mecta. Tak, coritacno Jlx. Dpynseay: «.. aecsiTh JeT 11a3al noJarany, uyro
TOALKO 10 MPOLENTOR Npe<jeBpeMeHiblX CepAeulo-coCyCTLX 3aboena-
HHIT CBA3auUnl C retHeTHYeCKHMH Hapyuleliusimu. Tenmepb 3Ta uudpa gocTu-
ract 80—90 npouentos». A, cornacno A. Jluzepy, runepronus, 1uaber, 6o-
JiesllM CCp,la, yMCTBelibie paccTpoiicTBa H 1eKOTopLle {BO3MOIKIIO, BCe)
BH/bl paxKa HMMEIOT B CBOeH OClHOBe reneTtHieckue Hapyuienns [40]. damxe
B cuayuae JupeKIHOHHBIX BoJealell, Al KOTOPBIX H3BeCTel BO3GYAHTCNL H
BoluoancHo  abcoMIoTHOe [OKa3aTelNbCTBO — Tpuaja Koxa, — Kouuenuus
OTAENBLIO CYINEeCTBYIOIUNX HHQPEKLHOIHBIX M reileTHyeckux 3abojeBaHuil
NPU3IIaeTCs HeCOCTOATEALHON U TpelyeT copMelienHs: 60JeI0T Te, KTO reHe-
THUECKH K 3TOMY npejpacnojoxken [41].

Has roro uto6Ll NMOABEPTIYTh alialH3y CHUTYAUHId € OTCPOYEHIBIMH
0aTOMOrHsIMH, 1(€00XOAMMO IOHATH, UTO JEXKHT B MEPBOOCHOBE «iaC/ENCT-
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BEHHOH NpeNpacloNOXKeHHOCTH», [lOCKOJABKY B cJydae KJIacCHUYeCKHX Ha-
CAeACTBEeHIIbIX GoJsesneff M HACTeACTBEHHOTO MNpeApacHoJoXkenns K «oOby-
HLIM» 0O0JeslisiM B OCHOBE JiexKaT H3MeHeHHs] IeHoB (pa3 BCe B TOil HJIH
uHO#H QopMe HacJeACTBElIIOe), cJelyeT YTOUHHTb, 4eM OJHH H3MelelHs
OTJIMYAIOTCST OT APYICHX M NOUEMY B OJAHHX CJyuasx 60Jie3ib NPOSABISETCH
cpasy, a B APYrHUX — HMeeT He CTOJb siBHBLA XapakTtep. OTBeT Ha 3TOT BO-
1pOC CBsi3all ¢ OCOOEHHOCTAMH H3MEHel Ui, JIPOHCXOASIHX B reliax, H coort-
BETCTBHEM H3MeHeHHI B reliax HameilellHsiM B QeHoTHne.

B psige cayuyaeB u3MelleHHsi B OLHOM KJeTKe MOTYT MNPeLoNnpelessith
dreHOTHIT BCero opraliudmMa (HanpuMep, 3apOAbILIEBbIX, HX NpeAlleCTBeliHH-
KOB B 3MOpHOTelie3e, ONYXOJEBBIX, psja BHAOB ONyXoJell, KMMYHHBIX, 06-
PasyIoOWMX KJOH, NPOAYUHPYIOLIHA ayToaHTHTena, H T. m. ). M mua stux
cydyaeB MyTalUs [0 HOJIIONEHIOMY aJJieslio IIPH BTOPOM Je(peKTHOM HJIH
Laxe MYTauus OAIIOTO H3 JABYX NOJIHOLEHHBIX ajfesed, cnocobubl Onpene-
JUTb B LanbHeditieM (enoTun. B 3aBUCHMOCTH OT KOHKPETHOrO COOBITHS Ta-
KO (PeloTHI MOXKeT NpoABSATLCH KaK B BHAE KJACCHUYECKO, TaK H OTCpO-
YeHHO[l MaTOJOTHH, DTO Cerojliss XOPowWo H3BECTHO LJs PAAa KOHKDPeTHHIX
HaTOJNOTHII, MTOHATHO H NMPHU3HAHO.

JpyruM BapHanTOM $IBJSETCS COCTOSIHHE TOMO3UIOTHOCTH MHOTHX MY-
TAHTHBIX ajjenell, pealusyolieecss B KJacCHUeCKHe Hac/leACTBeHUbe §oses3-
HH (pellecCUBIIBIE MYTAUHH)}, H TETEPO3UTOTHOCTH, peanu3ylolleecsi B OT-
cpouelilible NATOJOTHH,

Jo oTHOCHTENBHO HeJaBHEro BpeMeHH CUMTAJOCh, YTO Y TeTEePO3UroT
MOJHIOLEHHBIH aJijieJh MOJHOCTLI KOMIEHCHpyeT npedeKTHHIH. DTO NOApa-
3yMeBaJIoCh yixKe CaMHM JIOHATHEM PEeNEeCCHBHOCTH TaKHX My’I‘aLU/Iﬁ. OﬂIIaKO
fosee neTanblible HCCAEIOBAlIHA TOKa3ajH, uUTO 1O KpaHHell Mepe B pAle
CJyyaeB 3TO HE Tax. v POACTBEHHHBKOB 60/bHBIX aTepoCKJaepo3om € pas3JIny-
HOW HacJeACTBEHHOHI OBYCJAOBJEHHOCTLIO B KPOBH OJIpefeJisieTcsi MOBBILUEII-
1oe colepKaHHe XoJecTepHHa M APYTHX aTePOreHHHX NPOAYKTOB [42].
Y reTepo3uroTIbIX POACTBEHHHKOB ¢ Gosmesnbio Humana — I1HKa cojepxa-
HHE 3CTePH(HLUHPOBAHIOIO XOJecTepHHa ObIO NMPOMEXKYTOUHBIM IO CpaBHe-
1Ko co 310poBbimMu [43]. B cayuae cemeiinnoit runepxosecrepuHemun 70 %
reTepo3uroT YMHPAIOT OT HlleMHYecKoli 6ose3lH cepala H NMPOHCXOZHT 3TO
3HAUHTEJBLHO paHblile, 4eMm B CpefHeM no monyasuuu [44]. Y Breuine
3JI0POBBEIX TCTEPO3IUIOTHBIX jeTell OT poJAHTeNel ¢ Oose3nbio PeKJUHTay3eHa
¥MeJ MeCTO HOBBILENHBIl pacnaj akTHIOBBIX HHTeH LHTOCKeJeTa KJIeTOK
[45]. ¥V rereposuroTHblx pojHTesel aeTeil, GOJNLHBIX rHNepaprHIHHeMHUei,
CHH)KeHa aKTHBHOCTb aprunassl [46] u 1. 1. Ho ocHoBHO!l BKJIax B COOT-
HOUJEHHE KJACCHYeCKHX H OTCPOYEellliblX NMaTOJOrH# BHOCHT 10 CHX IOp Ae-
TaJbll0 HE NPOAHaNN3UPOBAHHAS B3aHMOCBA3b HOHSTHH: H3MeHeHHe B re-
e — mMyTaunsa — ¢enorun. [lo JioriHKe OTKPBITHS, ONBITY HCCJAEAOBaHUH H
METOAUKAM BBIABJEIHS MyTallud HCCIeAOBaTeTH HMEJH AeN0 ¢ KPYIHbiMH
usMenenusmMi Qenoruna. M XoTs NoHsATHE «KpPyNmHOe H3MeHEHHe» BechMa
pacnaebiBUaTo, Ha NIPAKTHKE OO0 NMOHHMAJOCh BCErja NPOCTO — TaKoe H3Me-
HCHHEC, KOTOPOe JIeI'KO PerHcTpUpyeTcs (u3MeHeHHe MOpdOJOoruy, 1osaBJeHHe
HJIH HCUE3IOBEHHe UIeTHHOK, JeTaJsJaL, POCT HJIH OTCYTCTBHE pOCTa Ha jAai-
oM cy6etpate H T. A.). MMenHO Takoro THma KpPUTEPUH H 3aJI0XKeHbl B
OCHOBY KJIAQCCHUECKOTO MONHMANHS 11acjaelCTBEHHBIX Gojeanell.

Ho naMenenuii rena Moxer ObITh OueHb MHOro. Jlaxe B cjyyae ToYeu-
HEIX 3aMell, B MpejeJie — MO KOJHYECTBY HYKJIEOTHAOB B TeHe, YMHOXEHHO-
MY Ha TpH (BO3MOMKHOCTh KOHKPETHOH 3aMenbl). M 3TO TOJBKO AJST CTPVK-
TYpUOro reia. THNos Xe H3MeHeHHH, KaK YKas3blBaJoChb Bhillle, CYILECTBYeT
NOCTATOYII0 MHOIO, TOUEHHNBIMH OHHM He OUpaHHUHUBAIOTCS U 3aTParuBaloT Iie
TOJBKO CTPYKTYPHULIC IeHbl. M 3/lecb nauunaloTcs HeonpeaeJeHHoCTH. Jlaxke
YHCTO TEOPETHYECKH OUEBHANO, YTO €CJAH peasH30BaTh BeCb NIPAKTUHCCKH
JIONYCTHMBIH AHanasol H3MeHelH# x1060ro reHa, TO H3 NOJYYEHHOTO MOKHO
OyaeT COCTaBHUTL PsijJ, KOTOPHIH B NpejaesaX €CTECTBEHHBIX KOJeBaHHH CMO-
JKeT JgaTb Bech /Hanasol (PH3HOJOTHYECKHX AaKTHBHOCTEH OT MHHYCOBBIX
anauyenui (Hanpumep, 1e paspyilaer NpoAyKT, a CHHTE3HPYeT ero), saTeM
HeTraTHBHO H3BpallleiiHOH aKTHUBHOCTH (T. e. XyKe, ueM TNOJHAS HEAKT}B-
HOCTDL, lTanphMep, obpasyer TOKCHulIOe NPOM3BOALIOE), MEPEXOAALIHX yepes
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NOJAIYI0 TMOTEePI aKTHBHOCTH (iHYJb) C Bo3pacTalHeM A0 YPOBHSI, NpeBbl-
maoniero Hopmy. [lackosabko paneko MOTYT 3axOAHTL BapHalTB OTPHUA-
TeAblOH aKTHBHOCTH (3(gdekT ans dyukuufl XyxKe, ueM HOJb, HampiMep,
H3MCliCliife CHITCTHUCCKOIl aKTHBIOCTI B I'MAPOJH3IYIO; 1€ HPOCTO loTeps
akTHisoCTH, a GJOKHPOBAIIME CBOETO I POACTBEINIbBIX PELENTOPOB H T, A} H
NpCBLITHOLWECH 1Hafa3ol HOPMBI, AJd deJoBeKa MoKa HenoHsiTio, 10 BO3-
MOXKIIOCTL TepeKkpbIBalug Bcero auanaszonia or O 10 HOPMBI B psijie CJAYUAEB
yeranosaend IKCIHEPHUMEHTaJabIIO. Yto Ke KacaeTCsa JAPYTruxX oOpraiti3MmosB,
e YesloBeKa, TO JJIsl IIHX 114 KOUKDeTHLX npumMepax B paboTax [0 3KCHCPH-
MelTaALIOMY MyTarelesy XOpOLIo MOoKazaHbl H3Melleilusi, paioude Gojee
CHJLILIT HeraTHRIBIL 3D (eKT, ueM noJjHasd 11eaKTHBHOCTb H POCT aKTHBHO-
¢TH sbllle HOPMBL K 1eT HUKaKUX OCHOBAHHHA CYHTATh, 4TO Y UeJOBEeKa He
MOAeT ObITb TOTQ 2K€e CAMOro.

Crodb Ke OUeBIAHO, UTO €CJAH MMeeTCsl KJaacCHuecKas mnartosorus, o0y-
cjdoBJenas JeeKToM reHa, NPHBOASLIHM K UCTKO BHAUMOMY H3MCHCIHIO
q)el[t)'l'ﬂll'd, TO MEXAV TCM, 4TO IIpHHATO CYHUTATL llO])MOfl, H KJAaCCHUYeCKOH
nHaToAorHell A0JgxiHa JexkaTh BCA raMMa NepeXxofoR -— Bpojge Obl HOpMaA,
nesicuble Hapylleilnsi, cTeptast dopMa, Jerkoe TedeiHe, Kjaaccuyeckass Qop-
ma. FH ecan npH paboTe ¢ Apo30PHAOH HAM HIOH MOAENLIO HescHble GopMbl
(a Tem OoJee Blelllle HeMposBJAsieMble) BooOlIe lie YUMTBIBAlOT, TaK Kak
IO CAMOMY XapaKkTepy OCHOBHBIX MeTOAOB PETHCTPHPYIOT TOJALKO XOpOUIO
3aMeTnoe, TO ISl yeJoBeKa Bawkio Joboe oTKJAoHellMe oT HopMmul. M 3iech
HeoOXOAHMO 3daHOBO PaccMOTpPeTh BCe BO3MOXKHOCTH. [axe Takoe, NpHIIH-
Maeaoe Kak OueBH/IHO€, KJIACCHUECKH HeHTpaJblloe H3MeHellMe B refe —
3aMeila OCHOBaHHS, — H3MeHsoUlee KOAOH B pPaMKaX BBIPOKIEHHOCTH KOJa
6c3 usMelenysl KOAUpYeMOoll aMHUHOKHCAOTEl, MOXKeT NMPHBEeCTH K H3MEeHElHIO
¢ynxiionaanioro ypopus npoaykra. Msoakuenrtopustl cnektp TPHK B
paslblX TKaHAX HEOIHHAKOB M SIBJSETCS OAHHM H3 3UIeJOHOB peryJsiluHH
3KCHPCCCHH TeHOB, 0cobelHO B KJeTKaxX BBICOKOCMELHAJH3NPOBAIHBIX TKa-
ncit. M nsMeHenne KOMOHa MoXKeT NpHBeCTH K ToMy, uTo HPHK B Taxkux
BblCOKOCHEHHaJIl/I3HpOBal'Il'Ile TKaHAX ()ylleT TpaHCJ’IHpOBﬂTbCH C CyIJlCCT'
Bellllo Mol spderTuBHOCThIO. B 0b6lieM BHAe pasiible YPOBUH H3MEHEIIHs
GVIKLHONA/AbIOIl aKTHBHOCTH NOJIKHBI NMPHBOAHTL K Pa3iHYHBIM 3ddekTam.
ITpu nyneBoil (M 6JH3KOI K Hefl) HAH H3BpalUleHHOH, a TaKXKe pesko BO3-
pocwcil aKTHBHOCTH B OOJBIUHHCTBe cJayuaeB cpafoTaeT npeHnaTaablBi
¢uaptp. Ilpu 3nauuteanlioM ochabieHud (QyHKUHH (BIJOTH A0 HYJEBOTO
sHavenua AJs psala QepMeHTOB) HJAM 3aMeTHOM VCHJIAeHHH HedeKT peaJH-
3¥eTCdA B KJaCCHYeCKYH HAaCJeACTBEHHYIO NaTOJOTHIO. HaKOHell, [IpH YMe-
peHHOM OTKJONeiMH aKTHBHOCTH BO3HHKAeT B TOil HJAd HHOA Mepe OTCpO-
yenHasd NaToJiorus.

A DOCKOJBKY H3MeHeHHs1 B reile, NIPHBOJSIIHE K YMepeHHOMY H3MemHe-
HHIO (PYUKLUHH NPOIYKTA, BCTPEUAKTCA HaMIIOrO Yarie, yeM KPYIIHble NOJOM-
KH, TO II UacTora OTCPOUCHHBIX MaToJOTHil JOJ1I2KH a 6b[Tb HAMHOTI'0 BbILIE,
d4eM THOHYHO 11ac/e/CTBelHbIX 6oje3Hell M HX TeTepPO3HTOTHBIX CTepPTbIX
BapHalToB. ITO — C [BO3HUHA BePOATHOCTH 11a YPOBHe MYyTHpoBauus. Ho
pazible MYTAUHH J1IO0-PA3HOMY HOJ2KHBI HPOH}'CKaTbCH WJIH 3aJ€CpKHUBATLCA
npenaraibupiM QuALTpoM. V3 obuinx coobpakenuit U uMmeiomuxcs nabnaio-
ACHHII MOJKIIO JYyMarth, 4TO npeHatasbliblii puabTp paboTaeTr T0JAbKO Ha Ha-
PYIIEHUAX, HM Pacillo3HaBAaeMBbIX, — JeTald, HapyIUeHHA PA3BHUTHA HJIH Me-
taboansMa, OJOKHpYIOUIHE OILIOAOTROPEHHC, BBIBIBAIOUIHE OTTOpIKElHe
mwioga 1 T. A. YeM KpynHee 1napylleHHe, TeM OHO HaAcxkKiee OTHUIBTPOBLI-
BaeTCs, a OTCPOUeibie HAaTONOTHH B CBOEH OCHOBe HeCyT H3MCHEHHSH, Npo-
ABJAANIIHECHd OTHOCHTEABIIO MeOJellHOo. Bel)OHTHOCTb 3JIUMHHAUHHN TaKoro
deuoTuna Ha Yponie npeHaraiblioro GUALTPA YacTO NPOCTO 11e MOYKET ObiTh
sbpekTurnoil. CxeMaTHUeCKH Takas CHTYalus u3obpaxkena na puc. 1. Mde-
TaJdbLHIDLIX PlCCJle,EL()BEIHHﬁ 110 BCEMY jiHalasolly aKTHBIOCTH HIIAHBHAY dJbLIILIX
dhepMeHTOB 11 BX CBA3H ¢ QEeHOTHNOM Y J10/eff MPOBCACHO NeMIIOro, 110 Te,
KOTOPbIC HMEITCsl, NOATBCPAAAIOT BbiIIeH3JoXKenHoe, MasecTnnl jara coc-
TOANNY, BLI3Banunele jedexToM  runokcantundochopubosnntpanchepasm
[47]. Tak, npu ee axtusHoCcTH <C 0,7 % OT HOPMBI perucTpHpPOBAAN THMIIY-
bl cuuapom Jleura — Haftana. A npu axktusioctd ot 0,7 1o 69 Y% umean
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MeCTO MSATKO BBHIpaXK€HHOE INopaKeHHe LeHTPaJbioli HepBHON CHCTEMBI, ITO-
aarpa uan ueppoauntnas [48]. Huanason 70 % — nopma He uccie 0oBasH,
Hajo AyMaTh, [0 MPHYHHE TMPUCYTCTBHS CTOJb CTEPTHIX (POPM, UTO HX H He
oTGHpanan A5 adaiusa panioro depmenrta. B cayuae 6onesuu ©abpH BhH-
sIBJ€HA 3HAUYHUTeJbHasi BapHadeabHOCTb YPOBHS AKTHUBHOCTH G-CaJlakTO3i1a-
36l I CTENeNl KJHHHUECKHX MNPOSIBJENHH He TOJbKO Y TOMOSHIOT, 10 H Y
rerepozurot [49]. Tlpunuunuanbio cXolHast KapTHHa ofnapy:xKena npu He-
jgocratounoctd OHoTHuMAa3wl [50]. PasnoobGpasue MyTauHii B retie KHCJIOH
B-ra10K03111a3bl KMeeT MecTo npH GoJesnu [oue, B pe3yabTaTe 4ero v ak-
THBIIOCTH ¢epMmenTa, U Teuelus Oonesnu pasiuualores [51], u 1. A Ilpu
APYrix GoJe3nsiX TeTepOo3HrOTHl TOXKe HMeIOT CHMMEeHHYI0 (YHKIHIO, HO
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Puc. 1. Cxematnieckoe HaoOpaxkeHHe 3hDeKTUBHOCTH (YHKUHOHHDOBAHHA NPEHATANbLHOTO
¢nabTpa panblic H Ternepb. [Ipu BbIGPaHHOH YCJIOBEUECTBOM MOICAH CBOEro PA3BUTHA TNPO-
UeHT TeNeTHUECKH 3M0POBbIX JIOAeH OyleT CHHXATbcs, a ¢ NOBPeXeHHIMH — Bce OoJiee
YBEMHYNBATBCA

Fig. A schemalic piicture of prenatal filter function effectivity before and now

3TO, 110 Kpalillefl Mepe Bilellllie, e OTpa)KaeTcs Ha 340poBbe. Tak, OCHOB-
JIIBIM ITapylliellHeM NPH MYKOBHCUHA03€ ABJAETCH HeNPOHHLAeMOCTb KJETOK
AGisT noHoB. Y rCTEPO3UTOT leAaBlio obliapysKelo, UTO R HEKOTOPBIX YCJO-
BUSX lizmciiennne PyuKLUHY onpefensercs TOK xe npHunHo# [52].

B psige cnyuaeB MoXKeT BO3HHKUIYTH leAOyMelellHe MO TOBOAY TOrO,
YTO aKTLBHOCTL COOTBETCTBY!OWEro (depMeliTa HyJeBas HaM 6ea0K Booblue
OTCYTCTRVCT, a TaKoil MYyTalTHBIH TeHOTHIl TEM lie MeHee peaJsiu3yercsl B
wuBopoxgennoro. OAHAKO ChiCAYCT HMCTb B BHAY MIOTNOCAOMHOC NTCPEKpHI-
patte QYHKUHI BaxKHeRlIHX 6eNKOB. DTO W 4aCTO MHOTOUHCJEHHEIE H303H-
Mbl, ¥ epMelTbl ¢ pa3jHunpiMH ontumyMmamu pH, Tkanecmenmnguunoctsio,
BO3pacTHOll BHIABASEMOCTbIO H T. A. IloaTOMy OYHKUMS 4aCTHUHO MOKET
COXPAaISITLCA jJaxe MPH MOJHOH HHAKTHBAUMHM OAHOro rena. Ecan ke Bax-
fast QyHKUHSA He 3aayOaHpoBana HAM GJH3Kash AKTHBHOCTb e BO3MellaeT
1eo0XONIMOT0 ISl JKH3IH MHHHMYMa, TO TakKasg MyTauydsi TpeHAaTasbHbli
¢duanrp He npoitaer. Ilonyyaercs Tak, UTO U 4acTOTa BO3HHKHOBEHHs Aedek-
TOB, NalONINX OTCPOYeHIble NMAaTOJOTHH, BHICOKA, H 3D(MerTHBHOCTL HX nNpe-
HaTalLloro yeTpanenns nesedaHka. Kak cielcTBHe, NPOUEHT KHBOPOIK AEH-
IIBIN, OTATOLLEIHBIX TaKHMH HapYWeHHAMH, JoJKen ObITL mosbilUell. A ye-
JIOBCUCCTBO TeM 1IC MCHeC KIBCT M 0oJiee HIH MeHee 3ipaBcTByer. OObsic-
HACTCA 3TO TEM, YTO A0 HEeAaBHer0 BpeMeHH BCJAEACTBHE pPsifid NPHYHH
BecbMa 3 hekTHBIO padorTan MOCTHATAAbIbIA QHALTP — CyMMa BCCX TpO-
LeccoB H COGLITHII, MO KOTOPLIM AaJCKO HC BCE (KHBOPOMKIACHHLIC lepcia-
BAJIM CBOH FCHOTHNE! CAEAYIOUIEMY MOKOJEHHIO.

Ormioab lie caxapHole YCJIOBHA CYLICCTBOBAIIHSI Y€JOBEUECTBA MNOUTH
Ha MpOTSMKEHHHU BCeH ero HCTOPHH NPHBOJIUIH K KeCTKOMY NOCTHATaJAbHO-
My duaLTPoBaio. Belcokas poxiaeMoCTb, BBICOKAs AeTCKAas H IOHOILECKask
CMCPTHOCTL, 11e00XOANMOCTb KPeMKOro 340pOBbsi W Bblcovaliiieil paGoto-
cnocoGioCTH AJsl COAepIKallus CeMbH, OTHOUIeHHe O6InecTBa K HHAMBHAY-
yMaM ¢ OTKJIOUEHHSIMH OT NPHHATOrO B Ka)Kloe Aaliloc BPeMsl 34 HOpMY
1T T. JI. IPUBOJIHJIH K TOMY, UTO U3 OOLIEro YHC/Aa KHBOPOXK AEIHbLIX 6obllas
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yacTb flé CTAHOBHJIACH penpoiyuupymoolefics. B ocHoBIOR Nepuox cyllecT-
BOBaHMs uYeJyioBeYeCTBA TEeMNbl JIUMHHALHHM BOOOIle MOUTH COBNAjaJd C
TeMMnaMHi DenpoAYKUHH — MeXAY APEeBHHM H CPeJHHM IMaJeOJHTOM BDEMS
VYABORHHS UKCJACHIHOCTH JIJAEH OLEHHBAETCA NMPHMEpHO B 170 ToIC. JeT, a
nocJe NMOBOTO MaJeoJHTa 10 cpeilux BekoB — B 10—15 rbic. ger. M ato —
MPH BLICOKOH POKAaeMOCTH. 3aTeM HAUHIIAeTCs HCTOPHYECKH KOPOTKHM jre-
pHOX, XapaKTepH3YIOIIMIiCA TeM, UTO BLICOKAs POMXKAAEMOCTL ONepexaet
CHHIKYIOIIYIOCA (110 BCe elle BhCOKy10) cMepTHocTb. Hauunasg ¢ 17-ro v no
HANIEr0 BeKa Y/BOEHHe NPOHCXOAHT UpakTHuecKH Kaxjaele 100 ger. Ho ¢
11ayaoM 11alllero BeKa NPOHCXOJAHT psif COOBITHH, Kap/AHHAJIbHO MEISIOUIHX
Kaptuiy. CMepTIOCTL 11auHuliaeT KPYTO CHHXKATbCs, OCOOBEHHO JIeTCKas |
0iomecKas, 4T0 HPHUBOJAHMT K ellle Oojee OBICTPOMY POCTY UHCJAEIIIOCTH - -
ofuici aneTapiioe VaBoee nacenenust npuMeptio 3a 30 jser. OaHako mens-
erest 1 au(p@epenuyagbinas KapTHHia — C CepeiHHbl BeKa B Pa3BHThIX CTpa-
Hax KpYyTO llauHllaeT najaTh poxjgaeMocTb. B BoCbMHAecsiThle Toabl NpH
MHITHMAALHON CMEPTIIOCTH JI0Ael B 1IePBYIO NOJIOBHIY JKH3HH POKIAAEMOCTH
cnuzaercs 10 13 na 1000 naceseikss (a B 1I€KOTOPLIX CTPAHAX €IUC IHZKeE).
Jlerckasi cmeprinocts viaga 1o 8—I10 wa 1000 {53]. Cmepruocts B BO3-
pacTHLIX rpynnax ot 22 no 34 aser 8 1961—1980 rr. no cpaBuenHio ¢ 1945—
1976 rr. cuusuyacey na 83 %. B nocaesnee BpeMs poXxJlaeMOCTb ynaJga /10
1,9—2,1 na osny XeHIIHIY., 3TO 31aUMT, YTO NOCTHATAABILIH QHALTP B
PasBHTLIX CTpalax NoUTH NOJHOCTLIO nepectan paborats. Craricrika aa-
J€eKO 1i¢ Becerja otobpakacT peadblioe pacrnpeielieHHe. Tak, B cayuae cpeji-
Hell POYKAACMOCTH I HMEeT MCCTO HEPABHOMCPHOCTD, CBA3AHHASA C Al depel-
Iaaniofl naonosuTocTh0. Ilpyu onpeaesciiblX YCJHOBHSAX OHa Morja Obl
pewnts upobaemy. Oanaxko, ecau B cpeiHeM 11a OJIHY KEHUIHHY HIPHXOLHT-
cs 1.9—2,1 poxxneHuss ¥ HMeeT MeCTO CTabHIM3aLMs UHCJAEHIIOCTH, TO 3TO
3naunT, 4To NpH Joboit auddepenuHanbHON NJIOJOBHTOCTH NOCTHATAMLIIBIH
(g uibTp BCce pasiio Jie pabotaer (HHaue OblH Obl HHble, Kyna 0o.jee BbICO-
Kie cpeante uuppe). Ho neno, cvias no Bcemy, ellle XyiKe, TaK Kak NpH
VIEKOTOPBIX MaTOJMOI'NAX YBEJHUYHBAETCS POXAAE€MOCTb HUMEHHO Y TAKHX H3-
MeHEeHHLIX HUHANBHIYYMOB. B pesynprate 8 UesoM AudpcpeHUHaNbHAsT MJI0-
JMOBHTOCTL Oy /ICT JiMlib YCKOPSiTh HaKoMJellHe MyTaudit B nonyasuuu. M na
5TO 11aKJ/JajblBaloTcsl ellle JRa JAOMOJIHUTeNbHBX obctositenberBa. [lepsoe
H3 HIX CBA3aHo ¢ MyTauHamH., Ouu npofos:kane Obl BIOCHTb H3MEHEIHs
B relloMbl, KaK M palibllle, 1a POCT 3arpsi3HEHHs] OKpy:alollefl cpefbl yBC-
JHUHBACT HX UacToTy BecbMa Cuabilo. Ha 3ToT cuet umeercs orpomias
AnrTeparypa. 31eCh Ke cJeAyeT JHIb OTMeTHTb, UTO 3arpsi3HeHHe MyTare-
11aMH JIOCTHTJO TaKOTO COCTOSIIIHSA, KOTOpOe XapaKTepH3yeTcs NOJIIBIM OXBa-
TOM H MAacCHRIIOCTbIO. MyTaredaMu siB/siiOTCSl BCe KJIOUeBble aTpHOYTHL Ue-
JIOBCUECKOR UMBHAM3aUUH: TelleTHiecKass aKTHBHOCTb psila XHMHOTepamnes-
THYECKHX TNpCNapaToB MNpeBblllaeT TAKOBYIO NpH Jy4eBoil Tepanuu [54];
3UHACMHI BHpPYCUDLIX OoJie3Hell, KoTopble 6Jarofapst obuieno OhICTPO CTa-
HOBATCA BCEOOLIHM JNOCTOSTHHEM, OKAa3blBAIOT CTOMbL CHJILHOE BO3JEHCTBIE
lla redeTH4YecKuil anmapar ucJoOBeKa, UTO 3TO ¢ TPYAOM BOCIPHHHMAETCS| —
0138 3MHAEeMNA KDACHYXH 110 TeHeTHUYECKHM MOCJeICTBUAM 3SKBHBAJENTHA
B3PBIBY aTOMIOI 60M6bl cpeallell MolHOCTH [HD]; MeTanayprudyeckas npo-
MBLILICHIOCTh 3aCOPACT OKPY/KAIOULYIO Cpeily NOUTH BCeMH MeTa/lJlaMH, Ca-
MBIMH Pa3JHUlIBIMH CMOCOOAMH H3MEHSIOUIMMM 11acJe[CTBeHIIbIH anmapart
[66]; «MupUBLT aToM» HACTOJNBKO 34rPsI3HUN BCIO IJIAlETy, 4TO HEOBXO1-
MBbl ocoOble YXHLIpenis AJs OnpelesJeHHss eCTeCTBeHIoro (PoHAa, CYLIeCTBO-
BaBLWIEro B <«JOATOMHVIO 3Py»: aBTOMOOHJM BLIOPACBIBAIOT B aTMocdepy
obuabrefiiil CrnekTp reloTOKCHYCCKHX NPOAYKTOB [57]; mecTHHHABL 110
CcBoeMY JICHCTBHIO B 118CKOJbKO pa3 MOBBLIIIAIOT YPOBellb Jlaxe KPYNHDLIX jra-
prwennil renoMa KJaeTok uenoneka [58]; mouTH nofoBHIIA «OOBIUIIBIX» XIi-
MIUCCKHX COe/MIeHHI MyTaresHa [59], a B moBCezlleBHOH KH3HH UeJOBEK
no;sepraerca BosieiicTsH0 npuMepHo 63 000 pasfaHYHBIX XHMHUECKHX COC-
suiennit [60]; adexTpoMarnuTioe H3AydenHe (NMPH MOUIHOCTSIX, Peasbilo
OKPYAaIOUIUX 11ac) BbI3bIBaeT Y 4eJOBCKa H3MeHeHHMs B xpomocomax [61];
MHOTHE OCTATKH MOHOMEPOB B IOJHMECPHBIX MaTepHagax, OYKBAJIbHO OKYTbi-
Bawuinx nac, Myrarennsl [62]; nutheBas Boga nocse 06paboTKH, IPU3Ball-
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HOH eJaTb ee Yulle, CTAHOBHTCS TIeHOTOKCHUYHOH [63, 64]; npoMbllIeH-
HOCTh, TPAHCHOPT K npoude aTpuOYTHl SKOIIOMHKH JOBEJNH BO3AYX A0 TaKo-
FO COCTOAINHA, NMPH KOTOpoM 0e3yMHBble IO CBOel BceoOLIell BpeIHOCTH IOJH-
LUKJIHYECKHe YIJIeBOAOPOLBl, HAXOASILHeCH B aTMocdepe roponos {ocoben-
HO Kpymubix) B (aHTaCTHYECKHX KOJHYECTBAX, COCTaBJsloT Bcero 2 % oT
ofuero KoJiHuecTBa COeAHHENHH, ONpelessiollero MyTareHHOCTb BO3AYXd
[656]. Beaununnbl 3arpsisueHHst H YpOBeHb HX AeHCTBHS BBIXOAAT 3a PaMKH
yesoBeueckoro socnpustua. Tak, B fimonnu, rie Gopbpba ¢ 3arpsasneHuamIl
[NOCTaBJeHa HCKJIOUHTENbHO 3¢ deKTHRIO, 00llee KOJIHUECTBO BbIGPOILEIHbiX
B 1985 r. MyTarenos npupasienio K Bu6pocy 16,3 tonn (!) Gens-(A)-nupe-
Ha, OJIHO Ha3BalHe KOTOPOTO BLI3BHIBAET COAPOraHHe y crellHaaucTos [66].
B Bo3ayXe ke NMPOMBIULJIENIIbBIX LEHTPOB KOJIHUECTBO COGCTBEHHO Gens-(A)-
nupeHa JOCTHraeT HECKOJbKHX 1eCsiTLIX MHKporpamma na | m® Bosavxa
[67]. B cpemtem B ClioKOHHOM COCTOALNH 32 CYTKH Yepe3 JIerKHe uesoBeKa
HPOXOAUT mpUMepHO 15 M* Bo3ayxa. A 3TO NPH CHJBHOM 3arpsgHedHH obe-
CrigUMBaeT NMONajalie B OrPaHM3M 4Y€JOBEKd HCCKOJbKHX MHKPOTPaMMOB
Gens- (A)-nupena execytouno. IlpakTHYecKH KaszKABIl 1ibllle KHBYLIH{ Ha
3eMsle 4eNoBeK NOABepraeTcss AedCTBHIO AMOKCHHA —— OJHOTO H3 iaHboJgee
TOKCHUYHBIX BELECTR, KOria-iubo co3palHblX pasyMoM [68], HO 3T0T «moaa-
POK» LIUBHJHM3aIHH ellle H HeNPEepLIBHO HaKamauBaeTcs B TKaHsix. B Oaaro-
Aoayuilblx Hujepnangax cpeiliee c¢ojlepxKanHe CBHHIIA — CTPAIINOLO MO
CBOell TeNOTOKCHYCCKOH AKTHBHOCTH — COCTABHJIO B cpejateM B KposH (!)
183 mxr/a [69]. Hus myrarennoro ke sddekra A0CTATOUIO HHUTOMKIIBIX
03 caMblX OOBIYIBIX U3 OKPYXKaWOWHX 1ac BewecTB. Tak, y:Ke rpy0ble Ha-
pyllenusi, onpeiessieMble l1a XPOMOCOMHOM YDOBHe, BBHI3LIBaeT OJHA YacTb
Ha MUJAJHOH coJieil pTyTH, 4YeThIpe YaCTH Ha MHUJJIHOM coJiefi oJioBa H T. Ao
[70, 71]. 1 Bce 3r0 HeBOOOpa3HMOe HarpOMOXKAEHHe MYTareHoB AeHCTBYeT
HE€ H3OJHPOBANIIO — MyTarelsl B COYETAlHH OAIOT CHIEPrHIHble H jLaxkKe
KoornepatusHble 3bdekTo [72], uTO gAenaer HX JeliCTBHe BO MUOro pas
cHILHee M BooOLLe HenpeacKasyeMblM. K3 Takux NpEMepoB CerojHs COCTaB-
JeHbl CNpaBOUIHKH-MHOTOTOMHHKH, H HX 06beM OBICTPO pacTerT.

Jlaske 3TOT KpaiiHe OTPBIBOYHBIA H (parMeHTapHbEH! MepcuyeHb NOKa3bl-
BaeT, YTO MyTarelisl NPOHHKAIOT B YeJOBE€KA IO BCEM KaHajaM — C BO3AY-
XOM, BOAQI, NHILEH, JieKapCTBaMH, uepe3 MNOBEPXHOCTb KOXKH, CJAHIHCTHIE.
A yposelib TPA3U BO MHOTHX KPYIMHBIX COPOJax TaKoil, UTO BEIMHPAET MOYTH
pce xuBoe. K coxKasicHHUIO, 11eCMOTpsI Ha OOJbLLIYIO NpojenaHHY pabory,
f0Ka UeT KOHKpEeTHBIX OLUEHOK TOro, HAaCKOJbKO TaKoe MYTalHOHHOe jaB-
JlenHe YBeJIHUHBaeT Y ueJoBeKa KoJaHYecTBo Myrauuit [73]. Boaee Toro,
@CJIH HCXOAUTH H3 HX KJAaCCHYECKOro TOJKOBAHHS, TO MOXOXKe, YTO OYeHb
majno. Ml TeM tie MeHee NMPOTHBOPEUHS 3J4eCh HET. BO BCeX NPOBepOHiBbIX pa-
6otax obpalnaloT BHHMalHe Ha KJacCHyeckue MyTaunud. Ho reHernueckas
HHEeDLHOHIOCTL YeJOBeUeCKOH nomyJsiiiu oueHb BbICOKA., [lpu cpepniem
BpEeMeHH OT DOIKjleHHs A0 PeNpPOAYKUHH 20 JeT gaxe KOJOCCATLHBII NpH-
pocT peueccHBIbIX MyTauuil OyneT 3aperdcTpHpOBaH depe3 HECKOJNbKO MO-
KOJlelIMH, KOT/Ja OHH HayHyT PeaslH30BaTbCs B TOMO3HIOTUBIC COYETAHHS C
3aMeTHOH vacTOTof. DTO 3HAYHUT, YTO, KAK MHHHUMYM, OJUlYy-ABC COTHH JeT
BHeullle Bce OyleT CMOKOHHO A0 JIABHHOOODPA3HOIO NpPOsiBJEHHs reHeTHue-
ckoil karactpodsl. [I0sTOMy ONepaTHBHYIO OLEHKY BEAYT MO AOMHHAHTIBIM
MyTauusiM. Ho HMenHo OHH, KaK YKa3blBaJoChb Bhillle, B IIOHLABJSIONIEM
B0JILIIMHCTBE ¢ BEICOKOH 3 (heKTHBIOCTbIO 3aiepKHBAOTCA NMpeHaTaibHbiM
¢uiapTpoM. IloaToMy BospoclIag 4acToTa MYTHPOBAHHSA 10 JAaHHOMY MOKa-
3aTtenr0 He OyldeT 4JCKBATHO 3arpsi3HEHHI 3aMeTHa Ha MKUBOPOKACHHLIX,
A BOT no YpOBHIO NperaMeTHBIX, FaMETHBIX, 3HTOTHBIX H 3MOPHOHAJbIILIX
Jerajeil BospacTailHe AOJKHO ObiThb 3ameTHBM. HO ecTh elue OAHH NoOKa-
3aTejb BO3POCUIErc MYTAUHOHNHOTO AaBJeHHs, KOTOPBIH NMOKA HE YUHTBIBAIOT.
Benl, moutH BCe BHABI OTCPOUERHBIX NMATOJOrHH AOJYKHBL BecbMa cjaabo OT-
CeKAaTbCA NnpelaTalbHbBIM GUABTPOM. B TO e BpeMs BepOsiTHOCTb MYTAilHi,
NawILKX OTCPOYelIible NaTOJNOIHH, CYLIECTBEHHO BhIIIE, UeM KJiaCCHUECKHX.
A TOCKOJBKY TNOCTHATANBHBIH (GUABTP MOYTH NOJHOCTBIO yOpaH, To 1O
AAHHOMY INOKa3aTeJl HaKOIJeHHe MyTauuil YyKe JOJMKHO OBITb 3aMETHO
H KPYTO BO3pacTaTh C KaXJAbIM MNOKOJEHHEM.
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JLaunoe yTBep:xaeHue TpefyeT CNeLHMaAJLHOTO aHaliM3a, TaK KaK MpH
fICPROM B3MVIfAE OHO NPOTHBOpeuuT nab/ofgaeMoii kaprthHe. KiioueBbIM
2JIEMelTOM 3TOTO [0JIOXKEHHUsI SBJASETCS TO, 4TO BKJAaJ PasHLIX MyTauuil B
OTATOIIEHIIble HMH TomyJsUuH HepaBHoMepibld. Ocofoe 3uauveilde 37ech
HMCIOT uapywenus, [OpHBOAAIIHE K DA3BUTHIO OTCPOUEIHBIX HaToIOTHL,
Ocoboe moToMy, UTO paHbllle HX yGHpaJ NOCTHATaAbLBIH QHABTP, MOALEp-
XKUBAasi papnoBecHe, B KOTOPOM YacTb MOMYJAAUHH NMOCTOSHHO HMeEJa IefloTH-
nel, ofecneyupaioulie 3a0poBble ¢enoTHnsl. [Ipu kKpyTom maieHHH 3ddek-
THBHOCTH MNOCTIIaTajdbHOro (puabTpa (Co cTpeMJerHeM K HYJeBOMY 3Haue-
HUMIO) W JaBJICHUH MEJAHMLHMHB 11a IpenaTaJbHblll QUILTP B CTOPOHY CHIXKe-
Hus ero sddexrusnocty (6opbba 3a CcoXxpaneHHe MNJOAA) MOMIKIO HATH
fuicTpoe (M no Bo3pacTawlueil) yBeJHUeHHe HeyCTpaHsAeMOH uyacTH Myra-
yHoliHOro rpysa. [1oJofl KapTHHEL 34ech NOKA lIeT, 110 TeM He Melee Yke
JAOBOJBIO Mioroe H3sectHo. Tak, A4s pasBHTBIX CTPaH, B KOTOPBLIX mpouece
yCTpAHeHHUs] MOCTAHAJNLHOTO (QHABTPA HavaJdacd ¢ 18-ro Bexa, A5 KOPEHHO-
ro lacesenus peuecCHBIBIMH HOCHTENSMH KHCTO3HOro (u6posa (MyKoBHC-
uuposa) spasuores 5 % pcell nmonmyasiuuu [74]. UYactora BO3HHKHOBElHS
CKeJIeTIIbIX JHCTJIA3Wil NpH poxaelnd (1a npuMepe anaauza jaas Crpac-
bypra) cocrasaser 3,22 Ha 10000 [75]. Ecan npuusTh OCHOBHOM BKJad B
3TY NaTOJIOTHIO TOMO3HIOT, YACTOTA TeTepO3Uror coctaBut Gosee 1,5 Y o1
Bcero uacedeHus. Ilo TanmacceMHM KOJMHYECTBO TeTEPO3UIOT OLEHHBAETCs
B 3 % oT HaceneHusi 3eMHOro Iapa. B HeKOTOpHIX cAydasX BBICOKHH MpPO-
UEHT TeTepPO3UrOT (CeprnoBHAHOKIEeTOUlIasi aHemHs, Gosesup Teits — Cakca,
Humana — Iuka, Tome) 0OBSACHAXT CeJleKTHBHBIM IIPEMMYIIECTBOM reTe-
posuror [76]. B kakoi#i-To Mepe ceseKTHBHOCThL uMeeT MecTo. Ho o6wbsc-
HHTb €10 BCe 11eBO3MOXHO. DaKTHuecKu, NO Mepe BLIACHEHHS pealibHOro
COCTOSIHHUSI, BeJHUHHA HAacJeNCTBEHHOTO Ipy3a Bo3pacTaeT JaBHHOOOpasuo
KaK N0 OTCPOUEHHBIM, TaK U KJIAaCCHUeCKHM mnartojorusm. HosopoxxaeHHble
B HaHuu ¢ QenuakeTroHypuefi COOTHOCATCS K TaKOBBIM 0e3 Hee, Kax
1:10 000, ¢ Bpoxpgennbim runoTepHosoM — 1 : 500, yTo cocrasJaseT npuMep-
HO 1 u 5 % COOTBEeTCTBEHHO IreTepO3HroT BO Beell monyasuuu [77]; 8 Kana-
Ae 7,9 % >XKHBOPOXK/JEHHBIX HMEIOT HACJeACTBeHHble JedeKTbl, KOTOpble Mpo-
AIBASIIOTCS B NEPHOA OT poxKAenus 20 25 jer [78], a oleHKa c yyeToM Ao-
MHHAHTHBIX ¥ TOMOSHTOTHBIX NATOJOTHH NPHBOAHT K BEJHUHHE OTArOLLEH-
IIOCTH NONyAsiUK# (C YYeTOM TeTepPO3UTOTHOCTH) TOJbKO AAlHBIMH MYTa-
HaMu jgo 20 % u . 4.

Takux npuMepoB yKe BecbMa MHOrO (HHKe OHH OyAYT NpHBejelibl JIO-
NOJIHUTEJbHO) M 3aTParHBalOT OHH CaMble PasjinyHble NATOJOrHH. JTO CTa-
BUT BONPOC O CTelleHH [eTEPO3MIOTHOCTH TelOMOB Da3JHYHLIX HIJIHBHAY-
YMOB, TelldelUHsIX, PAaclpOCTPaHeUNQOCTH H 3Hauelldd TeTepPO3HIOTIIOCTH.

Hccnenopanie JHK pasubiX HHAHBHAYYMOB TNOKasano, 4uTo JHOO0OH
KOUKDeTHblll 4YesloBEK HMeeT HaclelyeMOoe H3MeHeHHe HYKJEOTHAA B KaX-
Apix 100—300 (B cpeaHeM) u3 3-10° HYK/JEOTHHOB reHOMa 110 CpaBlEHHIO
¢ JpyruM, He POACTBeHHBIM eMy uyesoBekoM [79]. Ilpu Bcelt HeBeposTHOCTH
TaKHX Pa3qHYHl OHH OKAa3blBAIOTCS HA CAMOM ,jleie HaMIHOTO Melibllle Teo-
DeTHYeCKH BO3MOXHBIX. [IpuMeM nasi yesoBeka camoe HH3Koe U3 (QHIYDH-
PYeMBIX 3HayeHHII MYTHPOBAHHS HHAHBHAYaJbHOro Hykjaeotuia 10-'. 3a
BCE€ BpeMs CYUIeCTBOBaHHs 4eJIOBeYECTBA, KakK MNoJararoT, 2KHJAH NPHUMEPHO
10*t unausnayymos [80]. ¥ KaKa0ro 43 HHX OT raMmeThl 0 FaMeThl NPOXO-
JHJI0 HEeCKOJbKO JeCSITKOB KJeTOUHBIX Aeneduil. Takum o6pasom, 1o craTi-
CTHKE, Y Hac B MJEHTHYHOM IOJIOMKEHHH OJMHAKOBBIEe HYKJEOTHAB! JOJXKHBI
OblJIH OBl BCTpEYATLCS Y2Ke TOJbKO Ha OCHOBAHHH 3aKOoHa CJIYUaiHbIX UH-
cesa, Y numin, noToMy, uTO, KpoMe CTATHCTHKH, B GHOJIOTHK eCTh ellc H ApY-
THe 3aKOHBI, 3aMetbl QUKCUPYIOTCSI HAMHOTO pexe.

Ilpu nomouly 31eKTpoQOPeTHYECKOrO H3YYeHHS reTepO3HrOTHOCTH OeJl-
KOB YJa/10Chb YCTAHOBHTb, YTO INIPHMEPHO MOJOBHHA OeJKOB (M COOTBETCT-
Benno 50 Y Bcex CTPYKTYPHBIX TI'€HOB, HX KOJHUPYIOLLHX) TMoJuUMOpdHaA B
yejoBeveckux nonyasuusx [81]. Ho npu mnepexoge K HIAMBHAYAaAbHBIM
NMOCAeA0BaTebHOCTAM, OMNpeessOlHM 3A0POBbe ueJoBeKa, pasHoobpasue
BHISIBJIsIETCA eule Oosiee IpKO. Tak, H3BeCTHH TPH (OPMBI IVIIOTATHOHTPAHC-
¢epaszbl — depMenTa, YYaCTBYIOULErO B PAa3JHYHBIX NpoLEeccax, B TOM UHC-
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Je T1eTOKCHKAUHM XHMHUeCKHX MVYTAareHOB H KaHleporeioB. ¥  B3POCJBIX
J10.1¢11 IKCIPECCUPYIOTCS 1BC GOPMEI, 110 0AHA H3 HHX — MIO — BLIABJASETCS
TOALKO vy 46 % JMll HopMAa’abLiof NONYJASLHH, HACAeIVACh KakK ayToCOMIIO
JOMHNANTUBIT npu3nak, a v 54 % — orcyrersyer [82]. Jlioau samerno ot-
JAHUa0TCs APYT OT jpyra no apdextusioctH cucTempl penapanuu JIHK
[83]. Hourn y nonosuiiel xuteaeil Epponbl v Amepuxkd B peueccHBION
dopse umeercst aedexT rena, KOAHPYIOUEro OJMI H3 LUHTOXPOMOB p450,
OTBETCTBEHIBIX 3a paspylicHue kceinoGHoTHKOB [84]. [lis yenoBeka CBA3D
3THX I'CHOB C COCTOsIINEM 310pPOBLS CEroais 060CHOBAHHO npeanogaraeTcs,
XOTsl B CIHJY O4YeBHANBIX TPYIHOCTeli SKCMEpHMEHTaJLHO He jokaszana. A
BOT WISl MbiLIe{l YPOBellb aKTHBHOCTH TelloB UUTOXpoMOB p450 npamo Xop-
peaipyeT ¢ MPoAOI/KHTeNbIIOCThIO 3K [85]. ¥ nonoBHubl Jrojeli BoC-
TOUNO-A3HaTCKOH NONyJaAIHA OTCYTCTBYET aKTHBHOCTb reHa, KOOHUPYIOLIETro
anpleriLieriaporedasy-2 [86], u 1. 4. IIpHHIMIHANAbHO MEHAIOTCA Npel-
CcTapienus 0 cTaHIALHOCTH renoMa. Ecau panblie ¢My NPHIIHCHIBAAH CBOH-
CTBA MOCTOSIIHOCTH, TO TEUCPh TOBOPST O Henocrosinerse reHosa. Hoasas-
eresl pee Godblie AalNBIX O TOM, UTO PsAA MOCJAEAOBaTesNblOCTel B relioMe
YEJOBCKA H3MEHSeTCsl C 0ueilb BbICOKOR HUTEHCHBHOCTbIO. Tak, CnoilTailgble
myTaunn munHcaredaaurnuix JHK nocturaior 5,2 9% na ramety, cocTaBass
B cpeliiem 4 %, T. e. 4-1072 [87]. Kak ar10 oTpaxaercst (M oTpaxaercs JH
BOOGlile) Ha PadOTE CTPYKTYPHLIX HJIH PCYJSITOPHBEIX TCHOB, MOKa Hesicilo. Ho
papuabesuneii U-amneds netpadcaupyemoil 5 -061acTH HHCYJHHOBOIO Tena
CBSI3all COBEPIIEHHO O CHX MOP HeNOHSTIBIM o6pa3oM (mpeinoJararmoT, HO
JAaCTO YMO3DHTENbIO, UTO KOPPEAATHBHO) C YBesHUeHHeM 4YacTOThl BO3HHK-
IOBEIIMA KOPOHApHOro arepockjeposa B 3,2 pasa [88]. I'mnepsapuabens-
Iible pafoitbl ofHapy)eHbB TakxXe B 06JacTH o-reMorJiofHHa, MUOIJIo6HHA,
feKOTOPHIX oOHKoreHon [89], a BapHauumu no remy Gejaxa JHNONPOTEHAOB
HU3KOH nJ0TiiocTH anoB, oaHoro U3 BeayUWHX (DaKTOPOB aTePOCKJEpO3a,
JOCTUTAI0T TAKHUX K€ NOMNYJASLHONHBIX YacTOT, 4TO H allTHreHHble Bapu-
autel [90].

Bce 310 camblv  TecHuiM 06pa3oM CBS3AHO €O 3A0posbem J0ci. U
ecJIn NOoCTiaTadbHbI (DUALTP NpekpallaeT CBoe CYIIeCTBOBaHHe, a MyTa-
LHOHNGE [aBJelHe BO3pacTaeT, TO B NONYJSAUHH HOJKHO NPOKCXOAHMTb 3a-
Meilelne 3A0POBBIX JI0eA JI0AbBMH € HacJelcTBellHO 00yCJAOBJAEHHbBIMH Na-
TOJOTHSIMH € BNOJUE KOUKPeTHOM TeHAeHUHeH — cMmellleHHeM BpPeMeHH
ftauasa Oosieslly Ko Bce GoJee paHHUM BO3pacTaM H yTsKeJeHHEM NpoTe-
Kalisi naToJoTr Uy,

KpoMe yie onucannblx npHUHIL, HMEETCS M elle ofUia, MoxKaayil, caMas
CYLIECTReNas Mo MACCOBOCTH W 3HAYHMOCTH. 3aK/aiouaeTCsi Olia B CAEAy-
ey, MyTarenisie GakTopsl OKpYXKamwiied cpeibl B CHAY H3BECTHBIX AaH-
JIBIX 110 MYTareHe3y OYAyT BbI3LIBATH H3MelleHHS B IIYKJEOTHAHBIX ROCJe-
JOBATCALIIOCTAX B NepRoM npHOaHKeHHH paBnomeplio. Ho paBHOBeposiTHC-
CTHDLIC H3MelelHs MocaeloBaTelbliocTeil NpHBeAYT K CHEKTPY H3MeleiHi
B reilaX, noTeHUHanbHO HeoJHHAKOBEIX 145 (enotuna. Mamenenuil, 3arpa-
THRAIONHX aKTHBHBIH LenTp ¢epMeHTA, MeHSIOWHX ero oblyro Kc.iopma-
HHK 131 QYHKIIHOHAABIO KPUTHUHBIE 06/aCTH CTPYKTVpHBIX OeNKOB, cylie-
CTBRENNO Menble, yeM ocnadasomux gyvukoniw., Ho kak ykKasbiBajochb BHI-
e, HMeHIIO 3TOT MOCJAEAIHIT THIT HapYUIEHHI TPYAilee BCEro 3alepKUBAETCS
apcrartaJabliblM q)IdJ]prOM.

Kazamnocp Gbl, MyTareiiioe OKpyshelide TOJKIIO NPUBOAKTD K GBICTPOMY
poCTy U KPYNubIX HapywlelMit, perHCTphpyeMblX cpasy npu poxaeunu. Ho
3TOr0 MO2KeT H He OLITb B CHJAY OCOOCHHOCTH (PYHKUHOHHPOBAHHS NpeHa-
Tadbuoro Guaptpa. Jliobee {(uam, mo Kpaiieli Mepe, oueHb MHOTrHE) HebJsa-
TOTPIHSITHLIC BHELIe BO3JAEHCTBHS, B TOM YHCJe H MyTareduble (akTophl,
BCCI1a 0#a3blBalT Bpeilitoe JeficTBHe B 0OLeBHONOIHUECKOM MJIaHe, BJIHsS
HE TOJLKO Ha relloTHI, 11O W BbI3LIBAsA Pa3yiHyHble OHOXHMHYeCKHe H (PU3HO-
JOTHUECKHe H3IMECHEeHHS] B OpralHame,

XOpoLO HM3BECTHO, UTG BCe HETaTHBHO BJHAOLEe HA BHOXHMHYeCKHe
U pu3noJoruuecckue QyNKUHH OpraHH3Ma, Kak MpaBujo, NoBblIaeT CHbeJb
HJIH OTTOpZKelHe 3UroTol H(HAH) 3MOPHOHA, T. €. YKecTouaeT NpeHaTalb-
HBIH (UABTP. A NOCKOJNBKY KPYyNHbIe HAPYUIEHHS M TaK B MNOA2BJSIOLIEM
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GoJIbIIHHCTBE CJAy4aeB {(Kak OBJO MOKa3aHOo Bbille) OTOHILTPOBHIBAIOTCSH
C BBICOKOH 3(P(PeKTHBHOCTBIO, TO MOBBIIIEHHON YacTOTe KPYMHBIX HapylUeHHH
O6ydeT MPOTHBOCTOATh Y¥KECTOUEHHBIH npeHaTanbHbil $uantp. K yposenb
MYTareHHOrO BO3AeHCTBHS OBICTPO MOXKHO OUEHHThb TOJBKO IO MNPOUEHTY
HAPYWEHHA CHNOHTAHHBIX BbIKHAbIWEH, OAHAKO 3TO TPYAHBI COCO6 H MM
ovelib PEJKO MOJB3YIOTCH.

Takum 06pa3oM, Npu KOHTpOJIe CO3JaeTcs HJJIIO3HS OJ1aromoyuns —
HeCMOTPSI Ha BCe YrpoxKamwllHe faHHble 00 oKpyKalolleHd cpele, Ha XKHBO-
POXKAEHHBIX 3TO Bpode Obl He CKasbiBaeTcs. HaKkomseHHe Ke NMOBpeXIeHHH,
NPHBOASILIUMX K OTCPOYEHHBIM [AaTOJOrHAM, AOJI2KHO NPOHCXOAHUTb  OYEHb
HIITEHCHBHO, XOTS 3aMeTHO 3TO CTaHeT He IPH POXKJEHHH.

Tax O6CTOMT Aeno C MepBBHIM AONOJAHHTENbHBIM 00cTosiTesibcTBOM. Te-
1epnr paccmoTpum BTopoe. Kak 6b Hu Obl1 ocsabieH MOCTHATalbHbIH
¢uabTp, B Pa3BHTHIX CTPaHaX OH, TeM He MeHee, cyulecTByeT. Ho cymect-
ByeT OH TeNlepb B OCHOBHOM IO KPHTePHIO (PepTHABHOCTH M TNMOKA3aTeadM,
JAONYCKAIUUM HJIH He AONYCKAKUHM JOCTHXKeHHe DEeNpOAYKTHBHOIO BO3-
pacta. M 3aech B OTArOLIeHHEe MOMYJAUHAH MYTAaUHOHIBIM I'PY30M JOMNOJIHU-
TeJLHBIH H OYeHb BECOMBIH BKJaj 0O0BeKTHBHO BHOCHT Mexuuuna. B obiei
dopme 3T0 0Ue€BHANO — OTOJABHUras (raTasbHBIl HCXOA MNPH OTCPOUYEHHBIX
IaToJOrHsAX [0 MOCJAePenpoAVKTHBHOIO ICDHOAA, OHA oOecleyHBaeT 3aKpeil-
JleHHe JaHHOTO reHeTHuyeckoro naedeKTa H, TakuM oOpasom, ofecrieyuBaer
POCT reneTHUYECKOro rpy3a BO BCel MOMYJSLHH.

Ho xoHkpeTHas kapTHHA TaKO#l CHTyallHH IOKa OTCYTCTRyeT. B To ke
BpeMs Jaxe OTAeJdbHble ee IITPHUXH 3aCTaBJASAIOT NPHHUUIHAJIBHO MO-HOBO-
My TmOCMOTpeTh Ha mnpobaemy. BoT Bcero Heckoanko wuanwocrpauuii. Eile
B 30-e TO/Bl TEKYUIETO CTOJETHS MPOJOJKHTENbHOCTb YKH3HH OOJLHBIX CHH-
gpomoM [layHa cocraBisna 9 Jser, a B HacTosllee BpeMsi— b0 n Bonee
[91]. Tlpu cunnpome Iayua, no kpaiiHeil Mepe B psi/ie CAYYaes, KaK OIH-
CaHO B JHUTepaTtype, He Hapywmaercs ¢eptuasuocts [92]. W ¢ mosummit ry-
MalHu3Ma CTaBHTCS BOIPOC O TOM, UTO B CJAyYae lpeHaTajibHOTro OOHapy:xe-
HUS cHHApoMa Jlayna y njiojla He pPeKOMEHJ0BaTb MpepeiBanHe OepeMeH-
HocTH [93]. Ilepenaya XpOMOCOMHBIX HapYUIEHHH OT HAacJeACTBEHHO GOJb-
HOIO 1eJ0BeKa € APKO BBIPAXKEHHBIM MaTOJOTHUECKHM (DEHOTHIIOM MNOTOM-
CTBY elle HeJaBHO Ka3aldoCb HeBO3MOXKHOH. Ho BOT yke omucan cayuad
nepegay koablesofl (!) xpomocombl Ne 18 oT yMCTReHHO OTCTasNol MaTepu
C YepeNHO-JHUEBBIMH AHCMOPGUSAMU CBIHY, KOTOPBIH TIPH COXpalleHHH YM-
CTBEHHOH OTCTAJOCTH H psine MOP(OJOrHUYeCKHX alOMaJ/Hi pacTeT H, CYAA
N0 BCEMY, MOAGHAET K PeNnpoAyKTHBHOMY Bospacty [94]. Ianeko He B eiH-
HHYHBIX CJYyYasdX XKeHUIMHH ¢ OoJsesHbio I'ollle NepefaloT CBOH TeHOTHII I10-
roMeTBy [95]. Y yixe coBcem, Kazanoch Gbl, HEBEPOATHOE COOBITHE — POXK-
JeHHe pebeHKa Y XeHIHHBl ¢ cHEApoMoM XaTuHHCOHa — ['uadgopna [96].
3axpensieHte reHOTHNA AETCKOH NpOTepHH, MOKalyH, fame TeOpPeTHUECKH,
caMas sIpKasd WIJOCTPAUHs NPHHUHIHAJBHOH BO3MOMKHOCTH TeHETHUECKOTO
BHIPOXAEHHA (XOTA B TNpPaKTHYECKOM IUIaHe KOHKPETHO Yepe3 MpOrepHio
OHO BpAX JH yCIEeT MOJYYHTh CKOJABKO-JAHOO peasbHblilt pasmax). Haunbo-
Jiee yactas (Gopma HacleICTBEHHOH YMCTBEHHOH OTCTaJ0CTH OOGYCJOBJHBA-
€TCs1 CHHIAPOMOM JIOMKOCTH X-XpOMOCOMEL Ilo mocieinuM OLEeHKaM, €€ HO-
cuTeasiMHu ABAAIOTCS 1: 981 myxKuun u 1: 677 enmuu., ¥ npumepno 80 %
TAKHX MYXUHH H OKOJIO TIOJOBHHBI KEHIIHH HMeIOTCSl pasHble QOPMBI YM-
cTBenHol oTcTtanoctH [97]. Panbure ato ObI0 OorpaHHyeHHeM. A Tenepb?
A yx ecqu paccMaTpHBaTh OGBIUHBIE GOJIe3HH, TakKHe KaK CepaeyHO-CoCy-
JHUCTBIe, ONYXOJH, H3MelleilMsl HMMYHHOIl CHCTEMBI C TeHeTHYeCKOH KOMIO-
HEHTOH H T. M., TO TYT OTOABHTAHHE HX KPHUTHUECKOro NpOsiBAeHHS Ao 20—
30 et obecrneynuT HX 3aKpernjieHHe B NOMYJALHH B MaCCOROM MOPSAKe.

Hackonpko 3t coobpaxenus cnpaBeanuBel? [lonpoBycm npoBecTH
PETPOCHEKTHBHBIA aHa/u3, OUEHHTb COCTORHHE Ha CeroaHsLUIHA JeHb H
claenaTh NPOTHO3.

KpynHble ycnexu 3ApaBOOXpaHeilMsi B pPasBUTBIX CTpaHax u obllee
YAyUIIeHHe TMOYTH BCEX CTOPOU CYIIECTBOBAHHS UYeJOBeKa, OlNpenessieMble
B COBOKYMHOCTH KaK XH3HEHHBIH YPOBeHb, MNPHBEJH K TOMY, UYTO CMepT-
HOCTb CPeAH BCeX BO3PACTHBIX KATErOPHH CHH3UJIACh, YBEJHUHB IPOAOJKH-
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TeJNbHOCTh KH3HH. M 3agaua COCTOHT B TOM, 4TOOBI OLEHHUTL COCTOSIHHE Ha-
CJAeACTBEHHOCTH, T. €. YHCTO OHOJIOTHYEeCKHH Noka3zaTesb Ha (olle coOUHaNb-
II0F0 CTaTyca co BCeMH ero artpubyramu. CaenaTh 3TO MOXKIIO TOJBKO MO
TOHKHM moKasaTejsaM (PeHoTHna OTAeJbHBIX Jojeil NpPH YCJIOBHH, UTO Bbl-
BopKa OyleT penpe3eHTATHBHOH H OTPAa3HT COCTOA[IHE MOMYJRUHH B LeJOM.
OauuM U3 TakHuX MoKaszaresell sisJsieTCsl UHCJIEHHOCTb Jlojell ¢ relleTHUECKH
06yCAOBJEHHLIMH OTCPOYEHIIBIMH NATOJNOrUSIMH.

Ceroausa aJ1s GONBLUIHHCTBA THIOB 3JIOKAYeCTBEHHbIX ONyXojeH ycTa-
HOBJIeHa HaCcJeACTBeHHasl TIpejpaclooXKeHHOCTh: PeTHHoOJacToMa, Omy-
X0Jb BH.’IMCa, BC€ OQCIIOBHbLle BH/IbBI paKa JEerKHX, BerHHX AblXaTeAblblX
nyTefl, KHUIEUNNKa, NO-BHIHMOMY, MOJIOYHON KeJye3bl, MenalioMbl H T. I.
[98—102]. Hecneuubuuyeckyo Hac/aeICTBEIIYVIO TNPEAPAaCcoiOKeHIoCTb K
onyxoJaM o0yC/OBIHBAIOT Je(eKThl CHCTeMbl penapalui, BapHabelNbioCTb
uuroxpomos p450 u 1. A. [103]. Kamablil KOuKpeTHBI Bl HacJe;1CTBeH-
HEIX fAeeKTOB, ONpeaessIOUIHX TpeapacnosioXellie K ONYXOJIIM, MOMKeT
ObITHL H MaJ, 110 B CYMMe OHH CO03/1al0T 3HAUHTE LIBIH BKA&A B TTONYJSILHIO.

IToxanyii, elle WHpe pacnpoCTpaKeHbl HacJAeUCTBeHHBE AedeKTH, 00Y-
CJOBJHBAIIIHE CEPACUHO-COCYTHUCTYIO NATOJOTHIO. 3Aech fake BKJIaJ HIi-
JAHBHAYyaJblIBIX HApDYyiUeiHil BeCbMa 3aMeTeH. Tak, JIOAH € TeTePO3HIOTHON
tdbopmoit cemeitiioit runepxoaectepuremun B CLUA cocrasasior 0,2 % Bcero
Haceneuus [104]. EauHuuHbll annensb, npHCYTCTBYOIME v 15 % mnomyas-
LMY, MOXeT BBI3BAaTL NpeJpacnoJiokeHHe K CepJeudbiM  3a00JeBaliHaM
[105] u 1. 1. Ecau se cobpartbh Bce napyiueinus, To B CyMMe Ilie Meiee I0-
JOBHIIBl l1aceseHHsl pa3BHTBIX CTpaH GyAeT HMeTh HaCJeACTBEHIIO OGYC/0B-
JElble OTCPOUEHHble CepAeyHO-COCYIHCThle GOJe3HH.

KonuuecTso muogeit ¢ xeHUKTOM HHCYJHIIA COCTaBJAsieT [IECKOJbKO
JeCSITHIX TpOUelTa M CPeJH HHUX M HX POJACTBEHHHKOB YacTOTa aJJjels
N3CH nocruraer 14 9% [106]. Koauuectso GonbHBIX WH30MpEHHEH HCYHC-
JsteTCsl MPOUEeHTAMH OT BCETO HaceJIeHHs, NPHYEM PHCK €€ BO3HHKHOBEHHS
Oueilh BBICOK Yy BCeX pOACTBeHHHxOB [107, 108], a renernueckasi 06yCJOB-
JICHHOCTb YK€ He BBI3BIBAeT COMHEHHII, H AHCKYCCHH HAYT JHUIL BOKPYT
HaeuTHOHKAUHH KOHKpeTHblX reHos [109]. 3HaueHHe HMMYHHOH CHCTEMB
IJ1s1 BePOATHOCTH 3abo/seBaHHsg B ofuleld ¢opMe OUEBHAHO H MHOroe yiXKe
pesaeTcsl MO YTOUHEHHKO BKJala OTAeNbHBIX TeHOB. Ho umeercs u wacsen-
CTBeHHas MpeApacrnoJOXKeHHOCTs K KOHKpPeTHBIM 00JIe3HSM — renaTuty B,
Jenpe, BUPyCY DHWIreiina — bappa, paccesiHHOMY CKJepo3y H T. X. [110—
114]. M Bce BMecre OHH BHOCSIT BECOMBIH BKJAaj B NONYJSLUHIO B LEJOM.
Ilomo6Hasi KapTHila HMeeT MeCTO H JJisl APYTHX MAaCCOBBEIX H 3K30THUECKHX
narosioruii. CUHTAIOT, 4TO KaXXAbEt BTOPOi veaosek (T. e. 50 % Bcero Ha-
ceJleHHsI) SIBASIeTCS HOCHTeJEM CKPBITOrO TeHeTHueckoro nedekra {115],
H 3TO — TOJbLKO HMesl B BHJY siPKO BbIp a3KeHHBIE MATOJOTHH.

Taxas cuTyauHusi HOJXHaA peasjld30BaTbCsl B TNOBBILIEHHYIO OOJE3HEH-
HOCTL liacenenus. M TOJLKO COBepLIEHCTBOBaHHE MeIHIHHBI, KOTOpOe B
9KOIIOMHUeCKH OoraTelX CTpaHax pa3BHBaeTCs TeMIIaMH, OrepekarollluMH
JApyrHe OTpAacJH, cO34aeT KapTHHY BHAHMOTO Ousaromosayuust. A B cTpanax
TPEeTbero MHpa — NOKa elle BLICOKA POXKAAeMOCTb U JOCTATOYHO KEeCTOK
nocTHaTaAblibll PuibTp. ECIH Ke ouenHBaTh NONYJISLHIO He MO0 CTENeHH
KOMIMEeHCaUuHnd MeJHUHHON 60Je3lel, a N0 HAJHYHIO COOCTBEHHO HapyllueHHH
B OpTraHH3Me, TO KapTHHA Bpr}’ICOBbIBaeTCH COBCEeM HHasl.

Okono 20 Y .woneil cTpagzarT oT Oose3Hed, HMEIOIKHX TeleTHYECKYIO
NPHPOAY, H, HECMOTPS 114 BCe YCHJAHS MeJHMIHHBbl, HMEIOT MENbIIYI MPOa0J-
JKHTeJIbHOCTL ZKH3HH, YeM B cpefHeM no nonyasuuu [116]. Tlcuxuueckumu
3a00/leBaHUSIMH OXBAYeHO HECKOJBKO NPOLUEHTOB HAaCeJeHHs] C YeTKOH TeH-
Jenured K pocty. Ilpn cmiowsom ofciefoBaHHH (a He cpeid TeX, KTO
obpaiiaercs K Bpauy) OOJbLIOH Tpynnsl AeTelt Gonee ueM y 25 % obHapy-
JKelbl aloMainn KOHCTHTYUuH [117] u 1. 1. Y ecaun cobpaTh Bce BMecTe —
1acAeACTBEHHO 0OYCJOBJIEHHbIE OTCPOYENIHbIE CEPAedlIo-COCYUCThIE, OMYyXO-
JleBBle, 3HAOKPHHHBIE, CKeJNeTHble, NCHXHUECKHe H APYrHe NATOJOTHH, TO
OKaxKeTcs, YTO B Pa3BHUTHIX CTPaHax Jofell, He OTATOIIEHHBIX COOTBETCTREI-
HbIMH HacJeACTBEHHBIMH Je(peKTaMH, BecbMa HEMHOTO — OCHOBIIAf 4acThb
NONnYJASUHH N0 KPUTEPHIO OTCPOUEHHEIX NATOJNOTHHA TreHeTHYeCKH AedeKTHA.
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JIroau 1o nopbl A0 BPEMEHH 3TOr0 MOTYT H He 32MedaTb, TOJNBKO AETabHOE
HCccaeaoBante GOMbIINX BEIBOPOK NOKa3blBaeT HCTHHHYWO Kaptuiy. Ho cyTh
OT 3TOr0 He MeHsieTcsl. A MyTauuoHHBIH QOH MpoJOMIKAEeT pacTH, MeJHIHHA
COBEPLIEHCTBOBATHCS, YPOBEHb KH3HH NOBLIIATHCS, POXKAAEMOCTb NaiaTh.
Kaxoil e 13 370T0 CaeayeT npornos?

Corslacuo nporHoszaM # NPHHATON KOHLENUHH PAa3BHTHS YesOBEYeCKOH
LHBHIH3AUHH CUUTAETCA, UTO BO BTOPOH MOJOBHIlE CJEAYIOIIEr0 CTOJETHS
obuiasgd U (KaK MOJYAJHBO [ONYCKalOT) B KaxAOH CTpane B OTAJNLHOCTH
YHCJ/ICIHOCTb Hace/eHHsl CTabHIH3HPYETCSl U BCA AMIAMHKA CBEAETCS K NOJA-

Pasbubaouuecs cmpansr
~7" 7701  Puc. 2. UncaeHHOCTb Haceselns 3eM-
7| 81 u B NPOLUJAOM, RACTOSIEM H IPOr-
71 o no3z OOH Ha Gyaymee. CxeMa «JKo-
’ 1R
4 i 1§ HowmHCT» (JIonzon).  Crpeskamu
/ ! %1% 0Bo3HaueH HHTePBAJ BPEMEHH, B KO-
T iy 21 TOpOM, RO PA3HBLIM OUeHKaM, cTabu-
T z n 30umbie CMDaRs!, ) iu3MpyeTesl YPOBEHb POXKAAeMOCTH
—_— s ) of
% 800 1850 1900 N0 2000 2050 200" Ha BeJUYHHe CpefHero KoaddHuiMeH-

Ta HeoGXOAUMOro BOCNPOH3BOACTBA
nacejennst (T. e. 4yTh GoJiblle ABYX Jerefi HAa OHY JKEHIIHHY); MyHKTHPHOR BEPTUKANBHOH
JIHHHE# — CPeAlssl OleHKa, B COOTBETCTBHH ¢ KOTOPOH cTabHJH3aLHsA POXAAEMOCTH NPOH30H-
et Ha ypoBHe 2035 I.

Fig. 2. The Earth quantity population in the past, present and prognoze OON on future.
Scheme «Economist» (London)

AepyKaHHI0 3TOH YHCJIEHHOCTH — POXJAeMOCThb IPAaKTHUECKH [OJHOCTLIO
YPaBHOBECHTCS CO CMEPTHOCTBIO (puC. 2). A NOCKOJBKY CMEPTHOCTL BO
BCEX BO3PACTHBIX KaTeropusx (kpoMe KpafiHeil) Osaronapst AOCTHXKEHHSAM
LUHBHJIH3aUUH OyJeT CTPeMHUThCS K HYJEBOH, T0 KpPHBas CMEPTHOCTH IIpH-
61H3UTCH K OpPSAMOYyrodbHoil. [Toka MHp B LeJOM OT TaKoH HAMIIHUECKOH
KapTHHB BeCbMa JaJjeK, HO B PA3BUTHIX CTPAHaX peajbHast CUTyauus OJau3-
Ka K Teopernueckoil. Kak ciepctBue, cuuTaercsi OUeBH/HBIM [OCTapeHHE
HaceJeHHR C MEJJEHHBIM YBeJHYEHHEM CpefHeH NPOAOJKHUTEJIBbHOCTH XKH3-
1H, KoTopas 6sarojgapsi IpsiMOYroJlbHOMY XapaKTepy CMEpPTHOCTH Bce foJiee
Ovner npubamxKarthcst K BHAOBOH. Y 3TO B Kakoil-ro Mepe AeHCTBHTENLHO
nabaofaercs B pasBHTHX cTpaHax [118, 119]. YkaspBalOT TakXe HA OT-
CYTCTBHE 3aMETHOIO pOCTa KJACCHYeCKHX HacjaeAcTBeHHbIX OGoJesHell. He
HaXOAST YrpoOXKAaIUIHX CJABHIOB B MNONYASLMAX AHKHX, CONYTCTBYKOUIHX ye-
JIOBEKY, XKHBOTHBIX, HeMHOro ycnokKauBalOT ONBITHl IO NPOBEpPKE TeX HJIH
HHBIX TPOAYKTOB [JefITEJBHOCTH 3KOHOMHKH, OGOOGLIEHHBIX B H3BECTHBHIX
ITIAK. Bce Bpone 6bl He AaeT OCHOBAHHHR AJIst Ype3MEpPHOH TPEBOTH H NOA-
TBEPKAAET PeasbHOCTh NPHHATOH MOJEJH DAa3BHUTHS UeJOBEYECKOH LUBH-
JIM3 ALl HH.

Tem He MeHee aHa/iM3 NOKA3BIBAET, YTO TakKas KAapTHHA B CHJIY OCO-
GennocTell Halledl LMBMAH3alHY HEBO3MOX(HA M, €CAH He OGYAYT BHECEHH
KapAuHaJjbplible MNONPaBKH, TO BO3HHKHET yrpo3a MNOJHOIO TeHeTHYEeCKOro
BLIPOX 1€ HST UeslOBeUeCTBa.

HauyneM c xuBOTHEIX. B AMKHX H CONYTCTBYIOUIHX YEJIOBEKY IOMYJs-
LHSX cyUIecTByeT xKecTtoualulufl mocTHatatbublll GuALTP. COrJIACHO repoH-
TOJIOrMYECKHM HCCJIEOBAHHSAM, B NPHUPOJAE XKHUBOTHLE BOOGINE HE YMHUPAKOT
OT CTapOCTH — rubesib HacTymaeT 3aJOJro A0 TOTO OT NPHYHH, OGYCJO0B-
JIeHHBIX CcaMoOi Npupojaol cymecTBoBaHHusA. IlosTomy pOCT MYTareHHOro
OKDYXKeHHS JTapUPYeTCsl eCTeCTBEHHBIMH MeXanuaMaMHu (GHIbTpoB. M Tosb-
KO [PH KaKOM-TO HenepeHOCHMOM (H OpMasbHO IOKa ellle HUrAe He 3ape-
THCTPUPOBAHNOM) YDOBHe MyTarehesa, U3MeHSIOLEM Bce Tak, 4YTO CYUeCT-
BOBaHHe B PeasbHBIX YCJOBHAX CTAHET HEBO3MOXKHLIM, MOMYJISIIIHSA YKUBOT-
HLIX Bb{POAHTCH.

Huuero anst nporuosza He AaOT U ONBITH Ha XKUBOTHHIX M0 H3YUYEHHIO
[1IK. Bo-nepBbIX, OHH ONpelensioOT AeHCTBHE TOJBKO OJHOTO KOMIIOHEHTA,
a B OKpYXalolllelt cpelle AeHCTBYIOT BCe OJHOBPEMEHHO ¢ abCOJIOTHO HHBI-
MH CyMMapHbIMH 3¢¢ekTaMu. Bo-BTOPBHIX, NPHU OLEHKE TEeHETHYECKHX IO
42
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CJIeICTBHI TeX HJAM MHBIX BelleCTB BOOOINE HHKOTAA He CTABAT LeJbIO OLeH-
KH OTCPOYEHIBIX NaTOJOTHi (32 HCKJIIOYEHHEM H3VUeHHS KaHieporexesa).
ITosroMy B TakoM BuIe IKCTPANOJSLUHSA TOI'O, YTO Habawpaercs B MOMyJs-
(UUAX MKIIBOTHBIX, HHKAK He MOXKeT ObLITh HCIMOJb30Balla B OLlEHKe COCTOSIHHS
YeJOBeYeCTBa, PAa3BUBAIOIIErOCs MO MYTH YCTAHOBJEHHS COCTOSIHS CTaOHJIb-
HOH 4YHC/IEHHOCTH B YCJHOBHAX, NMPH KOTOPHIX 3¢ (}EeKTHBHOCTb NOCTHATA/b-
noro ¢uapTpa OyneT CTPEMHTbCS K HYJAIO. A BOT JaHHbIE O MCXaHH3Max
YCTAUOBJIEHHUS Y Pa3HBIX KHBOTHBIX BHAOBOH MPOAOJIKUTENLHOCTH KH3HH
MOI'YT OBITL HCIOJBL30BAHbl B INPOUHO3€ TE€HETHUECKOrO CTaTyca dyeJoBeye-
CTBa U NPHU NPHHSITOR MOJENH €ro pasBHTHSL.

Brauase uuCTO JOrHYecKH, a 3aTeéM H 3IKCIEPHMEHTAAbHO YCTaHOBIe-
HO, YTO lPOJOJXKUTENBLHOCTb JKHU3HH OINpejeseTcss paclpocTpaileilieM B
NONYASIUHK aljieselt, Bpeansle 3h@eKTH KOTOPLIX NPOSBJASIOTCS B NMOCTpe-
npoAyYKTHBHBEIH nepuon [120]. TlpuMeHHTeNbHO X 4eJIOBEKY 3TO H €CTb Te
caMmble OTCpOYelHple nMaToJorud. M wam BHAOBOH BO3PAacT — 3TO peatiH3a-
LHsl pe3epBa OpraHusma, obecneuyHBaBliero eMy B palee HMEBLIHX MCCTO
JKECTKHX (HJH jJaye XKeCTOKHX) YCJOBHSX CyIIecTBOBaHHe [0 pPenpouyK-
LHH ¥ TOApaIUBaHHs NMOTOMCTBA. TONBKO 3TO OCTaBHA OTHOP — OCTaNbHOE
CbeleHO MYyTallUsiMu KakK Ge3pas3JHyHOe I/ BHAA.

Uero TOJBKO He BBITBOPsSJAa C pOIOM JIOACKHM TNpPHPOLa paHblue —
BEKHTb MOXKHO OBLIO JIHIUb HA Npefene GHU3HYECKHX W AYXOBHBIX CHJ, AJSA
4ero 3THX CHJ JIQJIKHO ObL10 OBIThb B H306uAMH. M NPHHOHNHANBHO B 3TOM
nJaHe (M TOJNBKO B 3TOM) U€JOBEK TOTAA He OTJAHYAJCA OT CBOMX OpaTbes
MeHbIUHX. Ha KakoM-To 3Tane IUBHJAHM3AUHUsl YCTPaHUJAa 3TOT npecc. Ecau
HCXOJHTb H3 AeMorpaduuecKoill CHTYyallMH, TO KOPEHHOH MepeJoM NPOH30-
wea B 18-M Beke [121]. Ho Torna ele coxpaHssiach BHICOKasi pPoxKiaae-
MocTh. C 1950—1960 rr. B pa3BUTHX CTPaHAX POXKIAEMOCTb CHH3HJIAChH A0
YPOBIsl MOAAepXalUsl YHCJAEHHOCTH HaceneHusi (fa ¥ TO He Be3le YiKe),
a CMepTHOCTb, 3a HCKJKOUEHHeM cTaplieil BO3pAaCTHOH KaTeropud, MUHHUMH-
suposana. OpHa U3 TNOCAeZHHX BHIGOPOK mnpexcrasiaena B tabn. 1 [122].
Cero/uisl eIHUCTBEHHBIM, ellleé HAAEXKHO AEHCTBYIOILHM 3JEeMeHTOM MOCTHA-
Tajgblioro QuapTpa sBadercit 6ecinoane. Ho ¢ stuM 310M Bce 6ogee
yenewno 6opiorcsa. Hamra Moryuasi MeguuHna B COAPYIKECTBE C IyMaliU3-
MOM, KOTODOMY OHa BEDHO CJYIKHT, He MNPOCTO COXpaHseT JAcH 10 pe-
NPOAYKTHBIIOTO BO3pacTa, HO B o6leM H §oJee TOUHOM BHUAE — COXpAaHAET
PENnpoOAYKIHIO Blle 3aBHCHMOCTH OT 0COOeHHOCTeH WHAMBHIAYYMA, KOTOPBIH
YHCTO GHOJIOTHYECKH MOXXeT OCYHIeCTBHTh JAaHHYIO (YHKIHIO. B3asanauce yxe
U 3a cuuxeHHe 3(Q@PeKTHBHOCTH NpeHaTadbHOro ¢HAbTPpA. BHauane 3T0
Obl1 3a60THl IO COXPaHeHUIo MJOLAa B BHAE o0lleyKpenadwimiux 1 npodu-
JakTHUyecKux Mep. Tenepb Ha OCHOBaHHH NpelaTaibliof AHATHOCTHKH MOX-
HO HAeHTH(DHIHPOBATh NaTosoruilo, M paspabarTeiBaeTca Tepanus njaoaa —
KOMIJIEKC (PEHOTHUMHUYECKOro JeueHHs (HApYIIeHHLIi reHOM MpPH 3TOM OCTa-
€TCS HapylLIeHHbIM), B Pe3yJbTaTe UYEro MOJIKHO POAUTBCS TO, YTO HHAUe
JKHBBIM Ha CBeT iie nosfBwiIoch Gbl [123]. M unaue He MOMkeT 6biTh, TaK KakK
HHaue — 9TO 3THYecKas Jerpafauus obllleCTBa C CAMBIMH CTPAlIHBIMH, He-
npeackasyeMbIMH NOCJAeACTBHAMH. Ho ¢ TOuKuM 3peHHs TOH yacTH pocTa
MYTAaUHOHHOTO Tpy3a, KOTopas O6GYCJOBJHBAeT OTCPOUEHHBIE MATOJOTHH,
Takasi CHTYyalHs HeusOBeXHO JOJKHA NPHBECTH K TeHeTHUeCKOH aerpana-

TaGauna 1
Hpupocr naceaernus (%) ¢ pasmsix crpanax (86i60pounsie dannvie)
The population increase (%) in different countries

Crpana 1980 1985 ] 1988 Crpana } 1980 } 1985 ‘ 1988
MHP 27,5 26,9 28,4 HIseuus 0,3 0,5 1,9
Kurait 11,0 11,2 14,2 Beabrus 0,9 0,3 1,2
CCCp 8,0 8,8 8,7 Janus 0,3 —0,8 0,0
CIIA 7,2 7,0 7,1 Apcrpust —0,2 —0,3 0,6
Anouns 7.4 5,7 4,2 &P —1,5 —1,9 —0,2
Hopeerus 2,4 1,6 3,0 BeHrpus 0,3 —1,6 —1,4
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uuu nonyasiuvy. IToCKOJNbKY MyTallMH HAYT, H, KaK MOKa3aHO BBILIE, Npera-
TajbLHbI GUABTP HX MPONYCKaeT, a NOCTHaTadbHBI (DHALTP He palboTaer,
TO HeH30eXKio llaKoJeHHe BCEro, 4YTO NPH COBPEMEHHOH MeaulHHe He 6J0-
KHPYeT pPenpoiyKUHH. DTO 3HAYHT, UTO MO Mepe TOro, Kak MeJHUHHA Oyner
BCe 0odee YCNEIIHO KOMNEHCHPOBATb OTCPOYEHHBIC IIAaTOJIOTHH, OYAYT 3a-
KpenJasTbCst MVTAllMHM, COKpallalollHe CPOK HaCTYIJIEHHs PEenpOAYyKIUHst C
JKeCThb ee nporeKaHHdA. KpHTHUeCKOH TOYKOH CTAHOBHTCH DPenpoayKUHs C
YUYeTOM TOTO, 4TO 32a00TYy O NOTOMCTBE BO3bMeT Ha cefs 00LIeCTBO: JAaJblie
UeJIOBEK C MOSHUHU oTOopa He HYKeH. [To3TOMYy pedb HAeT He O pacUIHpe-
HHH MOMYJASILHH ¢ Pa3JHYHBIMHM FeHOTHNAMK, a O NOCTEIeNIIOM 3aMeileHHH
NONYJSILUUH ¢ PA3HBIMH T€HOTHIAMH Ha MOUYJSINIO ¢ Ae(heKTHLIMH TeHOTHIIA-
MH. M nockoabKy Kazkaas TpeablAyLas Nonyasiuds Oblia MeHee OTATOLLIeH-
HOH, uem nocacldyouas, To BLIPOKIeHHe HeHzdemuo. M kaxk Out it Oblad
peiKH MyTauHuH (a OHHM COBCEM He DeAKH), B CHJY TOTO, YTO BEPOATHOCTL
obpatiioli (McrpaBasiouled) MYTalUHH Ha HECKOALKO TOPSAAKOB MeHblIE, YeM
npsMoit {noBpeskpaoueii), Aasi NONyJAsilHK, B KOTOPOH YPOBCHL PENpPOAYK-
LHH coXpalsietcsl Ha ypPORHe 3aMellleHHs] NPH Pe3KO CHHXKeHHOH CMepTHO-
CTH B PeNpoOiYKTHBHOM MEPHOJe, MOYTH MOJHOH He3(PEHEeKTUBIOCTH fOCTHa-
TAJbHOIO (PHJIBTPA H BLICOKOI(D(HEKTHBHONI MCAHUHHCKOH KOMMeHCaliHH nia-
TOJIOTHH TO ¢eHoTUny (6e3 BJHsIHHA Ha TeHOTHN), AerpajalHs neHabeikHa.

Mozker BO3HHKiYTb BONDPOC: €CJH MeNHUHHA H CONHAJbHBIE YCJOBHA
Nno Mepe HX Da3BHTHS MOTYT (PeHOTHMHYECKH KOMIEHCHPOBATh BO3pacTaio-
UiHe reHeTHYeCKHe MOBPeenHsl, TO nodemy AOJKHO BO3ZHHKHYTb BbIPOXK-
ldende? B ofuieM mnsnaHe BHIpOXKJeHHe Aa)Ke NPH HAeaJbHOH MeJHUHHe H
YCJAOBHSX 2KHU31IM HeH30eXHO MOTOMY, YTO B KOHIle KOHIIOB BeChb TIeHeTHYe-
CKHil annaparT OYAeT HCNOpYEH, M Te CYLIecTBa, KOTOpble OYAYT KHUTb 34
cyeT (peloTHNHYECKOH KOMIIeHCAUHH, JIOAbMH Ha3BaTb 6yXeT HeBO3MOXKHO.
Ho no rakoro coctosinusi geno cKopee BCero M He AoiifieT. Bo-11epBHIX, KOM-
NIEHCHPOBATh MOXKHO He BCe, a TOJBKO BO3MOXKHOCTH (DH3IHYECKOrO CYLUeCT-
BOBAHHS H penpoAykuHwo. ITostoMy uepe3 kakoe-To (M He CJHIIKOM 00Jb-
uioe 1o HCTOPHYECKHM MacliTabaM) BpeMsl HACTYNHT MOJHOE BBIPOXKAEHHE
BCceX (hYHKUHH, KpoMe TeX, KoTopble ofecneyaT OHOJOTHUECKHH MHHHMYM
NpOLEeCCOB, AOBOAALUHX OPraHU3M [0 PENPOAYKLUHH, H CaMy DPenpoiyKIHIO
(Ra H TO ¢ TMOMOMILK MENHUHHBI H HCKYCCTBENHBIX YCJOBH{ CYyIIeCTBOBA-
nusi). Bo-BTOpHIX, Takas Bce BO3pacTawllas KOMIeEHCAlHs BCe BO3pacTalo-
11ero yuc/aa AeeKTOB CBejeT Ha MeT BO3MOXKHOCTb JI000H afantaumui, Jto-
foro AHamasoHa OTBeTa BHe MOMAEPKHBAILINX YCJAOBHH CYHIECTBOBAHHSA
H MeJIHLHHBI, KOTOpBle OYAYT TaKOi 1Hana3oH KoMMeHcHpoBartb. A 310 3Ha-
YHT, 4TO J1060H cO0H cHuCTeMBl T106anbHOR KOMMEHCAUMH BbI30OBET J1aBHHO-
ob6pasnyio rubenb reHeTHYeCKH JerpaiHpyeMblX HHAHBHAYYMOB. 3JeCb Npo-
CMaTpHBaeTCA aHaAorud co crapendeM. IIpH CcTapeHHH HHAHMBHAyyMa CY-
JKaeTcsi BO3MOXKHOCTb KOMIIEHCATOPHOTO OTBeTa M HeH30exXno Hnacrylaer
cMep1b. ['eHeTHYeCKH Jerpajlalius vejoBeuecTBa — 3ITO €ro cTapelHe C TeM
JKe JleTaJbHbIM HCXOIOM.

TlockoabKy MeXKAy Ka)KABIMH [ABYMSl PeNpOAYKLUHUSAMH HakKJaablBaeTcs
jelcTBHE U Mpe-, H NMOCTHATAALHOrO (UJILTPOB, B OCHOBHOH NepuOA Cyllie-
CTBOBAHHA UesJoBeyecTBa Npo(uib MYTAaLHOHHOTO rpy3a joJken Obli moa-
JePKHUBATLCS B OTHOCHTEIbHO NMOCTOSIHHBIX pamKax. Ho 1o mepe npubanxe-
HUS K CTAaOH/JIbHOM YHCJEHHOCTH HACEJNCHHS (YSMY COOTBETCTBOBAT MCPHOA
nepBoit nosoBHHL XX CTOJeTHSI B Pa3BHTBIX CTpPaHax) NpodH/ib MyTailH-
OHHOTO Tpy3a [A0JXeH OblI pacnoJ3aTbCst MO KpasiM H YMeHbIIATbCsl B Lel-
Tpe, T. €. MPOLEHT JIOAeH ¢ pasHbIMH THIIAMH MOBPEeXJACIHH renoMa yse-
JIHUMBATBCS, a C [eHOMOM, KOTOPHH palblle cyuTancss 6bl HOPMAadbHBIM, -—
yMeHbpwiateest. [Tocae 60-x rofoB Anst CTpaH M OTHENbIBIX PErHouoB (0co-
Beno esponefickoit yacth CCCP} BcieAcTBHe COKPALUEHHS DPOXKAAEMOCTH
NpUMEPHO A0 ABYX JAeTell Ha OJHY JKeHIIHHY, PE3KOTO CHHIKeHHS CMepTHO-
CTH H B3PBIBOOODPA3HOIO BO3pACTAHHS MYTareHHOTO 3arpssHenHs Npoduib
MYTALHOHHOTO Tpy3a H ero (heHOTUNHYECKOTO MNposBjielHs OYyKBaJdbHO C
Ka)XAbIM TMOKOJeHHeM AOJKeH KPYTo MeHaTh csoio dopmy (puc. 3). Ilpu
3TOM cJaeAyer 0co60 MOAYEPKHYTb, YTO (PEHOTHMHUECKHE NPOABJEHHS B Ile-
JIOM Bceria 6yAyT OoTCTaBaTb OT MYTAUHOHHOFO rpy3a. [leso B TOM, uTO,
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BO-TIEPBBIX, PEUeCCHBHBIE MYTAalLHH B reTepPO3HUroTiHIX (PopMax (Kak yKashb-
BaJOCL BhILLE) AAKOT Jerkue (WU gae BHeLIHe BOOGIle IleoNpejesseMble)
$opMBl MaTONOTHH, U JHUIbL B FOMO3HUIOTHBIX, B KOTODBIX OIH KOMOHIHPY-
I0TCA uepe3 KaKoe-TO KOJIHUeCTBO MOKOJEIHH, BOSHHKAIT TAKesable (OpPMBL.
BO-BTOprX, Aaxme He3aBUCHMELIE 1aTOJOTHH (B]:IEBHI-I]ILIE pasHbIMH MVTa-
UHSIMI) NPH HUX COUETAHHH B OIII0M HUAHBHIAYYME NPHBEAYT K YBEJIHUCTIHIO
obureit 6oJe3HeHHOCTH. A 3TO 3HAUUT, YTO MCTHHHOE TrelleTHUeCKOe NopazKe-
HHe TONYJASUMH B allalUd3UPYEeMBIX YCJIOBHAX Bcerida OyleT TsaxKenee, ueMm
TO, KOTOPOE MOMKHO OUCHHTb 110 (DEHOTHNHHECKHM OTKJoleHusM. M, kax
CJEeiCTBHE, KaXJoe Caelylollee NoKoJeline okaxeTcss Oosee OoJesliellbM,
ueM MOXKHO 6bl0 6Ll OXKHAATbH TOJBKO MO TOH MYTAUHOHNOH Harpyske, Ko-
TOPYIO  MOJYUUJAH  HEHOCPEACTBEHHO  ero0  POJHTEeJH — INpelblaylee
NOKOJIeHHe.

Takum obGpasoM, jJerpafauls NpHHHMAeT JaBHHOOOpa3HBIH, Pe3KO yc-
KOpeinblii xapakrtep, 3lauHTes]bio GoJjee KPYToil, YeM BO3IMOKHMIL a4
oUelKH B JAaHHBIA MOMEHT Ha JIoObIX MOJAeIaX.

BbipaxeHus renouuaa MOryT Ouith pasubie. o cux nop uanectcH Obla
JUIIL TeHOUMA, OCYLlecTBASeMbll OAHOM CTpaHOH MO OTIOWENHK K Hace-
JeHIo  ApYroff MaM oalloll Ipynnel HaceJeHHs MO OTHOLIEHHIO K JIPYTOH.
Haie pemMsi NOpoauso 110Boe BLIpaxelue IeHOUHAA — FeHeTHYeCKOoe YIIHY-
ToXKellie coOCTBEUIIOrO 1Hapoaa, KOTOpoe CaMu JIIOAH OCYUIECTBJSIOT B OT-

HOLIel I CBOMX MOTOMKOB -— ayTOT€HOLH.
Mosxito 6pl10 6Bl TOBOPHTH O TOM, Y4TO CPOKHM Takoro (uirajga OYCHL
lafiexi — ThiCAYH WY, B KpafiHeM cjayuae, COTIlM JIeT, a 3a 3TO BpeMst nay-

Ka "ro-To npuayMaetr. Ho 310 6b1710 Gbl BO3MOXKIO NPH €CTECTBEHHOM TeM-
ne myriposanuA. A y nac on gajeko 1ie ectecrreinnmiii, Ecau ucxoants ns
TECTOR Ha MYTareHHOCTb, TO HachlllellHe OKpY:Kalolleli yeJoBeKa CPesbl
MyTarennblMH QakTopaMH JOCTHIVIO TAKOTO YPOBHSA, NPH KOTOPOM TE€MIIb)
MYTHPOBAIA AOJKIbBl BO3PACTH B AECATKH (4 BO MHOTHX MeCTax H COTHH)
pas. A 3To 3HaunT, YTO BpeMeHM Yy»ke B oO6pes. IIpu ToM, uTO MBI CAenald
¢ npitpoaoii, Moo 1 1e yenets. IToka roBopsT JHILbL O TOM, YTOOH 3amMe/l-
JUTL TCMINLI 3arpsidalieHusd, XoTs H HMelollerocs fosce ueM AocTatodno. 3a-
MCJICIIIE K€ TEeMIOB 3arpA3HEGHHS — 3TC  NPOAOJKeHHe  abcoMOTHOro
pocra 3arpsiziienuif. M ollyurates npoucxojasiliee NPHXOAUTCA YIKe CEro1ls.
B npornoser cnenyer suocuts nonpaski. Tak, Kkorga HieT peub o nocrtape-
HHY nacejendss (M peanbnoM HabJIOJeHHH ero), Hajo 3ajaTh BOOpPOC —C
Kakoro pyfexka BecTH otrcueT. Te, komy B 90-e roaw Gyzer 60, po/ULIHCh
B 30-e roael, xorga Bce Obwio uitave, M CHMMNKeHHE TeMIIOB POIKAACMOCTH,
H KPVTOH POCT MEAMLHMHBL, H (PaHTACTHUUECKOE 3arpssHelle oKDYz alolled
cpeanl npousoway B 60-e roAb ¥ NpoAoJKaIOTCA Nmo Bocxoasuei. [Tepuon
reHepauul y yenoseka npuMepHo 20 ser. 90-e rofbl yke AOJKIbI Pealblio
3acBILICTCALCTBOBATL pocT 3af0/1eBaeMOCTH (OTCPOUERIBle MATOJOTHH). A
B lavdane CIeAVIOLULEr0 CTOJNETHsI MOMKIIO OXHAaTh CIHMKEHHS MNocTapelius
B passHTBIX cTpanax — Te, KOMY 11ajo Ovl Torpa crapeTh, OyayT A0CTaToy-
110 OTSTOLLEIBl Hacae1CTRelll0 — Belb HX POXIEHHe NMPOH30LIJI0 NOCAC KPU-
THYeCKHX 60-X roj10B.

Tounslil KoJHuecTBENHBIH MPOTHO3 TeHeTHUeCKOH Jerpajanuu ueioBe-
uecTsa Cerognd CcAelarb HEeBO3MOXKIIO — HMCIOUHXCHA AaHHBIX JJS 3TOTO
HeNOCTATOuNO, a CHelHadhHble HCCAEAOBAaHUSA B TaKOM IJlaHe BoOoOINC Ile
nposoulanck. Ho wayecTBellbll aHAMH3 C OUEHOUNBIMU NOJYKOJAHYECTBEN -
IBIMII BBIKJA2AKaMH TPOBECTH MOXKIIO U uyuKio. Jletanbllo npoBeaeribe
HCCJCA0BAIS TNOKa3bIBAXOT, YTO B Pa3BHTHIX CTpaliaX ¢ XOPOLIO MOCTABR-
Jennoii MCANUUHON DpH BCe elle (XOTSI H LEPOBIIOM, H OUCHb MECHAJCIIOM)
pocTe NPOJONKHTENBIIOCTH JKH3HH pacTeT U 3ab0oseBaeMOCTb aceselusd.
Tax, b Janun Bo BCceX BO3PACTHBIX Ipynnax {(UTO NPHILUNHANBIIO BaKIo,
Tak KaK HIPH CYMMapuoil ouellKe MOKI0 OblJI0 6Ll TPEelIHTb 11d CTApLIYIO
TPYUNN, B KOTOPOH poOCT MaTtosoruii B CBA3H C VBCJHdenHeM 06Ul npo-
JOJUHTEILIOCTH XKH3NH ecTecTBel) 3aboseBaeMocts B 1976—1980 rr. ot
omyxoJell moBbicHJgack no cpaBHennio ¢ 1951—19565 rr. [124]. Hecmotpst
114 CilzKeNnlie YacTOThl PAXHTA M HEPBIIOMBILIEUNHX 3abo/deBaluil (UTO MOK-
110 OOLACHATL YAYULWHBIIMMHCSA YCJOBHAMU KH3IH M BO3POCLUHM YPOBIeM
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MCAMIHICKOH NpoHIAaKTHKH), BO3pocja HX Hacaeayemoctb [125]. Oco-
6eHHO HardaiHa 5Ta TeHACHUMS B HaWeH cTpaHe, rie 3arpsasHetne
OKpYyIKalolnel cpenbl oueHb BeaHko. Tak, Mo YPOBHIO NETCKOH CMepPTIOCTH
CCCP 3zanumaer 50-e MeCTO CpeiH BCeX CTpaH MHpa C JOMNOJHHTENbIION
0coBeloCThIO: 3a mnocaellide 15 JeT nmokasaTeldb AETCKOH CMePTHOCTH B
pPasBHTHX CTpaHax CHU3WJICH NMPUMEPHO B 2 pasa, a y Ilac OCTaJjCs TakHM
ke poicokum [126]. Ilo onyGanKOoBaHHBIM B npecce naHubiM, B 1987 r. B
goapuumax (!) v iac JIeYWJIHCh 72 MHJILIHOHA YeJOBeK — yeTBepTast uacTh
nacenenus crpanst (!!). Bonee 10 MuMIHOHOB uesoBeK MM npumepo 3 %
BCEr0 HacesJenHus HaXoUsITCS Ha yyerTe B NCHXHUECKHX JieueOHBIX VUpexKje-
uusax. Cpejiu MOJNOIEXKH 3TOT NPOUEHT pe3ko nopelmnaercst. Tak, B Mockse
0KOJIO 8 9 IIKOJNBHHKOB — OJHTOppeHbl, a ofllee 4YHCJIQ JAeTell pasHOoH
cTemelld YMCTBEHHOH OTCTaJoCTH olleHHBaetcss B 15—20 %. Houas ocaab-
JennelXx gereil cocrassser 70—90 %. M ecanm goas Moaomexxu, Hecnocof-
HOil ocBouTh K 18—20 romam paHeBlioe mnoJHoe o6paszoBaHMe, AJs POJMB-
muxess B 60-e roasl cocrasasia 43 %, 1o ans poauBmuxcs B 70-e — yiKe
54—55 9% u mpomoskaeT pactd., Ha wavano 1989 r. xaxamit Tpetuit noso-
poX aenbii — Mopruxan [127].

Oco60 caenyeT OCTAHOBHTbCS HA BOMPOCE, CBSA3aHIOM C HACJIEACTBCH-
ILIM CPY30M MYXUHH., XOpOIIO H3BECTHO, YTO MpaKTHYeCKH BO BCeX CTpa-
HaxX CCrOAlS NPOAOJIKHTENbHOCTb MKH3HH MYKUHI HHXKe, H YacTO BeCbMa
3NAUNUTEJBNO, UYeM >KeHIIHH. YacTHuHO 3TO oOBSCHAETCHS COUHAIbHBIMH H
NCHXOJOTHYeCKUMH MOTHBAMH — BOMHIIBI, MEHLIIAA OCMOTPHTENLHOCTD, CJael-
CTBHEM KOTOPOH SBJSIIOTCS CaMble pasHoofpasnble HecyacTilble CJaYyyad,
NPHBBLIYKH, CYLIECTBEHHO YKOpaudBaiouiwe X H3Hb, u T. A. [128]. Onnako
ceroAllsl NPU3HAETCSs, UTO TOJBKO 3THM OODBACHHTBL peaNbHYIO KapTHHY He-
BO3MOXKIO, 4 CJAeAYyeT HCXOOHUTb H3 [HeKOH reHeTHYeCKH OG}'CJ]OBJIQIIIIOIU[ YHC-
TO OHOJOrHUYECKOH COCTABJSIOMEeH NPHYHUH, NPHBOASIINX K MeHblIeH Npo-
JIOAKHTEALIOCTH KU31H MY:KuHH [129].

ITpeicTaBasieTcs BecbMa YAMBUTENbHBIM 3TOT JJHIHBIH OYTb K OCO3HA-
ITHI0 TPHUYKI, KOTOpble B OflleM BHAe OUEBHAHBI MO CBOEH HALVIARHOCTH B
6YKBAJALIOM CMbIC/Ie 3TOro cioBa. Ceroaus ye YKa3blBalOT HA TO, 4TO Ha-
JUHUHE Y XeHUIHH BTOPOi X-XpOMOCOMElI YBEJHUHBAeT HaIEeXKHOCTb (PYHK-
wionnposannst ee resoma [130]. Ho HeTHIHas CHTYallMst HAMHOTO CJIOKIIEe.

B orauyHe OT KEHILIHH, KOTOpble AMUINIOMAHLI IO BCEM XpOMOCOMaM,
uMesi aBoifillol Hafop ayTocoM H JIBOHIIOH Habop nosoBofi X-XpOMOCOMEL
((22X2)+2X=46), My>KuuHBl TalJOHAHBI MO JABYM IMOJOBBIM XPOMOCO-
maM. Onu MMeloT OBOHHOH 1afop ayTocoM H TQJILKO MO ONHOH pas3jHUHOM
1nos10B0i1 xpomocome: (22X2)+41X+41Y=46. Takum obpa3zom, XOTH JUIIO-
UANBI HAa0op Y MYKUHH M XKeHUIHH OJHHAKOB — 46, paBHO KaK H raloHi-
ULl B PENPOJAYKTHBHEIX KieTKax — 23, TeM He Meilee MVYXKUHIbl B OTJHUYHE
OT JKEHIUUIl He SBJSIKTCA HCTHHHBIMH aumiaoHaamu. Curtyanusi, KoTopas
BO311HKaeT B CBfAI3H C NOJOBLIMEH XPOMOCOMAaMH, TpeCyeT 110BOrO MONHMaHHs
3aKoioB nacienoBaius. CTpOro roBopsi, OHO y YesJOBeKa He MeHeNeBCKOe.
Bonee toro, oHo Boofuie SecnpeuenjeHTioe (paBHO KAk M y JAPYTHX BILIOB
C allajJOTHYHLIM COCTaBOM NOJIOBBIX XPOMOCOM) — OJMH NOJ — KJIAaCCHYECKH
LHOJIOHANBIY, a BTOPOH — AHMJOHANBIA NO 22 H ramiouiHbI 1o 2 XpoMo-
comaMm. M1 y 060HX MOJIOB ramMerhbl KJAacCHYeCKH TramiouaHbl. O KakKOM MeH-
JEJCBCKOM HJH NPHHATOM leMeHAeJeBCKOM HACIeJOBAHUH MOXKeT BooOIIe
HATH peub, ecad oaina XxpomocoMa (Y) HacJeayeTcs BCcerga y MYKulil H
Bcerna co 100 %-uoit Beposarnocthio. A BTopas (X) B nepBOM TNOKOJEHHH
Yy Myxuiil poofule He Hachaeayercs? DTO 3HAUHT, UYTO BEPOATHOCTL Iepena-
YH no MYXKCKOH JIMHHH OAIIOH XpOMOCOMBI Bcerja abconioTitas, a No JKeil-
CKolf — nyseBas. A Ansg APYrofl XpOMOCOMBI BEPOSITHOCTL €€ Uepefaud OT
OTLA CEINY B NEPBOM IOKOJeHHH eoobile HekiatoueHa. Olia MOXKeT nonactb
TOJILKO BO BTOPOM TIOKOJIEHHH H TOJBKO OT MaTepI/I, T. €. OTUOBCKAasa X-XpO-
MOCOMA MOMKCT TNCPCAABATLCS MYZKCKOIT JHHHM TOJbKO HCPE3 MOKOJICHIE
H TOJBKO OT MATCPH, KAKOH-TO BAPHAHT MATEPHIICKOTO  HACTe 0B
Takum oGpaszoM, 34KOHK  HACACAOBANHS AJS HEIOBEKA B 1I0JN0M  BIC
JOJIKIBL OLITL chopMyauposansl  3a1n0B0. Ilpoanaausnpyes 3To  Gosice
JeTablIo.
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H3zo6pasum pacnpejesieHHe NOJOBHX XpoMocoM rpadudeckn (puc. 4).
Kak BHAHO W3 pHCYHKA, HacJe[OBaHHe MX HeJb3sl ONHCATb B TepMHHaX
YUCTON AHIVIOUJHOCTH MJH ramnonnnocTH. Myxckas xpomocoMa (Y) mepe-
AaeTcsl TONbKO 1O MYXKCKOH JIMHHM, TAe ee HacaenosaHue coctasaser 100 %
(kax ecan 6B MBI HMENH J€J0 C BereTaTHBHBIM DA3MHOXKEHHEM) H BOOOLLE
He nepejaercs )eHcKHM ocobam — 0 Y nacaenoBaHHA (KpOMe onpejeseH-
HbpIX natoqoruil). Ho ¢ meil mo kpaiisein Mepe Bce npocto. HamHoro caozxiee
noseaeHHe X-XpOMOCOMBI, TaK Kak OHa MNPHCYTCTBYeT H y MYyXKYHH, H Yy
JKEHUIHH, HO B paslioM KosuuecTBe. Ee mepenaya or Marepn (AMIIOH/IIOCTh
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Puc. 4. Cxemarnueckoe H300paxeHue OCOOEHHOCTell 1AC/el0BAHHA NOJOBEIX XPOMOCOM Y
qyeJaoBeKa

Fig. 4. Schematic picture of inherit peculiarity of man sexual chromosome

Puc. 5. Tlospexaennst IHK B knetkax maekonuramomux (B 1 knerke 3a 1 9)
Fig. 5. The DNA damages in mammalian cells (in 1 cell for 1 hour)

no X-XpoMocoMe) CBIHY (ramIoHAHOCTH N0 X-XpOMOCOME) MNPOHCXOAHT IO
KJ1aCCHYEeCKOMY paclpeleseHHIo, T. e. KaxJas H3 AByX X-XpOMOCOM Mare-
pu ¢ BepostiiocThio 50 % mepemaercs kKaxaoMmy ee colHy. Touro Tak xe
¢ 50 9%-10fi BepOATHOCTLIO KaxJas H3 ABYX X-XpOMOCOM MarTepy Iepeja-
ercs jlouepd. Ho y otna X-xpomocoma ToAbKO oaHa. [103TOMY BeposTIIOCTI
ee nepenauu jouepu 100 %. K3 atoro cienyer nepBast ocOGeHHOCTb — ¥
CbIHOBe!l MOI'YT ObITh pasHble X-XpPOMOCOMBI MaTepH, HO CKOJAbKO Obl IIH ObLl-
JIO B CeMbe jaodepeit —y HHX y Bcex OyZer ojHa H Ta e X-XpOMO-
coMa oTua.

Bropas 0cofeHHOCTh 3aKJAI0YaeTCsi B TOM, UTO «MYKcKas» X-XpOoMOCo-
Ma, T. €. Ta, KOTOpAas HUMeeTCsi ¥ OTLA, [0 MYXKCKON JHHHH He mepefaercs.
U yuxe 1raunHas ¢ nepBOro NOKOJIEHUs OHA HCYe3aeT — CKOJNBLKO OBl HH OBLIO
CHIHOBEll B ceMbe, HH OJMH M3 HHX He HeceT X-XPOMOCOMBI OTUA WU NpPH He-
POJACTBENHBIX Opakax B HX CeMbSIX HIH V CBIOBEH, IIH ¥ xodepeil ola y¥xKe
ile MOXKeT MOFBHThCA — el IPOCTO HEeOTKY,1a B3sThCA., XpaHHTeAAMH X-Xpo-
MOCOMBl MY2KUYHII SBJSIOTCS JKEHIIHHBL. ¥ CblHA AOYEPH MOXKeT BOCCTAalo-
BHTbCsl TeHOTHN X-xpoMocoMmbl Aefa. M mockosabky y chiHa X-XpoMmocoiil,
TaK Xe Kak H y AelAa, OyJeT TramloH]na, TO MOXKCT BOCCTAHOBUTLCA H (e-
IIOTHN Jdena, onpejenseMblit X-xpomocoMmoli. B MyxXKckom Ke psuiy
NMOKOJIeHH{T (eHOTHN Aeja N0 X-XPOMOCOME& BO3HHKHYTL He MOJKeT Rcaeil-
CTBHe NPHILHIOHAALHON HEBOCCO3LABAEMOCTH TAKOTO I'eHOTHIA (mpH HEPo/l-
CTBelHBIX BpaKax, eCTeCTBEHHO).

Bo BTOPOM NOKOJEHHH 0O MYXKCKOH JIHHHH MHCYe3HYT BoOOIe X-Xpo-
MOCOMDI NEepPBOI mapbl poAHTeNeH (B NepBOM IOKOJEHHH Y chliia Oyaer elie
X-xpoMocomMa MmaTtepl, HO y»Ke ee BHYKY IcpelaTbh X-XpOMOCOMY CBOeil Ma-
TEpH OIl He CMOXEeT H Ola MOJHOCTBIO HCUE3HET M3 JIHHUH €ro NOTOMKOR,
TaK JKe Kak Ma NoKo/JeHHe paHblie HCYe3Jda U3 JHIHH X-XpOMOCOMa OTHA).
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B obuefi xe ¢dopMe Bce 3TH 0coBenHOCTH MOryT ObITh ChHOPMYJAHPO-
Banpl Tak. JKeHcku#l reHotun no X-xpoMmocoMe (H, KaK caeicTBHe, ¢eHo-
THI) B KazJOM MOCJEeAYMIeM NOKOJEHHH CO31aeTCs CTATHCTHUECKH Bepo-
ATHOCTIIO, BCJeICTBHE 4ero B OOJbUIHX CeMbsiX NMPaKTHYeCKH BCeraa OyavT
HPHCYTCTBOBATL AOUepH, Hecyiine ofe X-XPOMOCOMBI MaTepu (XOTsl y Kax-
Joii 6yner 0T llee, KOHEYHO, TOJAbKO oaHa). YTo ke KacaeTcs MYXKUHH, TO
HX TenoTHnbl 110 X-XpoMocome (H, Kak cieficTBlie, QeHOTHNBI) B KamIOM
OCJIeAVIOINEM MOKOJAeHHH 00s13aTeqbHO co3gatorca 3anoso. M xak Obl 1u
OblIKM BeJHKH ceMbHd, X-XpOMOCOMAa OTIIa HHKOTA4 He NepeijgeT K CHIY.
B 10 e BpeMsi OT BeJMUHHLI CeMbH OVJeT 3aBHCETb NPHIILHNHAJAbHAS BO3-
MOZKHOCTb pacnpelesetdss B NONYyJASLHA X-XPOMOCOMBI KaXXAOro [alHOro
MY>KUHHUBL [IpH MaJOM KoJiuuecTBe JeTell BepOATHOCTb OTCYTCTBHUS JI0UepH
{XoTL OJIIOH) BeaMKa, H NpH TaKOM BapuanTe X-Xpomocoma OTHa lapaH-
THPOBAIIHO HCUe3aeT M3 MOMNVJISILHH, TaK KaK CbIIOBbAM OHa lie nepejiaercs.
Toutio Tak ke nMpu MaJOM UHCAE AeTei BEPOATHOCTb POKAEHHST Cblila (xoTb
OJI0Or0) HeBeAHKa, H B TAKOM RapHaHTe H3 NOMYJALHH SJAHMHIHDPYET
Y-xpomocoma ortua (v MaTepH ee, eCTeCTBEHHO, IieT). DBO3MOMNKHOCTL Ke
nepedaud X-XpOMOCOMBI IO KEHCKOH JHHHH lle 3aBHCHT OT Tosa jJeTeit H
ABJASIETCA YMCTO BeposTHOCTHOM. TakuM o6pasom, KelNCKOH coCTaBAgwUleH
YyesoBeuecKol TNONYJAALMH NpPHCYLLa BBHICOKAsi IeHeTHUeCKada CTabHJbHOCTD,
a MYcKoii, naobopor, jabuasnocts. M 370, Kak OyJeT NOKAa3aHO IHIKe,
CYIUECTBEHHO BJAHACT Ma COCTOANHe 4HeJd0oBedYeCTBaA Cerojnss U Ha TOT IIPOT-
1103, KOTOPBIH MOXHO cAenaTts Aaf 0603pHMOro OyAyLIero.

OueHnh HUTepeCcHA HCTODUA NpelCcTaBlIeHHH O poaH ABYX X-XpOMOCOM
y kedng, Ona ACMOHCTPHPYCT, HACKOJNBKO HeoueBHAHO oueBupHoe. Ha-
JIHUHE IBYX X-XDOMOCOM v KEHUIWH H TOJBbKO OJIHOﬁ —Y MY2XKYHH HE€ MOr-
JIO 1I¢ MOCTAaBHTh BONPOCA O 3liauellHd TaKo# pasHuubl. Y pasHuny «yctpa-
uuan», Ha ocnoBanuH, B OCIIOBHOM, LUTOJOTHUYECKHX NAHHBIX O KOMICICa-
OHY XpomarHlia B 0ZHOH H3 ABYX X-XPOMOCOM JKEHIUHMH A0 CaMOrO NOCJej-
IIET0 BPEeMENH JI0JaarajJoch, 410, TaKHM 00pasoM, GeHoTHIIMYeCKH NOJbl pPaB-
HBl — ¥ Kaxaoro (QpyukKIHOHHPYET TONbKO ogHa X-xpomocoma. BoJaee Toro,
CYHTAJNOCL (H, NO-BHAMMOMY, OUYeHb YacTO CYHTAeTCs M CerojHsi), 4TO KOH-
Jencanneid XpoMaTHHa (QyHKUHONIAJBIIO HHAKTHBHpYETCS Ja)ke e MpOoCTo
KCTATHCTHYCCKH» OJHA M3 JBYX X-XDOMOCOM Yy D2KEHIIMH, a HMCHHO
T4, KOTOpas Tepewsa OT OTUd, M Bce 3TO THUIHYHO AJs BCEX MO3BO-
HOUHBIX BOOOILE, H AeHCTBHTEJNBHO, B psije CAydyaeB UMeeT MeCTO H Ta-
koe [131}.

TakuM npejicTaBACHHAM He BOCMPENATCTBOBAMNH [axe H3BeCTHbe (ak-
Tol X-CBA3AHHBIX HacC/eJCTBEHHBIX Gose3Hell. B psae ciyyaeB oHH BooOLLe
OTCYTCTBYIOT ¥ XKCHLULIEH, HO HAaCJIeACTBEHHO NepeiaioTCsl HMH CBIHOBbSM,
Kax, Hanpumep, remouanus. Iockonbky npHu reMoGHAHH paHbUIC HAIEKHO
(OYHKLHOHHPOBAI NOCTHATAMLHBI (HALTP, TOMO3HIOTHOCTb MO ACHECKTHOMY
TCHY Y KeHIUHH BO3HHKHYTb He MorJa {cBol «BoJjbHYIO» X-XpPOMOCOMY
00JIbHOH MYXKUHHA NCPCAATL A0YEPH HE MOr, TAK KaK He J0XKHBaJ A0 pe-
IPOJIYKTHBIIOTO BO3pacTa, & HHA4Ye TOMO3HTOTHOCTB Y JKCHILUHMHEBI 1I¢ BO3HH-
kaeT). [losromy kKomieHcaiueii «OTLOBCKON» X-XPOMOCOMBI OTCYTCTBHE Ie-
MO(MILIIH Yy JKCHIIHH OOBACHUTL HGBO3MOXKHO. [IpH IPOCTOM CTaTHCTHUE-
CKOM BblKJAIO4YeHHH X-XDOMOCOMBI, T. e. (DYHKIUHOHaJbHO# (a He CTPYKTYp-
IO, KakK Y MYXKUHH) Tralouiuel, peajbHOCTb OBLSCHHUTH TaKIKe HEeBO3-
MOKHO — ¥ JKCHUUIH J10/2KHa Obl1a Obl OblTh (DYHKIIHOHAJABHAN TalJiOHHS,
XOTsI H BABOE PCIKE, YCM V MYIKUHH,

IIporuBopeuar peasusim u MHorue X-3aBHCHMble HacJeJCTBeHHBIE 60-
Je3HH, NPOARJIAIOUIHCCS H V MYIXKYHI, H V XKEHIUHH, TAK KaK HUX KOJHYECT-
BCHIAA OLCHKA YacTO CBHAEGTENLCTBYET O (PYNKIHOHAJBbHON AKTHBHOCTH Y
KCHILHE HAEHTHUHBIX adgedcit ofeux xpomocoM. Tak, BBILIE NPHBOAHIKCH
JIAHIIBIE O YACTOTE VMCTBEHHON OTCTAJOCTH, CBA3aHHOH ¢ JNOMKOCTbIO X-XpO-
MocoMbl. B cnyuac My>kuu oHa nposipasiercest v 80 % Hocurteseil takoi xpo-
MOCOMEI, @ B €Jydae JKEHLIHH — HEeCKOJbKO MeHee YeM Y MOJOBHHBLI HOCH-
TEJbHHI, T. €. (PAKTHUECKH B ABa pasa pexe. B HEKOTOPHIX cayuasx npamo
jlokazaHo, yTo 06a aJjjensi PyHKEHOHHDYIOT, KaK HalpuMmep, B ciayuae ZI'X
rena, uzberas uHakrtuBauuu [132].
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O posH ramoORAHOCTH CBIICTC/ALCTBOBAIA TAKXKE XOPOIUO H3BECTHAsA
f6osce  BBICOKAaa 3MOpHoOnaJgbHAsl H paHHAS AeTCKas CMepTHOCTL 0coOCH
MYJKCROIO noaa [133], Korga HHKAKHC IHble MPHUHIBL MPOCTO 1€ MOTJMH
SIIC CWO3ATLCS (AVPIBIC TPHBBIYKIM, HECUACTHLIC CIAVUAH, PE3BOCThL Xapak-
TepA I T, ). ECTL I MPOCTO JI€TQALHBIC alia H3bl, MOKa3bIBAIOUINC GKTHB-
HOCTL 1 0GONX HICHTHUHBLIX ajJjencii pashbuiX reHor Ha X-XpoMOCOME B
KJACTKAN ACHILHI H PCAKTHRAWIIO Ha UPOTSDKEHIH XKH3HIL HHUIBIIYYMA
11301, B 10 e nheMst KOHAGHCAIHUS XPOMATIHA B 01HOI HX ABYX X-XDO-
MOCOM V SKCHILII TOXC pcadbHbi ¢(axkT. M ero Heo0X0ZHMO KOPPEKTHO
orncmnaars. Oano #H3 o6LICHEHH{T 3aKAIOUAaETCsl B TOM, YTO (PYHKUHORUPO-
BAIMC 11e0OXOINMBIX TCHOB (IIMt‘eTCﬂ B BHIAY HaMlHUHE UX B JIBYX KOHHHX)
OCVIICCTBASCTCH 3a CUCT KOMINEHCATOPHOH TPaHCJAOKAaUHH B avTOCOMH
[1234]. Takoc sBAcHHE BO3MOXKHO, HO BCe H3BECTHBIE cayuan (MJIH Aaxe
GOJBIITICTRO H3 HHX) OOBACHUTL HM HEBO3MOXKHO. Kak OTMeueHo BBILIE,
muorne rennl X-xpoMocom paBoTaloT B BHAE HAEHTHUHBIX aJsgencit H BHI-
MOJHSIIOT caMblec OGLIUHbBIE, 1€ CBA3AHHBIC ¢ TMoJoM, (pyuxuuua. M 1IX Ko.1H-
YecTrO VERCITYIIBAETCS] Mo Mepe yrayGjends HawHX sHaHuii. B nutepartvpe
BBLICKA3LIRANOCHL H MHOE MHEelHe, KOTOpPOe HC CBSI3BIBAJOChL ¢ pa3dHpaeMblM
BOTIPOCOM, HO, BO3MOXKHO, HMeCT K HeMY NpsiMoe OTROUIeHHe. Peunh uier o
CTATHCTIMICCKOH (DVHKIHOHAJIBHON HHAKTHBAUHH OJHOK H3 X-XpoMocoMm B
KJeTKax MKEeHWHH, N0 CTATHCTHUEeCKH B HCTHHHOM 3HauUeHHH — BO BCeX
KJEeTKAX oprannszya. Dt0 3HAUHT, 4TO MoJoBHHA (M 1O cayuaiinoMmy pac-
npereaeHiio) KICTOK Kam 10l KEHIIHHB CONEPKHUT OAHY aKtisiyio X-Xpo-
MOCOMY MAaTCpH H HCAKTHBHYIO OTIA, & MNOJ0BHHA — HA00OPOT, AKTHBHYIO
OTHA W HeaKTHBRHVIO MaTepH. TIpH TakoM AONVIIEHHH BO3HHKACT VIHBHTEJb-
HOE CJICACTBHE — BO3MOMKHOCTL KJOHAJABHOTO 3aMellledHuss Tralel KJeTka-
MI, B KGTOPLIX Bee (HAH NMPH HENMOJHOM 3aMCIUICHHH COOTBETCTBCHHO 6OJib-
Ulasi yacTh) AKTHBHBlE X-XPOMOCOMBI MOJHOLEHHBIE. ECTCCTBCHHO, IO KpH-
TEPHS M Jaliofl TKaHH, 4 He OpraHu3Ma B LOeJOM H TOJbKO B TeX Cayuasx,
KOT14 110 KPUTEPHIM 1Talloill TKani CeJeKTHBHOCTL OVIeT HMETh MECTO.

M ccom cratnerdueckas mHaxTHBALUS 01noil u3 X-XpoOMOCOM HauHHa-
eTcst Ha toll cTaand sMOpHoreHe3a, Ha KOTOpPOH OpraH Hu TKaHb pa3BUBa-
IOTCSI, TO BapHaHT KJOHAJBLHOH CeJeKIHH CTAHOBHTCS HE MPOCTO BO3MOXK-
HBIM, a HeH30ewHBIM, Toraa JKeHCKHIl OPraHuaM oT ABVX X-XPOMOCOM [0-
JVUHT MAKCHMaJLHVIO Nodb3y. Y npu 9TOM CTPYKTYPHO HM OfHA H3 ABVX
X-XpoMocom HC JMMHHHDPYCT — BHIUHCTKA ROMVJASHHH OT JedeKta ocy-
LICCTRACTCS Ha MYXKulHaX. B XoMlle KOHUOB [Js1 paslblX TKaHe# MOTYT
Boith 11e06X0HMBL cBoH 60Jee TOJHONEHHBIE TeHbl, 4 Ha VPOBHE OpraHus-
Ma TaKoe PCUICHHe HC BCEerja OoKamercs onTHMananibiMm. [TosTomy aast co-
Xpaiteniist ocofell KJOHAJILHAsST KOJOHU3AUUS HA OCHOBE (QYHKIHORAJILHOMH
ralyIONAHOCTH HYXKHaA, a NOJMHYIO OLEHKY Ha OPraHH3MEHHOM YPOBHE MOXKET
J1aTh JHIMG CTPYKTYPHAA ramjouanocts. M aeficTRuTeIbHO, MO KpafiHeil Me-
pe B HEKOTOPBIX CIyYasX NPEANOUYTHTCAbHAS HHAKTHBAUUS HMEHHO AeeKT-
HOil X-XPOMOCOMDI V XKEeHIIHH CTPOTO A0KA3aH{, UTO IMO3BOJHIO HM COXpa-
HITL KAK HOPMAaJbHBIA (elnorin, Tak H GCepTHABHOCTL H TOJABKO V HX 0O-
TOMKOR [IDOSIBUJHChL H3MelicHHe (enotuna n noreps deprtuibHocti. Tax,
ONHCAHLI jBe KeHUJIHB 6e3 BUAIMBIX HapVIIEeHHI (PeHOTHNna u hepTHIbHO-
CTH, HO ¢ Aynaukaumusaur B pafione Xp21.2-p22.2, ¥ HHX HHAKTHBHPOBAJIACH
B oclioBHOM abeppauruast X-XpOMOCOMA, a BTOPAsA, HOPMaJLHast, 00ccneyn-
BaJa NoJHOUCHHOe npoaBJAcHHC (yHKHuil. M TOoNbKo v HMX AeTell ¢ reHoTH-
nom YX (rae X aasmmack abeppaHTHOR) nmposBasiacs OOIIHPHBIH KOMIICKC
theHoTHUHUECKHX Hapylicnui [135].

Y KEHUIHH — HOCHTENbHUI Ae(EeKTHO XPOMOCOMBI, 00YCa0BAKBAIONICH
B TOMO3HTOTHOM COCTOSIHHH cHHAPoOM BuHcexoTTa — Omapuua, OPOHCXOAHT
usbuparespias NHAKTHBAUM HMeHHO TOil X-XPOMOCOMBI, KOTOpas Hecer
MyTauThbeil ren [136]). DTo HaBOAHT HAa MBICJAb, YTO HEKOTOPHIE MYTAaUMH,
JOMHIAUTHBIC O JefiCTBHIO TPOAYKTa HX I'CHA, NepeBOASITCSI B PEUCCCHB
HMelyo  H30HPpATCILHOR HHaKTHBaUHell Hecyulefi UX aJliesib XPOMOCOMBI,

B cavuae, Roraa unaktusauMs go6oi ¥3 ABYX X-XPOMOCOM NPOHCXO-
LAT YHCTO CTATHCTHYECKH, TAKXKe BO3HAKAIOT HHTEPecHble BapHauTh (eHo-
runuveckux sdoextor. Ipn »ToM BO3MONKNA KOMMEHCAUHs GHOXHMHUYECKO-
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ro nedeKra 3a CyeT nepeMellleHHss MeTaboJHTOB H3 OJHHX KJETOK B JpYTHe
[130]. B peayJabrartc HemocCTaloliuii (BCJAEACTBHE COOTBETCTBYIOUIEll MYyTa-
1uu) MeraboJUT MOXET NOCTYNaTL B TAKHEe KJIETKH H3 COCEIHMX, Tae OH
HMECTCsI, TaK Kak HEHHAKTHBHDOBAHHOI OCTalachb BTOPAsi — MOJHOUEHHAs
X-xpomocoma. J1ast coMaTHYECKHX KJETOK TaKas BO3MOXKHOCTH OMMCAHA He
TOJNBKO Mew1y KJETKaMH OJHOH TKaHH, HO M pasHelXx TKameil [137]. M na-
JKe eCil HMECTCS HEeCKOJbKO MyTauui (HO Ha Kaapoll X-Xpomocome B pas-
HBIX aJUIeNIiX), TO M TOrAAa MO3AHUH3M MOXeT CrIaAHuThb JeeKThl.

Takum o6pa3oM, He TOJbKO coraacyercss (axkr rerepoxpoMaTu3auuH
oAHOIt K3 JBYX X-XpOMOCOM B KJEGTKAaX XXEHIIHH, HO H CTAHOBHTCA TOHAT-
HbIM OHOJOTHYCCKHE CMBICA TaKOH HHAKTHBalHH. B NMpOTHBHOM cJaydae OH
npocTo Heobbsacnum — X-XpoMOCcOMBl OueHb 6oJblune, HecyT 6oJbllie BCErO
(CHOB, MHOPHC M3 KOTOPBIX BBIMOJHSAIOT O6IeKIeTouHble QYHKUHH H (YyHK-
LM, HC CRBsI3aHHBIE C TIOJIOM, H B TO K€ BpPEMS B OTJHYHE OT ayTOCOM OXHA
113 MX KOHJICHCHPYETCS, a Y BCEX ayTOCOM HH OJHa H3 HAeHTHUHBIX XPO-
MOCGM HC KoHAcHcHposaHa. M3 npusenenHoro ke aHaiausa caejpyer, 4To
KOIUlencaust olHoi u3 apvy X-XpoMoCcOM M NMPOHCXOAHT BCJEGACTBHE HX
0c0o00ii BaXKIIOCTH.

[lakoHew, CJCAYCT YUHTHIBATL H eule OAHY OCOOEHHOCTh 06CYXKAaeMo-
TO SBACHHS., 3akM04eHHe 0 DVHKUHOHAALHOR UHAKTHRAUWM ONHOH M3 ABYX
X-XpoMOCOM B KJCTKaX KEeHCKOro OpraHuaMa cAefaHo Ha OCHOBAaHHWHM UHTO-
JOITUCCKHX JaHHbiXx. Ho LuTOJOrHuecKHe MEeTOLBl UMEWT N0 OTHOIIEHHIO
K refoMy pechbMa HeGombllloc paspelledde. [TosToMy eIHHCTBEHHOE KOPPEKT-
HOE 3aKJIoueHHe, KOTOpPOe B JaHHOM CJydac BO3MOXKIO, CBOAHTCA K o60c-
HORAHIOMY HAPCANOJI0XKCHHIO O (PVHKIHOHAJNBHOM BBHIKJIOUEHUH 3HAUYHTEJb-
HOfl uwacTH rcHoB oaHONl W3 X-xpomocoM. Ho yTBep:KIaTh, 4TO BHIKJIOUE-
HLI BCC relibl, KakKHe M3 HUX, NOCTOSHHO JIH UX YHCJIO U COCTaB, HA OCHOBA-
HHH DHTOJTONHIECKUX HZJGJ}OJGHHﬁ HEBO3MO2KHO.

Hexoast 3 Bcefl COBOKYNHOCTH JAHHBIX MOXKHO NPENNOJOXKHTB, YTO Te-
Hbl X-XPOMOCOM IKCHCKIIX KJICTOK CHOCOOHBI )y HKIHOHHPOBATDL B PA3THUHLIX
pexinnax, obecneunBas ONTHMAJLHBIE DelIeHHs AN TKaHeH M OpraHosB,
BO3MOJKHO, jlaxe (oJsee YCNeUIHO, YeM TeHBl ayTOCOM.

OnHako MMEIOIIMCCS NMOKA AaHHBIE HOCAT BCe Ke ¢parMeHTapHblfi xa-
paxtep. MoxHo aymarh, yTO B CBOefl MOJHOTe CHTYallHsi, CBsi3aHHas C AU-
JWIOKANOCTHLIO Mo X-XpOMOCOMe JKEHIINH M IalJIOHAHOCTHIO MYIKUHH, OKa-
WeTCst HaMIoro CJ0XKHee M HHTepecHee Onarogapsi UMnpuHTHHry. M nos-
BYI0 KAPTHHY ABJCHHA CLILE NPCIACTOUT YCTAHOBUTA.

I[()CTZI'I()YIHO HeoOnuasa CHTVALUHuAa H C He?[,-'IGpIIOI‘:{ HACAC€ACTRCHHOCTLIO.
N‘lIT()X()II;LpH&JIbe[e ICHOMBI NEPedarTCA B INOKOJECHHAX TOJLKO TIO K€H-
CKOil JIITHHH, a Y MYXKYHH OHH BCerja sIBASIOTCS TYNUKaMH. DTO A0CTaTOY-
HO XOPOIIO U3BCCTHOE SIBJEHME NOKa HE MOJYYHJO palHOHAJILHOro o0bscHe-
uug. Ecan nonetarhcs NpoaHaJH3HPORATL €ro, TO MOMHO NPHHTH K eIHH-
CTBEHIOMY BBIBOAY. MaTepuHCKHI) THN HAc/NeIOBAaHHSA, NPH KOTOPOM MYK-
CKOfl OPraHu3M noJiyyaer ToT 3Xe 06beM M KaueCTBEHHEIH COCTAB MHTOXOHI-
puil, Uro H JKEHCKHif, HO caM He MOXeT IepeAaBaTb €ro 4epes raMeTHl,
IMcCer TOJMLKO OAITH OIOMOTHYECKHH  CMBICH —— HCKTIOUEHHE BO3MOMKHOCTH
(dhopnUPOBAHHA CMELIAHEOTO COCTaBa MHTOXOHAPHHA B 3Hrotax. D710 cosia-
€T NPEIIOCHIIKY MOJNHOH 3JAHMHHALMM MYTAHTHOR NONYJSIMH MHTOXOHI-
puit  {ccaw  MyTalTHble TeHOMB! CNOCOOHBI BBITECHSITL NOJHOUEHHBIE UK
HANOASTCS ¢ HIMH B DaBHOBECHOM COCTOSIHHM), €CTECTBEHHO, BMECTE C HX
objajaTejsIMH U HE OCTaBJSIET BO3MOXKHOCTH AJI KOMIUVIEMEHTAallHH Apy-
THM, NOJHOUEHHBIM COCTABOM M DAacNoi3aHug 6aarofaps 3ToMy ae(ekTHBIX
TeHOMOB B INONYJdU0HH. BeIlb MI/ITOXOHAIJHFI B KJIETKE€ MHOTrO, 4TO HEe pgaet
BOZMOIKIIOCTH pa3lejeHHss B raMerax Ha MOJHOCThLIO MOJHOLEHHLIE H He-
NMOJHOUCHHBIC, KAK B CJYyUae XpOMOCOM € HX MHTO30M H Melo30M.

Des sHroTHYCCKOTO CMEIIMBAaHHS MHTOXONIAPHIT (a Apyroe B npHpoje
JICKIIOMCHO)  AJs] HHX TOJOBOE BOCTIPOM3BEICHHE HHUEM He OTJIMYACTCA OT
COMAaTHYeCKOro KJ/oHHpoBaHHA. M Bca aunus mogedl, Gepymux Hawamo ot
OAHOIl FKEHIUIHbl,— 3T0 OAHH KJIOH MHUTOXOHApHUH. [TosToMy, ecan nosiB/s-
eTCA MYTalls, MEAJEHHO BBITECHAIONAs HOPMaJbHBle MUTOXOHADHH HJHM Ha-
Xoaaulaacst ¢ HUMH B PaBHOBECHH (CErOJHS Y¥e€ H3BECTHBI Pa3JHUHbIE Ba-
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pHaHTbl MVTaUHil, NMPHBOIAILHEe KaK K NIOJHOMY 3aMEUIeHIIo, TaK 4 K ycTa-
HOBJIGHUIO PAaBHOBCCHBIX MONMYJASALMA MUTOXOHADPHHA, 00OYyCJ/OBJAHBAIOLIME Ha-
c/leACTBeHHble Goac3Hi [138—141]), To salMHHHPYET BeCch KJIOH, T. €. BCC
ocofH, NOJYUUBIIHC TaKylo MyTalivio. M 3To npousoiiger, Aaxe ecJH ¢ Mo-
MEIITa BO3NHKHOBEHHS MYTALHH MPOIIIO HECKOJIBKO MOKOJIEHHH, JaBUIMX
HCOOXO/HMOC BpeMs I1Js BbITECHCHHS] B TAaKOM <«KJOHE» IOJHOLEHHBIX MH-
TOXOHAPHH (MM YCTAHOBJEHHsI pPaBHOBECHOTrO COCTOsIHIs). Beap Bce ocobu
BCeX TAKHUX NOKOJCHUIl 175 MHTOXOHAPHI — OAHH KJIOH H B HHX BpeMs
(nas pasBHTHS TaKOro mpolecca) v BCeX OJMHAKOBOE He3aBHCHMO OT BO3-
pacTa u noJsa. A BOT ecdu Obl 3UTOTHYECKOE CMelUIMBAHHE NPOUCXOTHJO, TO
BBITCCHEITHE MVYTAHTHBIMH MHTOXOHJpHAMH HOpMaJIbeIX 3aTArABaJo 6!)[
JAHHDbLE npouece, 0cofH N0 COMEPIKaHHI MYTAHTHBIX H HOPMAJBHBEIX T@HO-
MOB Oblnl Obl pa3HbIMil H NPOHCXoJsiliee sABIANOCH Obl HE NPOLECCAMH B
WJAOHAX, 4 HH(pHUHPOBAHIEM. 3arpsi3HeHlie NONyJasauli Morjao 6bl UMeThb ca-
MbIe HeKeJsaTeliblible TOoCHeACTBUSA. Ha CTpaxe 34xeCh CTOHMT MHTOXOHApH-
anbHulil GUALTP, HCKMOUAUUITT NonaiaHue MuUToXoHApHaabHoit JHK ue-
pe3 cnepMaTo3CHILI. B stom — €ille o11ta poJib MYXKCKOTIo IIoJa.

Meanguita 11 31ech BHocluT csoio Jenty. C nepeJWBAaHHEM KpPOBH, Me-
peca1kofl TKaHeit 1 OpraHoB M T. 1. NepejaloTcs H MHTOXOHIADPHH H TENepb
VIKC BO3HHKACT NPHULHIHAJABbHAS BO3MOXKHOCTH HH(MUUHUPOBAHHS U MYTAHT-
HBIMH MHTOXOH,IPHSMH H3 KJOHOB, XOTS OUEHHTb KOJHUECTBCHHO TAKYIO BO3-
MOXKIIOCThL MOKa HCJb3si. B NMpHHLHNNAJALHOM 2Ke IJIaHe 3KCIepPHUMEeHTAaJhHO
HOKa3a10, 4YTo JIPH MONAaJdaHHH U3BHC B KJeTKH 4CJ0BE€Ka H3MEHCHHBIX MH-
TOXOHAPHII OHH B HIIX UEpPC3 IICCKOJAbKO 111€HAb 3aMCUIAI0T XO34HCKHE HMeH-
HO MO MCXAHW3MV BHVTPHKJIGTOUHOI ceacKuuu [142].

Ho u na 3TOM He 3aKaHuHBaeTCsl HeOOBLIUHOCTL IFeHeTHUEeCKOro cratvea
MyxunH. Haunem ¢ X-xpomocombl. Tak e, Kak U MHTOXOHApPHH, OHa Bcer-
A4 MYRKUHMHC jJocTacTes oT MaTepu. B cHiay abCOMIOTHBIX 3anmpeTroB, CRsI3AH-
HBEIX ¢ caMoil npupooil nosoBoil penpoiykuuu, X-XpoMocoMa OTUQ HHKAaK
He MOKeT OblTh NCpelaHa CHIHY. 3aTO CBOMX eAHHCTREHHVIO X-XPOMOCOMY
ortel B cHJY Toil camMoil Mpupoabl nepenaer fouepH. [103TOMY V YKeHIUIHHEBL
0683aTCJALHO NPHCYTCTBYET OAHA X-XPOMOCOMA, JIOJAVUCHHAS OT OTHA (BTO-
past ot matepn). M3 storo BeITexaeT VIMBHTENBbHOE HCOUCBHAHOC CIENCT-
e, [ToCKOALKY MVYIKUMHBL TamaodIHbl 1o X-XpOMOCOME, TO MYTALHH IO
FCHAM, PacliOJOACHHBIM Ha [ 1aHHOH X-XpOMOCOME M 3KCIPECCHPYEMBIM ¥
MV2KUHH, 00d3aTeldbHO JaayT MyTaHtiblii deHotnn. JKeHwuHsl no X-xpo-
MOCOMC JMILIONIHBL, I Y HHX, KaK IPaBHJ0, NPOABATCA de ROUVO TOJBKO
JICMHHAHTHBIE MYTauuu (1a 11 To He Bce). Ho y ransonioB pelecclBHBIX
MYTaUH# HC MoXieT OBITL MO NPHPOJEe ralJOHAHOCTH. [109TOMY MYXKCKasi
NOMYJSILHEA B CHJIAY XPOMOCOMHOII 0COGEHHOCTH NOJIOB SIBJSIETCS YHCTHJIbILIH-
KeM X-XpOMOCOMBI AJS MEHCKOH NOMyJASUHH H Yepe3 HHX — NJs BCero BH-
& B 1eJ0oM. B Ka)XI0M NOKOJeHHUI YKEHILHHA NoJyuaeT oj(HY anpoOupoBaH-
nyto mMyxuuHoii X-xpomocoMmy. B cavuae ke, ecau anpoballist NOKAa3biBaeT
AeheKTHOCTh, TaKas HenosHOLeHHasi X-XpOMOCOMa BMECTE C €€ HOCHTeJNeM
IHMHHHPYET H3 Monv.IsAU0HH. DJHMIHALNHA, KOHCUHO JKe, He abcoJioTHas,
a BeposiTHocTHad. Ho uyem ciiibHee dedeKT M dKecTue MOCTHATAJBHDIA
(uABTP, TEM JHMIIHAUHUS BEPOsiTHEE BILIOTH 10 MPAKTHUCCKH alCOJIOTHOI.
MyokunHa 2Ke, Kaxc1plil 6e3 HCKJIIOUCHISI, NMOJAYIAcT NPH POXKIACHHH OT Ma-
Tepu Ha anpofauHio HoBYio X-xpomocoMy. M Tak HenpepriBHO 11 Gesmapu-
AHTHO. DTO KacaeTcs He TOJbKO K.JACCHTCCKHX HACJ/CACTBEHHLIX Je(CKTOB,
o 1I OTCPOUCHHEBIX, TAK KaK MOCTHATAJbHBIT PpuabTp vOupan (I B Kaxoi-to
Mepe MpOAOJIZXKACT elle VOupaTh H cciiuac) Te GeHOTHNOB (M, TakuMm o6pa-
30M, MYTQHTHBIC TEHOTHIBI), KOTOPHIC GBI OTSIFOILEHBl H MO HE sIPKO
BLIPaKEHHbIM JiedeKTaM.

o X-xpomocoma co1epHT HC TOIBKO TClBl, 06YCJOBINBAIOUIKE pe-
npojavkiuio. Bosec Toro, colep:kaiie TeHOB, JNETEPMHHHPVIOLIHX MOJ, B
ueft oucnn nescsnkKo. Ilprpoja BHecaa B Hee GOJBIIOC KOJTHYCCTBO HHBIX
KPHTHYCCKH BarKHBIX /IS XKU31H NPH3HAKOB. BoiuncTKa nonvasumi HAeT
H OT IIHX: BCe, YT0 Ha X-XPOMOCOME,— ¥ MVIKUMH TalJIOHAHO, a MOTOMY JIO-
MHHAHTHO. DTOlt 0ueHb 3P dCKTHBHOIN DOpMON OYHCTKH MOMVIAAUMH OT MV-
TAUHOHHOTO TPY3a MOJKHO OOBACHHTL pasmcp X-XpOMOCOMBL Y 4enoBCKa
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ona cogepxut 9 Y% Bceit JJHK [143], B To BpeMs Kak yCPCAHEHHbI pa3Mep
0AHOIT ayTOCOMBI cocTasJsieT uyThb Oojsee 4 ¥ reHoMa, a CpeiHHil pasmep
XPOMOCOMBI TMOJHOrO ralIOHAHOTO MY2KCKOro Habopa (22 ayTocomul IUIIOC
Y-xpomocoma) — menee 4 %. Taxum o6pa3zom, Y MYXKYHH OOWHA 0ObeM
renoMa (3a CYCT TOro, YTO €ro BTOpasi MOJOBast Y-XPOMOCOMa CYLLECTBCH-
HO McHbllle X-XPOMOCOMBI) MeHbIIE, UeM V JKeHIUHH. Bo3MoxHO, pasHu-
i1a 3ta eule Goabiue. Ha 3¢p(perTHBHOCTL BLIYMCTKH BJHAET €llle OjJHa OCO-
6eHHOCTD — 3aMECTHTEJIbHOE 1aBJIeHHEe «MYMCKOH» (T. €. JocTaBuliefics or
MYIKCKO#, a He KeUCKOil JIMHHH) H, TakuMm ofpazom, npouciweii anpoba-
UHIO ravionan3anueit X-XxpoMocoMbl B KCHCKOM KapuoTune. B mepsom rno-
KOJIEHHH Y MKEeHLIHHB MPHCYTCTBHE O/HOH X-XPOMOCOMBI OTHUA JETePMHHH-
POBAaHHO CO CTONPOLEHTHOH BEPOATHOCTLIO. BO BTOPOM MOKOJNEHHH (IO JKEeH-
CKOH JIHHHHU) ONsiTb OZHa X-XpOMOCOMa 7ocTvraeT ofs3aTeJbHO OT OTLA
(T. €. HCIOCPEACTBEHHO anpoGHpOBaHHasi ralJioMAM3auHeil), a BTOpas, Mmo-
JIYUCHHAs OT MaTepH, ¢ BepoaTiocTsio 50 Y% I1ocraercs or 1exa (T. e. am-
pobupoBaHHAas Bcero Ha NOKOJEeHHe paHece). B TpeThbeM NOKOJEHHHM — ONSATh
#e onna X-xpomocoma o6si3aTelbHO OTUOBCKasi, a BTopas (MOJYuYeHHas OT
MaTepH) ¢ BepoATHOCTHIO 50 Y MOCTVIUT OT 1ela H ¢ BepPOATHOCTLIO 25 Y% —
or npaaena H T. X [lostoMy RbIpazkeHue THma: odHa X-XpOMOCOMa Y KeH-
LUITHB OT OoTHa (T. e. «MYKcKafi»), a BTOpas — OT MaTepH {T. e. «XeH-
CKasi») HMEET JHIUb TOT CMBICI, YTO «iCHCKas» X-XpoMOcoMa MOCTYNHJa
HENOCPENCTBEHHO OT MAaTepH, T. €. XOTb OJUH pa3 MpolLIa uepe3 MKeHCKUIl
oprannam. Ho nmo cBoeMy mnpoHMCXOXAGHHIO, YUHTLIBAsE OUeHb CHJABHOC 3a-
MEeCTHUTEeJIbHOE [aBJeHHC, (PAKTHUYECKH BCe »KeHCKHe X-XpOMOCOMBI AOCTa-
JOTCST OT MYMKUYHH H HENpPepBIBHO OOHOBJSIOTCS CBEXHMH «MYXKCKHMH» XKe.
[TosiBasiioTcss MaHHBIC H O Pas/HYHAX B ayTOCOMAaX Y MYXKUHH H JKEeHLIUH.
Tak, 6p10 of6HapyXKcHO, UTO OOLUMH TE€HETHYECKHH pa3Mep XpOMOCOMBI
Ne 12 v myxuun pasen 111 CM, a v wenmun — 2568 CM, 1. e. 12-51 xpomo-
coMa y KCHIUMH GoJiee ueM BJBO€ NpeBbILIAET TAaKOBYIO y Myxxuunu [144].
Hekoropble renst ¢ TKaHecnmeuugHueckoil 3skcnpeccHell ¢YHKLMOHUPYIOT
JHLIL B TOM CJAydae, €CIU ayTocoMa, HX COjepIKalllasi, MOCTymuaa OT CaM-
0a, U He QYHKIHOHHPYIOT, ecyaH oT caMkH [145], u 1. 1. OfHaKo noka He-
SICHO, HACKOJIbKO TaKOe sIBJICHHC YHHBCPCAJbHO.

YKe TOALKO B CHJAY 3TOTO MYXKUHHBL IOJIMKHbL HMETh MEHBIUVIO cped-
HIOIO NMPOAOJIXKHTCJBHOCTDL ZKH3HH, TaK KAK OIIOJIOrHYECKH HA HHX BO3JIOXKE-
1a QYHKLHS OYUCTKH MONYJsiLHH OT ab6CONIOTHO HENpHEeMJIeMbIX U MO3TOMY
CAMBLIX CYLICCTBCHHBIX AJsl BHAa HAPYLIEGHHI — PCMPOAYKIHH H KOMILIEKCa
APYrHX JKH3HCHHO BaXXHbIX TPH3HAKOB, AeTEPMUHUPOBAHHBIX X-XPOMOCO-
Moii. M nockoabky GHOJOTHYeCKH DeNpoAyUHPYIOLEH 0COObl0  SIBASICTCS
JKCHILHMHA ¥ YHCJAEHHOCTH NOMYJAALHH OINpelensieTcsl YHCJACHHOCTHIO JKEeHLIHH,
BHIUHCTKY OT HapylueHdl Ba)KHeHINHX (YyHKUUH NpPHPOAA BO3JIOXKHJAA Ha
MYKUYHH. A pa3 BBIYHCTKA TFEHOTHNA B NPHPOAE MOXKET OCYHIECTBJASATHCS
TOJIBKO 1YTCM 3JMMHHALHH HOCHTCAs JledekTHoro eHoTuna, MeHbllas
(cpeansas! T. ¢. cTaTHCTHYCCKAsi MO BCEl NONYJSILHH) NPOAOJIKHUTENBHOCTD
JKH3HM MYXKUYMH IpeaonpeneseHa OTBeAeHHONH MM peaauell. EcrecrBeHHo,
3TO HC CBOWCTBO TOJIBKO 4YeJOBCKA. OHO JA0CTaa0oCh HaM 2BOJIIOUHOHHO. HO
pas [OCTaaoCh, d YEJAOBCK MepcCliesy B CTATYC Sapiens, TO 3TO CBOHCTBO
CJedYeT KOPPEKTHO OLEHHTh, NMOHATH H, Koraa yiaacTcsd, B3ATL NOJ KOHT-
poJib. B JHBOTHOM MHPC YHCJIEHHOCTh CAMIIOB B OYE€Hb ILIHPOKOM Mpeaese
He BJHSEeT Ha PEeNpOAYKLHIO TONYJAsiUHH B UedoM. M ecau HX KOJHUYECTBO
VMEHLIIHUTCA, CKaieM, Ha NOpPAA0K, TO 1Js1 BHAd 3TO HC 6y}1e'r HMETb CVY-
LIECTBCHHOTO 3HaveHHs. A BO MHOTHX CJAydYasiXx JIHIDHHX CaMUOB BooOile
H3IrOHAOT, YTOOBl «He MyTaJuCh NMOA HOraMu». 3aTO CCIAH HA TOT :Ke NopsA-
JOK CHH3HTCH YHUCJIO CAMOK — 3TO He MPOCTO HAAOJT0 CHU3HT UHCAEHHOCTH
BHAa, HO NPHU ONPCAENEHHBIX YCJOBHAX BOOOLIE CMOXKET NMOCTABHTL €0 Ha
rpaHb HcYesHOBeHHA. MyIKCKOR M JKCHCKHII MOJ JaJICKO HE PaBHO3HAUYHBI
nasi Buaa. M Bce uzBecTHOe 0 DEHOTHNHTECKHX PA3JTHUHAX CAMIOB H CAMOK
ToMy sipkas Hamoctpandg. Cameu oOblUHO Kpymilee, CHAbHee, aKTHBHee.
XHLUIHUK Ha Hero cKopee o6paTHT BHUMaHHe {Msica-To noGoJpliue, 4YeM y
camMku). Y cuna npurogutcs, urobbl, nokKa ero CbelAsdT, OH 3aAEPiKan XHIU-
AHKa TOAOJLIIE (ec]H He yoacTCsi OTOTHATh).

1SSN 0233-7657. BUOITONMHUMEPBI M KJETKA. 1991. T. 7. Ne 2. 53



Banarojaps COLHAJbHOMY CTATyCy ) 4YeJlOBEKa BHeUWIHHe arpHOyThHI
JKM3HH BO MIIONOM H3MEHHJHUCH, 110 GHOJIOTHIO COIHAJNLHBIM CTAaTyCOM H3MeE-
HHTDL HeJb3si (BO BCAKOM CJydae, NOKAa H K CUACTbIO AJ7 YeJOBEYECTBa).
A Bot VUHTHIBATEL CJIeVeT.

Yacrnynay TamioniIHOCTb MYMKYHUH ¢ OCOOEHHOCTLIO HacJeJOoBAHHA
X-NpOMOCOMBl ONPEICAsICT Chie OAHY HX ocobeHHocTs. Hekoropoe Bpems
TOMY HA34J NPOBEACH aHAJNH3 PacOpedefeHHs NOUYJIALHH MYKUYHH H JKeH-
IHH 1i0 KPHTCPHIO OTKJIOHEHHS OT CPEeIHEero 3Hadenust (B OCHOBHOM MO IO-
Ka3aTeas1M, CBA3AHHLIM ¢ NCHXHKOH). Ilo cTaTHCTHKe BBIXOAWJIO, YTO KeH-
LINIBI PACTIPCACASIIOTCST B BH/le KOMNAKTHOTO HMKA C KPYThIM MAajACHHCM OT-
KJA0IeLUHl 0T CPeHEerc 3HaueHusl. Y MYXKUHH K€ BCH KpHBasl pacnpede.ie-
Hia OuLla CHJIBbHO PacTSHVTA ¢ 60Jiee HUSKHM BCJAEACTBHE 3TOIO [IHKOM,
COOTBETCTBYIOIUHM Cpe/lHCMY 3HauyeHH10. Ecsau cpelLHce NPHHATBH 34 HOPMY
(a apyroro yiOBJETBOPHTEJNLHOIO YIIMBEDPCAJbHOTO KPHTEPHA LJId onpeje-
JIEUlsi HOPMBI TIOKa ellle HEeT), TO MOoJyuaeTcs, YTO ¥ MY’KUHH 3HAUYHTENBHO
foanlwe npeacTaBHTe el MO0 CPABHEHHIO ¢ MEHIIHHaMH HUMelOT OTKJIOHEHHS
(KaK B CTOPOHY «XyXe», TaK U B CTOPOHY «Jayuure»). Ilo oTkaoncHuit He B
1HCJOM, & TOJNbLKO [0 OTAEJBHBIM NOKA3aTEeAsAM.

Bee 310 OBIMO BechbMa JAOGONBITHO, HO MEXaliH3M N0, 100HOTO SIBJAEHUS
He TOJLKC He 06Cvicialacs, HO AaXKe Kasagaoch, UTO OH BooluUlc Maaopea-
JeH. Ila 1 BHIrAdneno Bce OUeHb YK KaK-TO TEHAEHLHO3HO — OJHH MOJ,
3HAYHUT, «OT NPUPOABI» UMeeT GOJbLIEe BO3MOXKHOCTEH, a ApVrodl — MeHnile,
Hexopoiuo. Mutepec Kk mpobaeme yrac. Ho npHpojaa He NMOHHMAeT HAIUHMX
SMOIMH U He cuuTacTcs ¢ HaMH. ONBIT 2Ke ¢¢ NepeleablBalius N0Ka3ad, uTo,
110 KpaiHe# Mepe JIOKa,— 3TO HaACXKHLIM BapDHAHT CaMOYHHUYTOMXKEHHS TOro
o011ecTBa, KOTOpPOEe 3aHAJIOCh MOJOOHONH ACATENbHOCTHIO. A BOT HCXOJs H3
FeHETHKH MYIKCKOTO H eIICKOro moJa HHaue K ObITh He MoxeT. [leficTBH-
TEJbHO, MO ABYM XPOMOCOMAaM MYKUHHBLI TalJOHAHBL. 3HAUHT, MYTALUHH B
HUX (B TOM YHCJ€ H JHIUb YAaCTHYHO MeHsIoUHe (PyuKUEHIO, O YeM NUCAJA0Ch
Bbillie) OYAYT NPOSIBAATHCS cpasdy. A y XKEHIUMH OHH KOMIEHCHPYIOTCA BTO-
poit X-xpomocomoii (Y-XpOoMOCOMBbl BOOGIIE HCT), H €CNH TaKHe MyTaHThHI
HE TOMO3HTOTHBI MO MyTaLUM, a MYTalUH He AOMHHAHTHBLI, TO HX IpOsBJE-
HHe, KaK MHHHMYyM, Oyicr criaxeno. Bor u Mexanuzm 6ojee LIHPOKOTO
pasfpoca OT cpejHero 3HaUCHHS y MYXUHH. A MOCKOJALKY ¢ X-XPOMOCOMO
CBsI3aHbl OYCHL, MHOTHe NCUXHUYcCKHE (yHKUMH, TO U paszbpoc 6yner Ajis
HHX npocro obsizatenbHLIM. Dojiee Toro, takoit pas6poc HaaCKHO CTpaxy-
ercsi. Beabn X-xpoMocoma nepcaaercss CLIHY TOJNbKO OT Martepd. WM ecnu
KpafiocTe pa3fpoca yCTpaHsieT My2KCKOW HHAMBHA, HMEIOUIHHA aalioe mpo-
SIBJIEHHE, TO €ro IGHOTHII MOXKET COXPAHATbCA B MATEPHHCKON JHIHH |
BOCIIOPH3BOANTLCA ONSATb, TCOPETHUYCCKH CKOJb YTOAHO MHOro pa3d. Taku
o6pas3oM, KakK 3TO HH CTPaHHO 3BYYHT, lIHpoTra pasbpoca BapHauui oT
CPEAHEro ¥ MYXKUHH COXpaHsieTCs JKEHUIMIIaMH, Y KOTOPBIX OHA HEe MpOsB-
Jasetcsa BooOlle MJAM RPOABJAETCA CyLleCTBeHHO Menbuie (Osarozaps 1o.d-
HOU ANIVIONAHOCTH). DTO ONPEACASieT W OCOOCHIOCTH NOBCAEHIIS i ACATCb-
HOCTH MYXKYHH H JKeHIMH. M nepenaHo 3T0 HaM TOXKe OT BHJOB ~— Ipapo-
auTeneft poaa awiackoro. Econi OTKJAOHGHHE, PeadH3yCMOe Yy camila B JaH-
HOC BPEMS, BPCAHO — Ol THOHET # [1DH3HAK He piacnpocrpansiercss (1o co-
Xpa#ACTCs 415 HOBOH NpoObl B HOBBIX YCJOBHSX). A nOoTeps caMia aag
BHJa —— ARACHHE Boobile HezaMerHoe, CaMKa 3KE, HOCHTGNbHHLA 1HEMPOAB-
JSICMOTO B HEH [PH3HAKaA (THILIOHAIIOCTL!), COXPAHSCTCH, UHCJICHHOCT! ca-
MOK 1451 BHJa — KpuUTHYHA. Lcai XKe mpHslaxk NoJIe3eH — OH DACIPOCTpAa-
HSIETCSE B MOMNYJSUUH, TaK KaK TelePh yIKC 0T CaMLa MOAACT PCOpPOaY KLU
J1 HOBOE, ¢ OJHOfI CTOPOHBI, HAHCT VBCJHYITBATBCS COOTBETCTHCINIO VBEJHU-
YEHWIO YHCJIEHHOCTH 0CO0eH, a ¢ APYroli — yHAeT B HAACKHOE XDaHHJHLLEe
JIO NOPHI /10 BPEMCHH He TPOABRJISEMOTO JKEHCKOrO reHOoTHna (moka He BO3-
HHKHET TOMO3UTOTHOCTB).

Tenepbs npoaHanuaupyeM BKJIAA B CPERHIOIO NPOJOJKHTENLHOCTh ¥KH3-
HH MYXK4HMH Y-XDOMOCOMBIL. Ee ctaTyc y BHAOB, 47151 KOTOPHIX OHZ XapakTep-
Ha, B TOM YMCJe H Y UYeJOBEKa, BeChMa CBOeoOpasHHIN. Y-XpoMocoMa HApH-
Cylla TOJILKO MYXCKHM OCOOAM M HHKOTLJAA ONSITh K€ B CHJIY NPHPOAH sIB-
JeHHs1 He MepefaeTcs XKEHIIMHAM. Y-XpPOMOCOMa NepelaeTcs TOJbKO 10
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MVZKCRON andait o1 otie cpiHy. M Tax ne to, uto ot Afama, HO 3am0Jro Ao
er¢  lOSBJIEHHS — vV  IPCAKOB 4YeJOBeKa M IPeJKOB HX IpeikoB. DByayuu
BeCrla TalIOUIHLIMH  no Y-XpoMoCOoMe, MYZKUHMHLI caMH, H TOMLKO OHH,
SBSTHOTCST H HOCHTEMAMH, H UHCTHAbLIUKAMHU.

I'Ty kpaliein Mepe v ucdoBeka Y-XpoMocoMa HECCT Ha y/AHBJEHHEe MaJto
HACAC/(CTBCINON MIopMallin — NPaKTHYECKH TOJALKO TV, KOTOpas onpele-
Jsier Myzkexoit noa [146}. Ho ¢ TOUKH 3peHHs OUHCTKH HONYJALHM OT MY-
TALIONEOIO  Tpy3a Tak M A05KHO OLITh. IHOCKOJMBKY DPOKY OT OYHCTKH
Y-¥poMocoMBl JKeHCKOH cocTap.diomell 11, Kak Cre/JCTRHE, BHAY B LCJOM
HCT HHKAKOro, Hasiunc na Y-XpOMOCOMC HWHBIX TCHOB, ja elie B 60JbLIUOM
KO HUCCTRE, IBOMIOUHOHHO 0€CCMBICACHHO.

Il 910 noITeeplacTes elle OMHHM Y IHRUTCILHBIM — aBigeHHem. Ilo-
CLOMLKY BCC XPOMOCOMDI, KPOMC NOJOBBLIX, V MY2KUIHBL IIPHCYTCTBYIOT B
ABVY  YK3CMILIAPaX, TO PCKOMONHAWIst MCHIY UHMH (H ¢ Becodafituci
CTPOruCTLIO TOJILKO MCXKIY HHMH) INpeIvCMOTpPeHA 3BoJIonHell Ha CTpyK-
TVpHOM VporHe. HTo ke KacaeTest MOAOBBIX XPOMOCOM, TO CBOCH ramnlouz-
HOCTLIO OIHH HAPYIUAIT 3TV CHMMETPIIO., B peayibrare BEPOATHOCTL PEKOM-
GUDAIINL MCOXKAY HIMI jogdKHa ObITb BbILIC, YCM MeXAY PAasHBIMH, HE Tro-
MoOJIOrIUNBIMH, avTocoMmamB. Tak ono 1 npoucxoaut. Ho Torma nepenoc
YACTH BacheICTBeRHON HiopMaunu (lame TOfl, KOTOpas HE onpeaeaser
oA 1 HOITOMY, Kazaaoch Obl, HE 3ampellena, TaK KaK HC HAPYLIHT Penpo-
avkii) ¢ X-XpoMocoMmbl Ha Y-XpoMocoMy OVIeT NMpUBOAUTL K 3arpy3ke ee
reHaMH M 3(P@eKT OUUCTKH NONVJAALHMH CHH3UTCA. 3HAYHT, IOJMKEH OblTh
KAKOI-TO MCXaHI3M, YCTPaHAWILMI TakKyi BO3MOXKHOCTL. M oH neficTBu-
TeapHo ecTh, Mexkay X- n Y-XpoMocoMaMH CYILUECTBYCT onpejeneHHas o00-
Jacth romosioruu. Moxoria Gapbep peKOMOHHAIHOHHOrO ofMeHa 1o Jo0biM
OpHYIITaM NOHHXKAETCA A0 YPOBIA peatuaalli, OH B CHJY pe3Ko MNOBHI-
WCHHO BCPOSITHOCTH HPOTCKAHHSA MO TOMOJOIHH OCVIICCTBJSCTCS HMEHHO
NG 1aHHBOMY VUACTKY, a Mo APYTHM, obuiHpibiM ofGaactaM Y-XpPOMOCOMBI,
He siponcxoznr [146]. O1HaKO 3TOT yyacToK HHQOPMALMOHHO NyCTOll. DBO-
SHOMUITST HOCTABHIA ¢BOeoBpazNblii HPeAOXPAHITCAb-T0BYIIKY: KOI/1a HPOOH-
BAIOTCA BCC 3alpeThl, peKoMOUHAUHA e NPUBOAUT K MNEePEepPacnpeie]eHHIo
HACTECTBEHHOTO MaTepHaaa. Ecad ke M 3TO LIpCOoJoJicBacTCa — TOrAa B
CINIY CTPVKTVPHOTQ pPachno/ioXeHHs reHOB, AeTepMHHHUPYIOIIHX foJ, oOMeH
HHGOpMallleli TPUBOIHT K HAPVUICHHIO PENnpoiYKLHU B (QeHOTHIE, H obpa-
30BaBUINICA TeHOTHN 3JAHMHHUpYeT [147].

Onuaxo kak HU Mana HHGOpPMAUHMOHHAsi Harpy3ka Ha Y-XpOMOCOMY,
oHa TCM 1e McHee uMeercs. M B cHAY ranioupHOCTH To Y-XpoMocome
MV2KCKAS! U4CTL HOUYJISILHK TAKXKC /OJKHA HMEThb CPeAHION MPOAOJKHUTEb-
HOCTL JKH3IKH McHblIc, KpoMme oOGBIYHBIX MVTAUHH, A Y-XpOMOCOMBI HMeeT
MECTo CHIC OJIHH THIT H3MeHCHHII, He CBOMCTBEHHBIA APYTHM XPOMOCOMAaM.
JLoist XpoMOCOM CYIECTRYeT CNeLHadLbHBlT MCXaHu3M H36aBJeHHs OT TPaHC-
CO30108, 00141210IHX C1a0biM Hospek a0y 3ddekToM. 3akiiouaerca
OH 5 ONPUACHEHHBIX peKoMOunauHoHHbXx cobblituax. Ho Y-xpomocoma B
CHAV QTCYTCTRISI TOMOJOrA Ile VUYACTRYET B KPOCCHHTOBCPE M BCJIEACTBHE
TOrO HACHILEHA (4, BO3MOIKNO, 1T Tepechllnena) tpancrnosoHaMu [148].
JKesexyvio sRe nosonany 91o BooOlIe HHUKAK HE 3aTparidBacT, IOCKOJABKY
Y- peMGCOMa Y OHIX OUCYICTIVET.

[les ceqn Takas citryaltis 3anporpaMmuposana aas oOpldoro (4oTex-
HOUCHIGI0) CVILSSYB0SAIHA UCTOBCKA, TO JK060E NOBBIIEHHe MYTALIIOHION
HATPVERH H047ZKHO VBCJAHYHBATH PA3HILY B CPEAHCH NPOJOJXKHTEJLHOCTH
IS KCNIEH [T MYZKUHH — TalJiOUIHOCTb 1O JABYM XPOMOCOMAaM He JaeT
M RO3MOZKIOCTH Jif KOMICHCHPOBATL BO3HHKAWILHC AedeKTbl BTOpbIM al-
Jacaem (ero npocto Her (pH3HUYECKH), HH OTJOXHTh Ha Oyiyllee peaJHsa-
LHIO NOBPeXSICHUA B (PEHOTHNE, TAK KaK TalIOMJHOCTb HCKJIOYaeT peHec-
cusnocts. ¥ wem cHabnee Harpyvaka, TeM Goablue 6yneT pasnHuua. B stom
OTHONICIIHK TaKasg pasHHIa—3TO NOKa3aTeJb CHTYaLMH B LeJoM. MyXKYHHEI
ABJISIOTCs CTOPOACEBBIM (hecHOTHNOM Tonyasuud. OHu nepBeiMH OYAYyT pea-
THPOBATL HA BO3PaCTAIOILYIO MYTAIHOHHYKO HArpy3Ky M NOBBILIEHHe HX
CMepPTHOCTH, 3aB0JeBaeMOCTH, VPOBHSI BPOXKJAEHHBIX NAaTOJIOTHH, pa3phlB B
NPOJOJKHTCABHOCTH KH3HH 110 CPABHEHHIO € XKeNILUMHAMU MOKaXyT cTe-
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IIeHb HABHCUIEro TeHEeTHYECKOTO BBIPOXKJAEeHHA. MyXKuHHAM NPHPOACH HaHO
nepBbIMH NPHHATbL Ha cebA yaap, H 3JeCh HM He OTBEPTEThCS, KaK 3TO
4acTo OblBAaeT B APYIHX caydasX. JlOMOJNHUTENLHBIE BKJAJ BHOCHT MPOLECe
CHH¥CHHSI POXK1aCMOCTH, OCOBEHHO B cJ/avyae, npubjnxkalolleMcst K Ipe-
ACTEHOMY, KOrja YHCJACHHOCTH HacCeACHHsA CTaﬁHJlHBI‘IDyﬁTCﬂ, a MEinlHHAa
H COLHajJbHble YCJOBHS CHHXKAKOT JOPCHPOIYKUHOHHYIO CMCPTHOCTL A0 Be-
JIUUHHBL, CTpeMsilledcsl K HYJIO, T. €. NPH Kpaiine HH3KOH 3(h(heKTHBHOCTH
(PYHKUHOHHPOBAHHUSA NMOCTHATAJBHOTO QHUAbTpa. [IpH 3TOM CHHXKaeTCs H BO3-
MOMKHOCTh MEXaHH3Ma BBIUHCTKH ae(eKToB B X-XpoMOcoMaXx.

[Tpu BBICOKO# pPOKIAEMOCTH HaJHYHC HECKOJbKHX MaJbUHKOB B CeMbe
ofecneunBaer anpofauHio B Hux obenx X-xpomocom MatepH. M naunlie 3a
CYeT MoCTHaTaJbHOTO (PUaAbTpa obecneunsaercsa GoJsee BEICOKAS BEPOSITHOCTD
Nepefiaud cACAYIEeMY MOKOJEHHI0 HededeKTHON (MW ¢ MeHbIIHMH je-
¢ekramu) anpoOupoBaHHO# X-XxpomocoMbl. B cayuac e 4HCTOro BOCIPO-
H3BEJAEHHA TONYJASUHH NPH Hed(PAdCKTHBHOCTH nocTiHatanbHoro GuisTpa B
ceMbC CpPEeJIHeCTATHCTHYECKH pOXKAAeTCsi TOJbKO OJHH MaJbiHK H B CHJY
3TOro — TOJIBKO OJAHa, paclnpepenseMas Mo CJAydafHOMY MexaHuaMmy, X-Xpo-
MOCOMa MaTepH nocrynaer Boobie Ha anpobauuio. Bropasi (¢ 50 % -Hoii
BEPOSITHOCTBIO McHee ActexTHast, ecaH AedeKThl HMeloTCs) — BOoOGUIe 3J1H-
MHHHpYeT W3 DonyJsalUHH. A TcpejlaHHas H3-32 HU3KOA 3D (PeKTHBIOCTH
nocrHaTaabHoOro (GuabTpa anpoOHPYCTCs MaKCHMaldbHO HesP(deKTHBHO
(ycTpaHSAI0TCST TOJNLKO abCONIOTHO HECOBMCCTHMbIE ¢ XKH3HbIO H{HJaH) pe-
NpOAYKLHEH BapHAHTB). ITO CO BpeMeHeM HeH3B6eXKHO JO0JIKHO OTPa3HTh-
Csl HAa XKH3HECNOCOOHOCTH BCeil MOMYJSILMH, HO BCJEJCTBHE ONHCAHHDLIX BhILLE
NPUYHH PaHblile BCEro — Ha CPelHel MpOILOJIKHTENbHOCTH KH3HH MYXKYHH.
I1 neficTBHTENbHO, yiKe peajibHO DEerHCTPHPYeTCsl yTsiKeJeHHe TeueHHs 6o-
JIe3HH MY3IKCKOro HacejeHHs [149]. B psize crpaH 3apCrucTpHPOBAHO NMOBHI-
weHHe (U aBCONIOTHOC, H OTHOCHTE/NBHOC) CMCPTHOCTH MYXKUYHH OT OINYXO-
gaei [150, 151]. B Hamedl cTpaHe TAKOC MOJIOXKCHHC BBIPAMKCHO OCOGEHHO
spko. Hduass CCCP xapaxkrepua «CBEPXCMEPTHOCTb» MYXKYHH B MOJOIOM
Bospacte (20—40 ser) [53]. Uro ke kKacaercs OCTaJbHOIO MHpa, TO pas-
PBIB MeX[AV CpelHeil NPOAOJNIKHTENbHOCTLIO KH3HH MYKUHH H JKCHIUHH B
pasBUTHIX cTpaHax B 1984—1986 rr. poctur 8,2 rofa B NPOTHBOMNOJOXKHOCTD
oxupasuiemycss B 60-¢ roabl ero coxpanleruro [133]. M 310 — HecmoTpA
Ha POCT H YPOBHS XKH3HH, H YPOBHS MeHLHHBHI

B cBsi3H ¢ MyTareHe3oM cJjeiyeT pacCMOTPETh €lle OAHY CHTYAaLHIo,
KOTOpasi B CBOGCH OCHOBe CBOWHCTBEHHAa BCEMY KHBOMY, HO MO KOHKPCTHOH
peanu3alyyl HMCET MCCTO TOJBKO B UEJNOBEYECKOH NONYJASLMH, BCJEICTBHE
4yero A0 CHX TNOp He aHaJH3HPOBaJach.

Kopupymoiune nocieaoBaTeJbHOCTH COCTABAAIOT He Oodee 5 9% Bcero
reHoma ucsjoseka [152]. ¥Yxe 370 He MoxeT He HacTopaxusaTb. CerofHs
MOKa He MpPCACTABAACTCS BO3MOXKHBIM CJesaTh HCYepPNbIBAIOUIHII 0630p no
coctaBy Tex 95 9 reHoma uesNoOBeKa, KOTOpble peasjbHO CYLIECTBYIOT, HO
QYHKUHH KOTOPBIX HCMOHSITHRL. OaHako HaBecTHO, yTo npuMepHo 10 % Bcero
TeHOMa MJICKOMHTAIOIIUX COCTABASIOT PETPOBHPYCONOAQOHbEIE TeHeTHUeCKHE
sneMentol [153]. Ho perpoBHpyvcHble 3/aeMeHTH 0H1alaloT ¢rnocobiocTbio
K TpaHCno3dHuud. Eciu NpHHATb, 4TO CPeAHHI pa3sMcp TaKoro 3JeMeHTa
coctasascr 5000 H. n. (Heckonbko Menbllle «cpenHed» JHKopoit konuu
reHoMa peTpoBHpyca), To ofluee KOJHUECTBO TIOTEHUHAJbHO CNOCOOGHBIX K
TpaHCIO3HLHHK saeMcHTOB cocTaBut 700 000, 7. e. ux B 14 pas GoJslie, yeM
CTPYKTYPHBIX reHOB. MMeercd OOJbLIOE KOJHYECTBO HHBIX MOTCHUHAJILHO
MOABHXXHBIX CTPYKTYP. B 6/aronpHaTHEIX YCAOBHAX OHH BeayT cebs CIOKOH-
Ho. M ecau npuHsTH ofluee 4HCJIO MYTAiHif, CRA3aHHBIX € NCPCCTPOUKOR
[eHeTHYECKOTO MaTepHaaa, Mo OTHOLUCHHI KO BCEM HCCJE/0BaHHBIM CJayda-
aM 3a 25 % [154], To ¢ yueroMm TOro, 4TO He BeCria 3T0 OOYCJIOBJEHO
TPaHCIO3WLHOHHBIMH 3JeMCHTAMH, BKJ/al MOCJAeLHHX B HM3MEHYHBOCTb TIC-
HOMa OTHOCHTENbHO CKpOMHBI. Ho 3lech uMeeTcst 0JlHa OUeHb CYLIECTBEH-
Hasg JeTanlb — Ha HecTaBHJABHOCTL TFEHOMa OKAa3bIBAIOT BJHAHHE BHELIHHC
ycnoBus BooGlle, H CTPECCOBbIE B YacTHOCTH [155]. DTo mpHHUHNHANLHBIR
MOMCHT — Ha MyTareHe3 MOTYT BJAHSITb BHELUHHE He MYTareHHble B YHCTOM
BHAC BO3JCHCTBHS. A NOCKOJBKY B PacCMaTPHBAEeMOM cCJyuyae TPaHCHO3HPY-
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eMble 3J1EMEHThl — 3TO YacCTh [€HOMAa, BHYTPH KOTODOro OHH NepeMellaloT-
¢s, To Ha cOOCTBEHHBII MyTareHes BJHsACT M caM rcHoM. B ofuleM BHAe
nocsaenlee noJoxkKeHde Oyier (QoOpMyJHPOBATLCS Kak BJHSHHE T'CHOTHIIA
Ha TeHoTHN. IIpHMEHUTCABHO K UYCJAOBCKY (XOTA, KOHCUHO, H HE TOJNbKO K
HCMY) OHO O3HAayaeT, UTO CYLIECTBYIOT OT/le/bHble MYTALHH, BJHSIOLIHE Ha
oBLIYI0 YacTOTY MYTHPOBAHHs JaHHoro reHoma. [ns pasbupaemoit npob-
JieMbl CaMbIM CYLIECTBEHHBIM SIBJSICTCS TO, YTO MOrYT OBITb MYyTalUHH MO
OT/I@JIbHBIM TCHAM, 3aMCTHO YBCJAHUYHMBAIOUIHE YACTOTY MYTHPOBAHHS JIOOBIX
JIDYTHX TCHOB (HJH YUaCcTKa XPOMOCOMBI) M YacTO BeCbMa CYLICCTBEHHO.
CeroaHa TOMy HM3BCCTHLI NMPHMeDH KakK (DEHOMEHOJOrHYECKHE, TAK H B BHE
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Pue. 6. Crpykrypa noepexpeunit JHK npu o6ayyennn 100 P Ha OAHO JleTalbHOe COGHITHE
(3aKpalueHHble NPAMOYTOJbHHKH) H B HOpMe 3a | u {cBerJible NPAMOYTONLHHKH)

Fig. 6. The structure of DNA damages at 100 R on one lethal event (point over rectang-
Ie) and in standard for 1 hour (the light rectangle)

KOHKPETUBLIX MOJIEKYJSIPHBIX MEXaHH3MOB. Tak, y CyNpyros, pOAHBILHX pe-
benka ¢ cunapomom HayHa, yBeauueH PHCK NOBTOPEHUS XPOMOCOMHOH na-
TOJOrHH B TMOCJEIYIOUlEM MOTOMCTBE B TPH pasa NoO CPaBHEHHIO ¢ aHAJO-
IHYHOH BO3pacTHOH HOpMO# [156]. Y 60JbHBIX ¢ CHHAPOMaMH XpOMOCOMHOMN
HCCTAOMIBHOCTH MNOCHeAHsss 0B6YCJAOBJAEHA HCXOAHO CYULECTBYIOUIHMH  Je-
¢dexramrg pemnukaunn JHK [157]. M3 MarepnasnoB reHeTHKH JApPYIHX
OPraHH3MOB H3BCCTHO, UTO Ae(eKTH [EHOB, KOHTPOJHPYIOUINX penapaluio,
VBCJHUHBAIOT  KOJKUecTBO Myraunuil. Co6CTBEHHO TOBOpPSA, TaK H JAOJIKHO
O6blT5 — MyTarcHe3 KOHTpoJHpyeTcsl 60JbLIHM KOJHUECTBOM CHCTEM KJETKH,
H MyTaluHuH COOTBETCTBYIOUIHX TEHOB HeH36€}KHO JAOJIZKHLI YBeJHYHBATD
KOJAWYCCT30  0ofpasywIUnxcs HJAH HepenapupyeMmuix gegexros JHK. [lo
ouetike M. BuscHunka [158], B KJeTKC MJACKONHTAKIIHX (BKJIKYass H de-
JOBCKA) €XKCUACHO NpoHcxoaaT npumepHo 5000 CNOHTaHHBIX NMOBpEXKAEHHH
OHK (puc. 5). 3to — 120 000 nospeienuit reioma B cyTku. Conocrasse-
HHC TaKHX MOBPEXIACHUH, npoHcXoasulux B Hopme (!}, ¢ YPOBHCM H CIeKT-
pOM TMOBpPeXKAeHHH npu O6JYUYCHUM (HMeeTCs B BHAY TOJbKO NpsAMoOe Jefi-
creue panxaunun Ha JIHK) noxkasbiBacT, YyTO OHO NPHMEPHO COOTBCTCTBYET
100 P (puc. 6). Ho ecaun yuecTp BCE MOBpexKAEHHs, ¢ KOTOPBIMH CTaJKHBA-
eTCH UYCJOBEK B MOBCEAHEBHOUN JKH3HH B «UYHCTBIX» 3KOJOTHUECKHUX YCJOBH-
IX, TO OKaXeTCs, 4TO YPOBEHb ECTECTBEHHO BO3HHKAIOUIUX TNOBPEXACHHH
JAHK Ha nporsKeHuUH »XH3HH NPEBOCXOAHT JIOObIE MbICAMMbIE NOBpEX/e-
HHsl OT HCKYCCTBCHHBIX BpeJHBIX BO3jciicTBuil (puc. 7). IlpH Bceit HeBepo-
SITHOCTH M3 NPHBEIEHHBIX JAaHHBIX CJEIYeT, YTO 3a BpeMs >KH3HH ueJIOBeKa
B Kax1o# ero KJeTKC BO3HHKACT NPHMEPHO CTOJbKO JKe MOBpCKAeHUH,
CKOJIBKO OT PacTSHYTOrO Ha TOT JKe CPOK o0ayuyeHHs (B BHIE ONATb Ke
toabKo npsiMoro jgedcTBHs Ha JAHK) B 64 man P (1?).
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U Tem He MeHee KO.JHYecTBO BO3HHKalomux nospexiennid B JJTHK npu
HOpMaJabHOM MeTafoaH3Me KJIETKH B 1IOPMaJjbHBIX VCJAOBHAX elle BLIIE.
Taxk, B nopme Ha kaxasie 130 000 ocuoBaruit siaepuont IIHK npucyrcrsyer
OJHH IPOAVKT NMEPEeKHCHOr0 OKHUCJICHHUS HVKJIEOTHAOB: 8-TMAPOKCHJIE30KCH-
ryanosnita [189]. dto coorserctByeT 27 000 noppermAeHHbIX TakuM ofpa-
30M OCHOBaNHIl Ha I'CHOM uelioBeKa. Ho naHHas ReJIIYMHA SBJAACTCS PaBHO-
BECHOM -— VCTPAOHCHIC TNOBPEXKACHHIT I MX BO3HHKHOBCHHMC HAYT C PaBHOH
CKOPOCTLIO, alCOJIOTIIOC  3HaYyelMe KOTopoli noxa HenasecTHo. Ecianm ke
OLCHHBATL BCC THNbl ROBPEXIACHHII, TO B TCUCHIC CYTOK B COMATHUYCCKHX
KJICTKAX YelopeKa (,-‘L.Hﬂ FeHepaTI’IBHbIX noxKa TAaKNIX MTaliHBbIX ﬂpOCTO HCT)
rozunkaer 250—300 Teic. cnoHTaHnslx noppemacuuil [160]. 1o 10,5—

12,5 TeIC. TIOBpeXKACHHI CiKe-
Hecxonsio
bomee weqp® UACHO, T. e. B 2—2,5 pasa
=10° Heckamwo 1 foablie, yeM mo BuieHwuky,
E Meree vem 10° H COOTBETCTBYIOT OHH KOJHYe-

L1 L

CUTB/HR

Bemmumnt

Puc. 7. CooTHOIIEKHE MTOBPeX 1aeMO-
cti JHK KkJeTkn MJeKonHTaiouiux
noJ, BO3JeHCTBHEM PasHbiXx (PaKkTOpPOB
(na | xaeTky 3a 1 4 Ha NMPOTAKEHUH
_r BCell KH3HM HHIHBHAyYyMa)

Fig. 7. The relation of cell mamma-

Ponobie doser  Cnowmarme no- 06, 04080 : .
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Omwo

Abcosmome
Bemmumis

B0 dssguequn  HopMaseHoM  x4pppS Gbn Gonee | f h
o A 3 yweque bonee  Terent factors (onm 1 cell for 1 hour
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cTBy npsamMelx nospexieHuit JJHK (3a Bpems ku3HH uesoBeKa) OT paiHa-
11 B pose, npesblitatomeid 150 mauw P. Takoea nopma. Hopma — notomy,
UTO €CTeCTBEHHbLIe MOBPEXAEHUS YCTPAaHSAIOTCS eCTECTBEHHO CYLlecTBYIOeH
OUCHb CJOXHOH H OYeHb COBeplLIeHHOH cHcTeMofi pemapauuu. Ho Tto, urto
NPOCKAKHBaeT yepe3 penapanuio, sakpennsercs B Buiae uamenenui B IIHK,
Jlajicc BOCIPHIIHMAaeMblX 3TOH CHCTEMOH KaK HOpMAa M NOTOMY He YCTpaHsfe-
MbIX. Takue H3MeHEHHSI H €CTb MYTAallHH.

Taxus oGpasonl, B KAXKAOH KJIETKE YeNOBEKA HENPEepbiBHO HAYT CCTECT-
BeHHble, T. ¢. HOpMaJbHble, NOTEHUHAMLHO — MyTareHHnie uamenenus AHK
KOJ10CCAJIbHON HHTEeHCHBHOCTH. COBCTBEHHO TIOBOPS, IO CAMOK CYTH JpoLec-
ca — 510 yie MYTALHOHIBIC H3MEHCHHMS, TaK KaK XHMHUecKass MOAMPHKE-
LHs OCHOBaHHMIl ApH STOM INPOHCXOAHT COBEPLICHHO pcaJjbHas. Penapaunus
He Tpe;oTBpaulaeT NOsIBJACHHS TAKUX H3MEHEHHIl, a yCTpaHser y»Xe BO3HHK-
I1He, BO3BpAllAs TCHOM K HCXOAHOMY cocrosuui. M aasa toro utolsl B
[OGHON Mepe NpeacTaBiuTh cefe MOLUL eCTeCcTREeHIOTO AaBJEHHsi Ha I'eHOM
KJeTKI 1t 3(pPexTuBHOCTb penapamin (T. €. VCTPaHeHHs] VKe BO3HHKIIUX
H3MCHCHHI1), TIOJE€3HO NPHUBCCTH PAacueThl, BLITCKAOIHC H3 [IPHBCACHIILIX
Bbitne AaHublX. [IpHmMeM KoanmdecTso CMOHTAHHLIK nospexacuuit JHK oanoi
KICTKI B cyTrn 3a 300000 (12500 g uac). ITpunyvepuo 2000 us mix (1 nac)

IPHNOISITCS O PA3PLIBEL M CIIHBKI, 4 OCTQ/JbHBIC — HA NOBPEXKACHHS OCHO-
paunil. Toanko mocacande 1 6VAEM VURTHIBATHL KaK TMOTEHLIAMALIO MYTa-
rednpie coOBITS. B redome KACTKH ucsdoseka 3,5-10% ocnosaunil. 1o 3Ha-
unt, wro upuMepio s3a 39 mer musun see 100 9 ocnopanuii seeil JIHK

€ro KJCTOK MOTCHUHAJLIIO MYTHUPYIOT (1IPH paBHOMEPHOM paclpe/leCHUH).
M raxas cutyauus OVaeT HMETb MECTO KakK AJsl AQJTOMKHBYUIHX, TaK H
KOPOTKOXKITBVIIMX KJCTOK, Tak Kak nocJefHuc OepyT cBoe HauaJao OT nep-
BeIX I 06mwuil cpok usmeHenu#i JHK wux sasucutr or Bospacra opraHusma,
4 He BPCMCHH 3KH3HHU JAHHOH KJIETKH.

He npouncxozur Ttakoro Ttodbko 6Gaarciapsi penapauuil. [lonpoGyem
OUeHHTH ee 3¢PdeKTHBHOCTL. Bplllle yKa3plBasoCch, YTO 34 YaCTOTY «pealib-
HOH» MyTalWH NpHHATA Uudpa, COOTBETCTBYIOUAS MO MOPSAKY BEJHYHHBI
1075 11a reH 3a reHepauHio. DTH JAHHLIC ObJIH NOJYUYEHB Ha KYJAbLTYpe KJje-
TOK, MO3TOMY INIpUMeM BpeMs reHepauuu 3a | cyTku. «PeasbHas» myTa-
LHA — 3TO TOBpeXKjawllas, Jallias J0CTATOYHO H3MEeHeHHBIH (eHOTHIL
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ITpumem, uTO «THXHX» MyTaumuii npoucxonut B 100 pa3 Goasme. Torza
MNOAHAS BEeJHYHHA BCeX H3MCHCHMI, 3akpenigeMblX OpH JAeseHHH, Oyner
cooTBeTCTBOBATh 10—% Ha reH. Bcero B kJeTKe B cyTKu BosHHKator 300 000
ciionTanuex "Hapywennii JHK, us koropoix 252 000 npuxoaarca Ha IOBpe-
xaenHs ocHosanuil., Koneuno, stH nudpsl [octatouHo yciaoBHb. BoJee To-
ro, noppextenus JJHK cBsizanbl ¢ McTao/1H3MOM KJETKH, a He ¢ JIeNeHH-
em ee. MOKHO JHIWb NOJATATh, YTO [IPH AEJEeHHH YCHAHBAECTCSH MeTa00JH3M
U, KAK CJeNCTBHe, VBEJHUHBAETCH KOJHYECTEO HAPYUIEHHA B reHoMme (H,
Haj0 AyMaith, 0oJice WIH MCHCe ajeKkBaTHO pacTter 3P(eKTHBHOCThL penapa-
uuu). Kpome Toro, meieHuc KJIeTKH peaJju3yeT NMPONyCKaeMble NOBDEXe-
HiA B MyTauud, zakpewnisis ux. Ho B nandom cuaydae 3TO AOCTATOUHO OLE-
HOuliasi, HO He abcoJOTHO TOUHAS BeJHYHHA, KOTOpasi, CTPOro TrOBOpS,
6y:CT MCHATLCS OT KJETKH K KJICTKe H OT OAHHX YCJIOBHH K ApyruMm. ITocae
TAKOH OrOBODKH NEepeBelleM MOBPCKIACHHA HA KJAETKY B MNOBPEXJIEHHs HA
ren. Vi3 Bcero reHoma uejioBeka ToabKo 5 % NPHXOAHTCA Ha KOAHPYIOUIKE
TIOCJIEA0BATCALHOCTH, 3HAUUT, B HHX NPOM30HACT 3a <yTKH 12 600 napyiue-
puil ocnoBanuit. OtH 5 Y% coaepxat 50 00 renoB. CaefloBaTesibHO, Ha 1 reH
B cpeaxeM npHilaercs 0,252 MoOBpeXjaeHHsi OCHOBAHHE B CYTKU. A peannsy-
eMag B «THXHX» (M HHBIX) MyTauusix BennunHa cocrtasiasfer 0,001. Taxum
obpasom, u3 252 nospexiacHuit JHK onno peanusyercs B Busie H3MEHEHUS,
3aKPENAeHHOrO JeJeHHeM M Aajee YiKe He penapHpyeMoro. D710 AaeT Be-
nuyuey sgdekTuBHocT penmapauny 0,996, Taknm o6pasom, cremeHs COBED-
HIEHCTBA MPOLECCOB, VCTDAHSIOUIHX MOBPEXJEeHHs TreHOMa, OU€Hh BHICOKA,
HO JaJjiekKo He abcoNioTHA.

N3 upusefeHHBIX QaHHBIX BBITEKAET COBEpLIEHHO HeoObIUHOE Ha Tep-
BHIH B3rAA4 CHEeACTBHE — B IJIAHE VPOBIS MyTareHesa (eHOTHN HOJIKEH
BJUsSITH HAa renotHn! Peubp Hpaer He 00 ajeKBATHOM H3MEHEHHH TeHd 3 OT-
BCT HA BHEIIHHE VCJOBHSI B BHAE NOABJAEHUS HOBOH (YHKUHH (HJAM HCue3-
HOBCHMs crapodi). Peuysn nper o TOM, YTO YCJOBHS BHeIIHel cpelbl (He
MYTareHbl') MOryT YCKOPATL TeMNB MYTHpOBaHHsA. Takas cutyauus Oyner
BO3HUKATH ¢ abGCOMOTHOM Hen30eXHOCThIO, eCJH BHEILIHHE YCJAOBUA NpHBe-
LYT K CHHXKEHHIO aKTHBHOCTH CHCTEM pernapaudu. A oHH OuYeilb OT3bIBUHBHI
Ha BHeIlHHe YCJIOBHA. FI3MeHCHHe HCKOTOPBIX HX KOMIIOHEHTOB OGHapyIKeHO
vV  YeJOBEKa Jaxe 10 Ce30HaM roja, CHHXKAJOCh A0 MUHHMyMa BeCHOH
[161], uTo cooTBeTcTBYCT OBLUEMY COCTOSHHIK OopraHusMma. Ha aApyrux o6b-
eKTax 110Ka3aH 3HauHurTenbHo OoJiee WIHPOKHH CIEKTP H3MeHeHH# pemapa-
UMK B 3aBHCHMOCTH OT BHEIIHHX YcJoBHH. Ho NockosbKy Takue mpouecchl
HOCAT XapakTep OCLIEOHOJOTHYECKHX 3aKOHOMEPHOCTEH, TO BPsLIJH Yy yc-
JIOBEKA KAaueCTBEHHO OyjleT HMeTb MECTO Apyras cutyauus. Tak, mpH Ten-
JIOBOM LIOKe ofpasyioTes OelKd TENJIOBOro HIoOKa, NpensTCTBYIouIHe pena-
pauun JHK [162]. Ho Geaxku TensoBoro mioka o6pasyloTcs B OTBET HA
NPAKTHYECKH RCe CTPeccoBble BO3JAeHCTRHs ((pH3HYecKHe, XHMHUECKHe, IMO-
illonaspiisle). B yCIOBHSX THMOKCHH HauMHaeTcss aMMIHGHKAUHsS OTHIeJb-
HbBIX pafioHoB xpomocom [163]. Ho Hanuune amniudunuposaHHelX palioHOB
npHuroAIT K Hecrabmanunocrn xpomocoM [164]. I Tak npakTHuecKH BO
BCCM. 3HAUHT, UCM TPH3HCE YCAOBUS, TeM, KaK 3TO YXKe XOPOLIO H3BeCTHO,
X\oKe cefst WYBCTBYIOT JIOAM, a Ha MOJIEKYJISIPIOM YDOBHE — ocJaaGaeHbl
Daszstuiple, B TOM UHCAC M pernapaTHBHDIE NpoUecchl. B pesyabrate X nps-.
MOMY  MMTAT€HROMY JeliCTRHIO TEHOTOKCHUCCKHX al'€HTOB NPHCOCHHSETCS
n0,1aBACHHC cleTeM, yeTpausiowux nospexaenus: JHK xax or stux myra-
TeHOB, TAK ¥ OT HOPMAaJbHLIX MeTabojiuueckHux npoueccoB. Ho ecau conep-
JNailHCe MYTarcHOB XOTb KAaK-TO 3KCMEPUMEHTAAbHO OLEHMBANOT MO HX MYyTa-
TCHHOMY [eHCTRHIO Ha MoOJelbHBEIE CHCTeMLl (B CTaHIapTHHIX YcaoBHax!),
TO peaJibHOE MYTAICHHOC BO3JefCTBHe OKPY’Karouled cpeibl Ha UYesoBeKa C
VYeTOM MNOJaBJeHHs penapallHOHHBIX CHCTEM, YCHJIEHHsI NMEePEKHCHOTO OKHC-
JIeHHusl, AeHCTBHSI NMCHXOJOTHUCCKHX CTPECCOB H T. M., T. €. BCEro TOrO, 4TO
onpencssier BJAHSHHE (EHOTH{IAa HA TEHOTHN, BOOOIIE HUKAK HE YYHUTHIBA-
ercsi. Ha OCHOBAHMH H3/10XKEHHOTQ MOXKHO YTBEPXKAATh, YTO PeabHBIH MY-
TareHe3 B COBPEMEHHOH YeJOBeuecKOH NOMyJAsinHH BooGIle H KUBYLIEH B
IPSI3HBIX KOJJOTHUECKHX YCJOBHSIX OCOOEHHO, CYIIECTBEHHO BHILIE TOTO, KO-
TOPBLI CJIEAYET TOJbKO M3 OLUEHOK [0 COAEPXKAHHIO MYTAreHOB, XOTS, KakK
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YKa3biBAJIOCh BBIIIE, OHO YAacTO NMPEBLILIAET He TOJBKO BCE MBICAHMOE, 110 H
BCE HEMEBICJUMOE.

Ho u3 BCero Bbll€H3J0KEHHOIO BBHITEKaeT ellle OAHO CJEACTBHE, IO
3HAYMMOCTH JJIsi COCTOsIHHSI HACJEACTBEHHOrO alnaparTa caMoe HENpHsT-
HOE —— CAMOPA3rOH Jerpajaliii TCHOMZ YeJOBeKd B YCJOBUSX NPHHATOH
moaend uuBuansaund. CyTb ero 3akjamouyaerTcs B caefyionieM. Kak ykasw-
BaJIOCh BBIC, B PA3BUTBIX CTPAHaxX BLICOKHH YPOBEHbL YCJOBHH KH3HH H
COBCpIUEHHAS MeJHUHHA COXPAHSIOT HOYTH BCEX XKHBOPOKAEGHHHX H NORO-
IAT HX A0 PCNPOAYVKLUHH (M 5Ta TeHACHLHsl OYyACT yCHJIHBAThCs), a POKAAe-
MOCTb, B JYUlleM CJydyae, YPABHOBEUIMBAET CMEPTHOCTb OT CTApOCTH. Ilo-
TOMY MYyTaUuWu ¢ KaXKALIM NMOKOJeHHeM OYyIyT HaKaIlIMBAThCs, PeaNusysch
KaK B KJacCHuYecKHe, TaK H OTCPOYEHHBIE MATOJOTHH, UTO JOJXKHO MPOsB-
JNSTbCA B MOBLIILEHHOH OOJIE€3HEHHOCTH HacesenHst. BonesHeniiocTb napupy-
ercs JeueHneM. M 3Jech BO3HHKACT HOBas CUTyanug-——/ao0be, camble CO-
BEPILEHHble JIeKapCTBa H CMNOCOOHI JeudeHHs] TeHeTHUeCKH He HEeATDaJsbHBI,
B omuux cayuasx OHM NpAMO MyTareHHbl. [IpuyeM MmyTareses 4acTo yAH-
BHTEJbHO CHABHBIA. Tak, NpH KOMOHHHPOBAHHOH XMMHOTEPANHH B KJAETKaX
5 13 13 TecTHPOB&HHBIX OOJBHBIX 3aPErHCTPHPOBAHBI JA€JNeUHH ONPCAEIAB-
wuxcsa (Bcero aByx!) ¢parmenros IHK [165]. B apyrux—nonasasiorcs
CHCTeMbl penapaldy H(HJH) HHBIE CHCTEMBbl 3allHTEl OPraHH3ma, npeaoxpa-
HslIOIHe HACJeACTBEHHBIl annapaTt oT NoBpexjeHHH. B Tpersux — cowera-
IOTCH CBOHCTBA U LPSIMBIX MYTareHoB, H MHLHUGUTOPOB CHCTEM 3alUHTH. Botr
JHIb HECKOJbKO TOMY npuMepos. B Merabosnusme JexkapcTB ¥ YesaoBeKa
OCHOBHO€ y4YacTHe NMPHHHMANT MOHOOKCHAA3bl LIHPOKOrO CIIeKTpa JeHCTBHA.
H3BeCcTHBle KakK rpymnna nutoxpomos p450. Ilpu ux pedexrte nekapcrsa Ha-
KalJMBAIOTCA B OpraHu3Me M OKa3bIBAXOT NOBpexjamwllee aeidctBHe. Lluro-
XpoMbl p450 moryr ofsanaTh HOPMaJbHOH AKTHBHOCTBIO WM (LIPH HAJH-
YHH COOTBETCTBYIOLIMX CeHOB) — ocsnabmenHofi. Torxa mo Takoit (PyHKLHH
NX W Has3blBaloT «cjaabbiMH MeraGoaHsatopamu». Tak BOT, B €BPONEHCKOH
nonyasiuun 5—10 % Bcex f10/eil reHeTHYECKH OTHOCATCH K TAKOBBIM, Y KO-
TOpbIX MeTabogausatopel ciabbic [166]. D10 ayTOCOMHO-PEUECCHBHBIN MPH-
3HAK M Takasl 4acToTa (PEHOTHIHYECKOro MNpPOsiBJEHHS O3HAuaeT, YyTo B pe-
LICCCHBHOM COCTOSIHMH TONYJSLHs GJH3Ka K HACBILEHHIO reHaMH, KOAUPY-
0mWMUMHE caabble MeTabonuszaTopbel. B HeKOTOpbIX cayyasx 3TC [OKa3aHo
JOCTaTOYHO YeTKo. Tak, yacToTa MYTAHTHOro ajjensi uuroxpoma p450 abl
(MetaGonuzaTopa MHOTHX JEKapcTB) B NOMNYJAAUUH cocTraBasieT 35—
43 % [167].

Ho nmaxe B ciydae reHeTHUECKH INOJHOLEHHBIX CHCTEM 3allHTHI Jeye-
HHC NIPUBOJHT K MX HHIHOMPOBAHHIO U BOCCO3JAHHIO (DEHOTHNMHYECKOro mae-
duuuTa Npu reHetuyeckoi Hopme. OHO Bpofe Gbl H HHUEro, HO (GEHOTHIH-
YeCKHH Je@HUHT CHCTeM 3alUThl H eCThb (PaKTOP TNOBLILEHHOH MyTabuJhb-
HOCTH, TaK YTO JIPH HEM Y CJeIYyIoUlero NOKoJeHHs yxKe Oyjper GoJblie
MYTHPOBABIIMUX reHOB. [ cTeneHb MoAABJIEHHs UacTO OUEHb 3HAYHTEJbHAM.
Tax, mox meficTBHEM HMMYHOJENPECCAHTOB YPOBEHL 3KCIPECCHH LHTOXPO-
MOB p450 cumkaercs Ha 30—60 % [168]. Bera-naktaMunie aHTHOGHOTHKU
(T. e. wame Bcero NpUMCHSEMBble) CHIDKAIOT B KJETKax MJEKONHTAIOUHX
copepkande JHK-nosuMepassl « (yuacTBylomeH B penapalHd) H NOAas-
JISIIOT aKTHBHOCTH HCKOTOPbIX Apyrux JHK-noaumepas [169].

[ToToMcTBO OT KHBOTHBIX, GOJbHBIX AMAGETOM, HMEJO pPC3KO MOBH-
UIEHHBIH ypOBeHb aHOMaJHi cKeseTa [170]. A Ha noanx, GOJbHBIX AHa-
GeToM, NOKa3aHO, 4TO K MOBBILIEHHIO VPOBHS aHOMAJHH Yy AeTell BEAeT He
caMa 6ose3Hb, a COOCTREHHO JeueHHe HHCyanHOM [171].

Hakonel, B KJeTKax MHIMBHAYYMOB C HACJEACTBEHHO OOYCJOBJIEHHDI-
MM HapyuweHHsAMH penapannd JHK Kak nmocse xuMuoTepanu, Tag H nocjae
paluoTepandd Pe3Ko JOBBIIAJCS (IO CPaBHEHHIO C TeMH, Y KOrO MpH Ta-
KHX JKe KypcaxX JieueHusi He OblJIO TeHeTHYeCKHX JedeKToB penapauHu) ypo-
BeHb KaK TeHHBIX MYTalUMH, TakK U CTPYKTYPHBIX aHOMaJuii xpomocom [172].

Tak wacrynaer camMopasroH jerpajaldd TEHOMOB fAaxKe NPH UHCTOM
5KO0JIOTMH. YeM cjabee 3A0DOBbE, TeM uyallle H HHTEHCHBHee HeoB6XOLHUMO
NPOBOAHUTH JieyeHHe. A JleueHHe MNPHBOJAHT K HOBBLILIEHHIO MyTareHesa (B
NPHHIHKNE HE3aBHCHMO OT 3KOJOTHYECKOTO OKDYXKEHHS, XOTS B TIPA3HEIX
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YC/IOBHSIX NPH JEUEHHH YPOBEeHb MyTareHe3a OT BHEUIHMX MYTarcHos Oyner
CYIIleCTBEHHO BhIlle, 4eéM B YHCTHIX). [ToBLIUIEHHBIT MyTareHes peaJu3yercs
B CJe1yIOIEeM NOKOJeHHH B ellc 6oJbliell 60JEe3HEHHOCTH NONYJAUHHE — TO-
SIBUTCsi Govibllee KOJHYECTBO JI0jed ¢ 00JblIHM KOJHUYECTBOM MaT10JOTHH.
Hx waio 6y/1eT JieuuTh elle HHTeHCHBHee M T. A. Camopasron XpyTo Hapa-
craeT: JeuCHHe YBeJMUHBAET KOJHYECTBO MYTAUM{l, JI0AH € OOJAbUIMM KO-
JUyecTBOM MyTanuii Tpedyior 6osee HHTEHCHBHOIO JieYeHHs, KOTODOE MpH-
BOJHT K elle GoJiplleMy NMOSBJAEHHIO MYTauuit, KOTopoe...

QueBNHO, UTO NPHHUUNKAJbHAR TeHAEHUHUs JerpaidalldiH reHoMa B CY-
[IeCTBYIOWEH MO1eIH UWBHAH3AUMH OVIeT MMETh MeCTO H MNpPH HAeajbHOH
AKOJIOCHH, HO B TPSI3HBIX PErHOHaX OHAa Pe3KO YCKOPHTCS, a MPH ONpejesieH-
HOM YPOBHE 3arpsi3HeHHH YBeJHUCHHe MYTaUHCHHOTO [aBJeHHs (Mo cpaBHe-
HHIO C UHCTON 3KOJOTHEH), HaJ0XKeHHOe Ha caMopasroH (KpyTo Bospacra-
IOILUIT OT BJAMSHHA TPSI3HBIX VCJOBHHA HAa (PEHOTHN), NPHBOAHT K QUCHL Obl-
CTpoil TeHeTHUeCKoN Katactpode. M 31ech KpynHble UPOMBIIUJICHHBIE UEHT-
DBl TPHOGPETAT AJMs yeJoBeUecTBa XapakTep BOHHBIX UepHBIX ABID.
C ogHOHl CTOPOHBI, KaK 3TO XOPOUIO H3BECTHO, OHHM 3aCaCHIBAIOT OKpYKa-
oulee HaceJeHHe, a ¢ ApVroid — (GopCHPOBAHHO PA3PYLIAKT €ro reHOMEL
DTOT mpollece 10 NEPBOI COCTABJSIONIEHl Hayaaess yxKe [1aBHO, 4 MO BTO-
poii — snuie ¢ pasBHTHeM GoJbliofl xumuu, T. e. ¢ 60-x romos. ITosTomy
peaJibHble TEMIbl Jerpajaldy JIOJACKHX reHOMOB B UePHBIX JAbipax ialleil
OHBHJIH3ALHKU elle [IPeICTOUT onpeacauTh. Ho ecau ciaumkoMm goaro pas-
pabaThiBaTh HeoOXOJARMBble 115 3TOIG METOABl, TO MOXKET HaCTVIHTb CH-
Tyallds, KOrja onpeicdastbh OyxeT He Y KOTO M HekoMmy. B To e BpeMms
BCe HeraTHBHbIE TEHACHLUHH YIPSIMO BBICTPAHBAlOTCS B OAHY JAHHHW. [laxe
POCT YEePHBIX ABIP H MX (DYHKUHOHHDPOBAHHE MPOHCXOAAT CTPeMHTeNbHO. Ce-
ronHsi yvxke 24 Y% mnacesmends Mupa JXHBCT B ropojax, K 2025 roay (Bcero
yepes 35 JseT!) 3TOT npoueHT viBouTes — 48 Y, oburarteacit naaketn 3eMm-
nq BcocyT r cebg ropona [173}].

[TonpobyeM OLEHHTh TeMMLI HAPACTAHHS MYTAUHOHHOrQ rpysa B YeJo-
BeyeckOll MONyJsiUMH HA COBPEMCHHOM 3Talle, HCMOJb3ys HMeEWIHecs AaH-
tiple. Cpasy caeilyeT OroBOPHTLCS: TaKasi OHeHKa Oviaer cyry6o OpHeHTH-
POBOYHOI, NOJYKOJIHuecTReHHoH. M ecam ypacres npousBectu GoJee Tou-
Hble OUECHKH, TO HX M OYAYT 3aKJalbBATH B OCHOBY Nporrosa. FHo xors 6ul
M TOTO, UTGOB CTUMYAHPOBaTL paboTy B AaHHOM HAaNpaRJeHHH, HeoOXo-
JAUMO ¢ u4ero-to Hauyartb. IIpuBeneM HeCcKOJLKO BapHaHTOB pacueros. Ha
YAHBJICHIIE, BCE OHH AAIOT AOCTATOHHO OJH3KHE Pe3yJbTAaThl.

Haunem ¢ 4ucTO TeoperHueckoro pacycra. 3a HCXOAHYIO §as0OBYIO Be-
JIHUMHY 4aCTOTbHl MYTHPOBAHHA B HOPMAAbHBIX YCJOBHAX 6€3 Kakoro-to Ohl
HH OBLIO HCKYCCTBEHHOTO MYTAreHHOTO BO3JAEHCTBHS MPUMEM Y¥Ke YIOMH-
HaBwHecst 21075 pa rew 3a acaeHue Ha KJeTKy. Kax caeayer #3 npusesen-
HOTO BHIIIC aHAAH34, NIPH OLEHKe MYTalHil, HA OCHOBE KOTOPBLIX OblJa MOJY-
YeHA JAaHHasl BEJHYHHA, YYHUTHIBAJHCHL TOJbKO MYTAUHH, NMPHUBOASILHE K MO-
SIBJIGHHIO UYCTKO OTJHMUYAaCcMOro Hoporo (enoruna. Ho onsite ke, Kak OBLIO
1I0KA3aHO BbLINIC, OCHOBHOE KOJHUYECTBO H3MEHEHHA B reHoMe Roobule H B
KaxKi0M FeHe, B UYaCTHOCTH, MPHBOJHUT JHUIL K HEBGOAbUIOMY H3MCHEHHIO
¢dynkuuu. ITo Toit nmpHuHHEe TakHe H3MEHCHHsI He YUMTBIBAIOTCS NPH OGBIY-
HBIX HCCARAOBAHHAX, TaK KaK 3aMETHO He BJAMSIOT Ha ¢deHoTHn. Ho uMeHHO
OHY JIGJIXKHLI OYeHb CHJbHO lIpeBbllaTh KOJHYECTBO MYTAUMH, PErHCTPHPY-
CMBIX 110 DE3KOMY H3MCHCIUHIO (penoTuna. [TpuMemM 3Ty BesnuuHy Kak 1: 100,
T. €. Ha | MyTaUH1O, pe3Ko MeHsUlYo ¢eHoTUn, npuxoautcs 100 naMeHe-
HIIl B ICHE, NPHBOIAIIUX JHIIb K YaCTHYHOMY H3MEHEHHIO (DYHKIHH.

Torxa BepOATHOCTL «THXHX» MYTalHH, T. €. TAKHX, KOTOpbie OTBeya-
I0T 34 OTCPOYEHHBIe NATOJOTHH, cocTaBHT 2-1072 Ha KJIETKY 3a JeJeHHe.
Kax npuusrto OblJIO BBIUIC, OT ramMeThl A0 raMeThl NpoxoiudT 40 nencHHi.
D10 nact 3a noxodenne 8:1072 «caalbix» Myrallufi Ha ramery. B aurore
KOMHYECTBO MYTaUMil YABOUTCS 32 CYeT TOro, YTO KaxKjias raMeTa MpHHEecer
¢BOM, M oOwas BejHuuHa coctasut 1,6-10-1, Craexyer JHiib OroBOpHTH,
SITO BCC 3TO KAacaJOoCh TOJbKO T€HHBIX MYTaluil.

Ho Hauaia 3n0XM NpeBpaLICHHS MPHPOABE B OKPYKAIOULYIO CPely Tak,
PO3MOKHO, H Obl10. K HUM 106aBJSAHCL TCHOMHBIE I XPOMOCOMHbBIE MYTa-
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Y HH, NOANHOLEHHO (VHKUHMOHMPOBAJIM MNpe- M MOCTHATajbHble (QUILTPBL U
G100 TO YeJNOBEUECTBO, KOTOPOe Ham H3BecTHO. COBPEMEHHYIO MYyTAareHHyIo
HATPY3K\ HCMOCPEICTBCHHO HA YPOBHE T€HOB OUEHHTh OUEHb TPYJHO B CHAY
UHCTO MCTOIMUECKUX orpaHuueHu(. [losroMy BOCUOJNb3yeMcs OLEHKOH CO-
OTHOWEHHA YIICId PCadu3yCMbIx A-XpoMocoM (KOTopbie Jierko HaGJ/i0AaTh)
I BO3HUKAWOWIHX NPH 31oM nepsiudbx noppexgenust JJHK. Cunraerca, uto
5Ta pasiiua HPHMEPHO CTOKPATHAS: IPH BO3HHKHOBEHHII OJHOIl A-Xpomo-
COMBI  OAHOBPeMcHHO npoucxoaunt 100 neppuunbix nospexienust JHK
[174}. Koamuectso A-XpoMOCOM B KJeTKax ueJoBeKa BO3pactaeT B He-
CKOJILKO Pas NPI KOHTaKTax ¢ oOBIUHbIM H HeH30e:KHBIM — BO3AYXOM, Ha-
CBILLEHIIBIM BCEM MBICJAHMBIM U HEMBLICAMMBIM, NHILeH, OoTpaBJcHROIl BceMu
JOCTHXKEeNIISIMII LHBANH3aUHH, BOAOII, OUEHb /1aJeKOH Mo COCTaBy OT UHCTOH,
it r. A. Ho u Gaza, 1. e. camMH KaAeTKH, KoTopble 0epyTcsi OT UENOBEKa, ViKe
He Te, uyTo ObL1H, cxaxeM, 100 Jer Hazaz — B HHUX TOXKe IOBBIUIEH YypO-
BeHL A-XpOMOCOM, KOTOPHIUI B CHJIY OTCYTCTBHS HHOro IIPHHHMAIOT 3a
«HopMy». M ecan yuects caMy BO3poCLIYIO «HOPMY» M OTCHET OT Hee oOuie-
ro ypejnueHhlsi A-XpOMOCOM Cero/Hs, NMpH CTAJKHBaHHUH JIOAel ¢ rps3HON
peasbHOCTBLIO MO CPaBHEHHIO C OCHOBHBIM <«YHCTHIM» NEPHOAOM CYILeCTBO-
BAHHs UCJIOBEUECTBA, TO MATHKPATHBIA pocT (Haupumep, ¢ | 10 5 %) He Oy-
set aasbiitel. [TocKosbKY cooTHOLIEHlie A-XPOMuCOM K NEPBHUHBIM NOBpe-
saennsm 1o 100, To aast Toro, yTobbl MOJAYUHTH MYyTareéHHYIO peaJjyio NpHii-
jacrest 1,6+-107 yMHoxuTs Ha 500, PesyasThpylomas ungpa 80 H nokaxer
KOJITMECTBO MVTAUMI, PHBOASLIUX 70 CBOEMY TIeHY K CBOefl OTCDOYEHHOH
[ATOJAOMIH Ha WH/AMBHA, Ha 10KOJCHHe, 80 HOBBIX OTCPOUCHHBEIX HATOJOTHI
L CDEAHEM [0 KaXKAOMY FCHY Ha KaxXj0ro KHBOPOXAEHKHOTro!?

[TocmoTpum Teneps, UTO AaeT LPSMOH aHAJNH3 COCTOSIHHA TEHOMOB Y
HBIHe KHUBVIIN Jdiodeil. [IpsaMbIX aHaJ H30B NPOBCIEHO 110Ka KpaiiHe Ma.lo.
Ho 1o, uro nojyueHo, naeT YAUBHTCABHLIC peaviapTaThl. Tax, avanuz JJHK
or 130 1 o 40 He3asUCHMLIM JOKYCAM Y KaxKA0TO NPH BHIABJAEHINA THJb-
KO MYTAUHMil THNA HICepUHH, aedgelHil H NepecTpoeK, BOSHUKIUHMX de novo
H VHacde10BaHHbIX, cocTaBua Beauuunv 3,1 Ha 1000 aoxycos [175]. Ecan
npiHsiT, 50 000 crpykTypublxX retos 3a 50 000 Jsokveon, To TOTAa Ha reHoM
okazceres Gocee 150 MyrauH# Takoro THIA HA XITBOPOXKAEHHOLO 32 TOKO-
JdcHie. B npusencHHOM BbIIIE TEOPETHUECKOM AaHAJH3€ YUYUTHIBAJH BCe
renHuie MyTaulld, 4 B JAaHHOM 3KCIEePHMEHTEe — TOJBbKO YacTh HX (He aHa-
JH3UPOBAJACH 3aMeHbl, KOTOpPbIe MPOICXOASIT 3HavyuTelbio uyaue). H neru-
Ha aexXHyT TAe-TO MeXAY 2THMH Kpélﬁl[llMH INAYEHHUAMI. Ecan 3TO Tak,
TOD1d OUHCAHHOE BBIILE COCTOSIHME 37T0POBLSI HACEJICHHS VKJIaABIBAETCS B
OMHCLIBACMYIO MVYTAUHOHHVK) CHTYAUHIO — TAOM, Tie B pa3BIITbIX cTpanax
Mel1HIHa Jvuille, OTCPOUeHHBIe MaToJIOTHH €10 {la W YDOBHEM XKH3BH) eile
KOM[[EHCHP}"EOTCH. THM, rae Xyxe, a MyTalUuHONIHas neperpy:aKa BbIilI€ (KE[K
3TO HAMEET MCCTO B IaUlell CTpaHe)—BBIsIBAACMAas (OJC3HEHHOCTb U CMCPT-
HOCT, MY2KUMI MOJOAOTO M CpeiHero Bo3pacTa Kak CTOPOXKEeBOro reHoTuna
HOOYVIALWHN V2Ke [IpodaBJdAeTCss OUEeHDL HI)KO, a 6OJ1€3H€‘HHOCTI) BCEro HaceJe-
s kpaille BbICOKA: KOMMeHcauMsi He pocruraercsi. M naubonee HarssiiHo
00 sroM rosopar unopel. B 1965—1969 rr. 3 CCCP cpeaHss npoao/KIi-
TeALUGCTL XKH3HU MYXKUYHH cocTapasga 66 aer, a B 1985 r. cHusunacey 10
63 cer. [Homiznaac, 0Ha W Y XEHLIUH COOTBETCTBeHHO ¢ 74 1o 72,7. U no
dony seero 3Toro pa3pbls ypeauunacss ¢ 8 jger go 9,7 roma [176].

O6muit nmoxasarean ©Go0Je3HEHHOCTH MYyxckoro zacendenus CCCP B
TeopCiHUCCKH CaMOM 3J0POBOM BO3pacTe HArJfAJHO XapaKTepHsyeres cJe-
AVIOLUIHM HHTEerpaJbHbIM ﬂOKZ]3aTeJIeM—Ka}K,Zle”I BTOPOH IOHOila HE I1IpH-
POACH sl CAVIKOBI B apMHH 10 COCTOSHHIO 3710poBbst [177]. A n3 Tex, Kro
NpuaBall B apMHIO, T, €. YK€ Npowea nepsblii ot60p, {10 KPHTEPHIO 310po-
BLA TOALKO 20 Y% MoxeT HanpapasThea B JAw000il poa BOMiCK, T. €. 3T0POBH
«jio-Hacrosimenmy» [178].

Ouclib CIIbHOE BNEHATACHHE OCTABJSIIOT II YKCIEPHMEHTh Ha MOJIEIh-
duX obnhekTax, Tak, ObJIO OUPEACACHO KOJHUECTEO APO30(HJI ¢ HIMCHEH-
HbIMH opMaMi ABYVX (QepMeHTOB, KO1HpyeMmblx reniamu Adh u Zw. Oco-
OeHHOCTBIO JaHHOfi pPaboThl SIBASJIOCH TO, UTO AHAJH3UPOBAJH MYTauHd He
B OOBIUNOM MOHHUMAHHH (/2 HAH HEeT), a N0 BCeMY CNEKTPY, T. ¢. 6oJbllue —
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MeHbite. Okasanoch, 4TO NPH OOGJAyUYeHHH HACEKOMBIX, HAXOASILHXCS Ha
npeMeiioTHUECKUX CTaiMsiX rameToreHesa, n03oi B 150 P wacrora noss.ie-
HHsi B HOTOMCTBE ocofefl ¢ H3MEHeHHBbIM VpPOBHeM JAallNbIX (PepMCHTOB CO-
craBasna 2,6-1072 {179]. Has MHOTHX DerHOHOB (€CJH 3KCTPaloJUpOBATH
9TH jJaHHLIE Ha YeJOBeKa) MYTALHOHHBIH 3KBHBAJEHT BCeX BO3JEHCTBHH HE
menpliie 150 P v nelicTBYIOT OHH B TedeHHe BCefl JKHU3HH, B TOM YHC/e H B
nepHoA ramerorciie3a. A mocKosbKy y uenoBeka nprumepHo 50 000 cTpyk-
TYPHBIX TEHOB, TO OPH NPSMOL 3KCTPANOASUHM 3TO NPHBCAO Ol K MyTalH-
AM [0 THIY OTCPOUYeHHBIX naroJoruil B 1300 reHax y KaMaoro »KHBOPOX-
aennoro! Takoro, ckopee BCEro, HeT, TaK Kak BpeMsi npemelloTHueckoil cTa-
AHH HEBEJHKO H JIJAX MPOCTO HE YCNEBAOT 34 ITOT NEPHOI MOIVUHTL Tpe-
Bycmoc posaciictBue. Ho 3ato Hemano 106HPAOT B OCTAJNLHOG BPCMS.

Fl3 yxe npHBeIEHHOTO MaTepHa/a BHAHO, HACKOJALKO BeJIHK pasfpoc
JaHHBIX O 4aCTOTe MyTawlii. IIpHUKHH MOXKeT ObITh MIOTO, HO, MOXKaJyH, HAH-
Oo.Jec sHaulnMas CBA3AHA C OTEPSIMH MYTAHTHBIX KJCTOK NDH CeJeKIHH,
4YTO OUEHb CHALHO 3aHHXKAaeT HCTHHHOe 3HayeHue. Tak, HcHoab3oBaHHe cile-
LHaJdbHON METOAMKH, MO3BOJISBIUCH OLEHHBATb UACTOTY MYyTauuu O3 ce-
JekuiH (T. e. Bce, yto obpasyercsi) M € CeJCKLHeHd, 4751 TeHa KCaHTUlrva-
mngochoputosniarpancdepasnl gano 25-kpatioe pasaumic. [IpH cesckunH
(00pluo HCNOJB3YEMBIT NpueM) uacrora MyTauHii cocraBasiia 4-107% a
Oes cenckuiun — 10~% na nmokosenune [180]. Ilosromy npHBenem eule O1HH
papuaHT pacuera. Iis denoBeka ¢ YUeTOM NpeHaTabHOro (QHABTPA BEPO-
SITHOCTD JIOSIBACHUST «THXHX» MYyTauuil HauboJjee npaBHAIbLHO OIEHHBATH N0
HYKJCOTHAHBIM 3aMeHaM B0 B ncesjoreHax, aubo B BHIAE 3aMeH, NpHBO-
ASUUIX K cnaboMy u3McHeHHo QyukuuH. [Io oueHkam pasHblX aBTOPOB,
TaKHC HIMCHCHHS JdexaT B Ananasone ot 1077 go 1073 wa nuykneotnn [181—
183]. IlockonbKy y ueloBeka JHlUb NpUMepHO D % Bcero reHomMa COCTaB-
CBHOT KOHPYIOIME HOC1e10BaTeILHOCTH, Ha HHX npuxoautcs 1,75-108 H. m.
C vveTOM VKa3da4HHOH wactToThl 3aMeH 3TO OyAeT 03HauaTh OJAHY «THXVIO»
MYTaUHIO Ha Kaxaoe nokoJeiue. Eciyu NPpHHATE BUAOBYIO NMPOROJKHTENb-
HoCTL JKH3RH ast [lonmo sapiens 32 BeJHUYHHY caMOH JJIHHHOM (LOKYMeH-
THPOBAHNOIN) 2KH3HH Ce INpeACTaBHUTCAA, TO BO3PACT INPEBBICHT CTO .JeT.
A nexas ycpejlHCHHAS NPOAOMIKUTEIbHOCTD XH3KHH ceroissa 6JH3Ka K 75 ro-
aaM. OcTalbHOE — CBEIEHO «THXHMH» MYTaHUHAMH. DTO — TOT CTapT, ¢ KO-
Toporo  Hadasga orcyeT MyTareHuas spa uesopedecTBa. Ha ocrasuuemcs
YPOBHC Halll TeHOTHIN NOAAepXKHBAJH [Ipe- H NOCTHATAaJNbHbE (HALTPHL.
Buierpoe vavyluenue VCAOBHIT XKIIBHH I HOBBIUIEHHE YPOBHS MENHIHHB! TIPH-
BCAN K TOMY, UTO B TEKYILUECM CTOJETHII OCTABIUHACH MOTEHUHAJ elNOTHIA
peanlzuBaNcd B yBeJAHUEHHe NPOACJIKHTCALHOCTH XKu3HH. Ho npumepHo ¢
cepealliiel 60-X TOAOB HACTYIHAA MyTareHHas pa—IMOPHUPOLA CTPEMHTCIbHO
CTaMa LPEBPAILATbCS RCe B MCIEE H MEHCe MPHTOMHYO OJs1 KH3HH OKpY-
Kaiomylo cpeny. M jpaxe ecyH HauuHATh ¢ HA€aJbHO YHCTOTQ IM€HOMA, B3SB
3@ OCHOBY NCPBYIO «THXY0» MYTAUHIO, MPHHAThL YBCJAUYCHHE MYTHPOBaHUS
3a 100-xpaTHVIO BCAHUMHY, a Koyddhuulenr camopasroda sa 10, To 11 Toraa
B TPeTbeM lOKOJIEHHH HEeMHHYEMO IOJIHOE reHeTHyeckoe puLipoxienue. Cefi-
4ac HayaJacs OTCUET MEPBOTO MOPAXKEHHOFO MOKOJEHHs! (CUHTAst €ro POXK-
acnge B 1985 r. oT poaHTedefi, NOSIBIBIIMXCS HA CRET B YCJOBUBIT PyOCK
HAYATA MYTareHHOH apsl — 1965 r.). Moxuo npuuaTs 6oJee JLTOTHBIE KO-
shuuMents, HO TOrAa CJAEAYVCT YAC VUHTLIBATL HMEIOWMICH MVTALHOH-
ubli rpys, a oH BhicOK. FH, cropec Bcero, paxe npu pasnbix pacuerax ce-
PC/UHHA CACAYIOLICIO CTOJICTHS OKAXKeTCsl POKOBOH [1JIsi HaceleHHs1 Pa3BH-
Ty etpall. ToabKo 3T0 6yjeT He ROporosuii adekT — 10 Toro Bce Xopo-
o, a 3areM cpasy — Karactpoda. KpyTo HaunHaer napacraTs 6osesieH-
HOCTDL IicedeHHs. M 9710, ¢ 04HOM CTOPOHBI, SIBASETCS NPH3HAKOM TeHETHYe-
CROFO BLIPOMIACHHSA, 2 ¢ APYTOll — Ha'THET OTCACHIBATL CHIBI H CPEACTRA Ha
1o LLepRaue Bce HoJablliero  koauyecriea 6oanHBIX. To Takas KapTUHa
gBJsicTest vepemnenuofi. Jlis oidHUX PEerHOHOB OHAa HACTYDHT NO3Ke, 174
ApPYrux — yXe nactynusa. IlepBble K KDHTHYeCKOMY py6exy, Kak yiKe
YKa3blBaJdoch Bblle, MOMOULIH PA3BUTHiE CTPaHB. B nux yposeHn sarpasie-
HHIl BBILIE M NMOCTHATANbHBIA QHUALTP NOYTH NPeKpaTHa QYHKUHOHHPORAHHE,
Tak Kak yacesieHtie 1o CBoefl 4Hc/eniOCTH cTabuaH3HPOBasoch NPH MHHH-
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Tabanuya 2
Vposens poscdaesoctu 8 cotosusiy pecnybauxax CCCP
The birth-rale level in Union Republics in USSR

Cymmapuslt RosbHHLH- CyMMapuntil Ko3pdHun
€eHT pomaaemocru* €RT pO)KﬂaQMOCTH.
Pecnybanka Pecny6nnka

1958— 1969— | 1978— 1958 — l 1969— | 1978—

—1959 | —1970 | —1979 1959 | —1970 | —1979
PCoCP 2,63 1,97 1,90 CCP Mouanosa 3,57 2,56 2,38
Ygpanuckasg CCP 2,30 2,04 1,96 Jiarsuiickag CCP 1,94 1,93 1,86
Benopycckas CCP 2,80 2,30 2,06 Kupruackas CCP 4,32 4,85 4,41
Yabekckas CCP 5,06 5,64 5,10 Tamxnkekaa CCP 3,93 5,90 5,97
Kasaxckas CCP 4,46 3,31 3,03 Apwmanckas CCP 4,73 3,20 2,46
I'pyannckaa CCP 2,59 2,62 2,29 Typkwveuckas CCP 5,12 5,93 5,27
AszepBainakauckas CCP 5,01 4,63 3,48 Scrouckas CCP 1,95 2,14 2,01
JIntorckaa CCP 2,63 2,35 2,07

* CpeaHee 4HCI0 Aerell, POK1AaeMBIX MKEHIINHOM 32 BCIO XKH3Hb.

MaJbHOI POXKAaeMOCTH. A BOT B PAa3BHBAIOLUHXCHA CTPaHAX H 3ArPA3HEHHH
N0Ka MCHbIIE, H POCT HACEJNEHHS TPOAOJKAETCH, H NOCTHATAJNbHBI QUALTD
(DYHKLHOHHPYET BCJEICTBHE BHICOKOH POM/T126MOCTH H CMepTHOCTH. TaM 1o
buHas1a MOXKeT npoilTH elle BechbMa MHOro noxoJeHud. TIpomexyTounas
KapTHHa HMEeT MeCTO B MHOTOHAIHOHAJbHBIX PasBHUTLIX CTPaHaX, TAKHX
kak CHIA u CCCP (ra6n. 2) [184]. B Hux BecbMa pe3Ko BbIpaxKeHa pas-
HUlla B NMpHpocTe HacesacHHusi no perHoHaM. Toapbko B CCCP npu stom ernte
1 ¢ 3arpsg3HeHHeM VX oueHb NA0xo. IToxoke, eBponeicKas 1acTb CTpanhl
6aHKe Bcero K HHAJY — meyadhHOC MHPOBOe nepBeHcTBo. Ho H 31ecs Her
paBHOMEDHOH KapTHHLL

N3 xpynupix peruonos esponeiickoid wacti CCCP B ocofoM nogoxke-
HUH HaxojHTcs YKpaHHa. ExkeronHo B ee Bosaywblii GaccefiH moctynawor
0K0JI0 20 MJH TOHH NPOMBILJIEHHBIX BBIGPOCOB. B pekn u BOnoembl, HaXo-
ASILHeCs Ha TeppHTOPHH pecnyOauKH, cOpachlBaeTCs OKOMO MHJIHApia Ky-
6HYeCKHX MCTPOB CTOKOB, a B 0TBaJaX HAKAMJHBAWOTCs MNOJTOpa MHJAJIHAD-
(2 TOHH TBEPIbIX OTX0I0B. IDTO COCTABJSIET YCTBEPTYIO UacTb BCEX MpPoO-
MpilieHAbIX sarpsasiiennit CCCP. Ho maomaan YKpaHHB COCTABJsSIET BCe-
ro 2,7 % ofuieli TeppHTOpHH CTPaHbl, 3aTO 30H 3KOJOTHUECKON pas3rpysKH
oueHs MaJo. B pecny6iHke pacnaxaHo 56,9 9% repputopHu. 310 6Goublie,
ueM B Ji06oi crpane Epponnt u BTpoe Gosbuie, uem B CUIA (ue rosops
vike 00 ofmeM npoueHrte pacnaxanHo#i miomain CCCP [185]). Ecan x
3TOMY NpHOaBHTh MJOWAIb, 3aHHUMAEMyl0 TOPOJAMH, OTBAJaMH H TEppH-
KOHAMH, 30HAMH aTOMHBIX 3JeKTPOCTAHUHUH, UIAXT H T. A., TO KaPTHHA 3KO-
JIOTHYeCKOl lieperpysKH CTaHeT oueBHAHOH. B couetannu xe aubo ¢ mnoJ-
HBIM OTCYTCTBHCM, JHOO C KpaliHe HeCOBEpIIEHHBIM OUHCTHBIM XO3s{CTBOM
TAKas ICpPCrpy3Ka lpesBpalllaeT PerHoH B HAYHHAIOUIHE CJAWBATLCS BOEAHIIO
TYCTBLIC 0YarH 30H 3KoJoruseckoro Geactsus. M paxke OpH OTCYTCTBHH
(iKOJlI)KO'HH6}",’Lb C()Bepl.ﬂeHHOﬁ CHCTE€MBl HUH AHKAIIHH B 3THUX 30HAX CTEIEHD
JlaBJEHUS 3aTPsi3HEHH Ha UeJoBeKa CTAHOBHTCS (IJAH ViKe cTana) Heme-
penocuMoit. Tak, Mo 3KBHBAJCHTY JTICPeBOAAa XUMHUECKHX 3aIpsA3HEHHH B
paiHauHoHHBIEe 3M@EKTH KHTEJH 3a10poxbsa 3a 35 JseT npebbIBAHHS B
TOM ropojle MojBepratorcs BozieificteHw B 100 63p, a B Mapuynose — B
180 G3p, uto coctasasier Gonee 5 G3p eweroauo [186]. Pesvasrtate Ta-
XOro BOB,’lGI"ICTBHf{ MOXKHO OLEHHBAaTh IO pa3HHIE B MNPOJIOJKHTEJBHOCTH
JKH3HH MYXUHH 4 2K€HILIHMH, 4 N[O HeH, KOCBEeHHO, O CKOPOCTH jAerpajamuu
reHOMOB HaceJeHHud.

B cepeaune 60-X roioB pasHUUa B [POAONIKUTEJNLHOCTH MKHIHH MYXK-
1y U KeHiuH B CCCP cocrasasinia npumepio 7,3 roga [{87]. B Auraum
3Ta BeJMYHlla B TOT e nepHod pasHanack 6—6,1 rona, a Bo ®panunu —
7---7,5 roxa [188]. dns YKpaunbl Takas pasHulla B TO BpPeMs COCTABJAAJIA
3,7 roga [189]. 3710 Obln OAHH M3 JYULIHX noKasaTtesneil Mupa M CBHAIe-
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TEJNbCTBOBAJ O XODOLIeM COCTOSIHHH reHoMa. Ho ye uepe3 NOKOJIEHHE NS
TeX, KTo poautcs B cepenitHe 80-X rofop, pa3HHia B OXKHAAEMOH NPOLOJI-
JKUTEAbROCTH JKH3HM MYXKUHH H JKEHIUMH cocTaBuaa aasi Auranu 6 ger
(T. e. ue uaMeHuyacn), PpaHUHH — 8 JeT (U3MEeHHJIACh OUYeHb Mano), AJIf
Yxkpaunel—9,6 roga [189]). Dra pasHHLa 3a OAHO INOKOJIEHHE BO3pociaa B
2,7 pasa H cTaJja BHIUE, YeM B JIOGOH Pa3BUTOH cTpaHe, H OJHOH M3 CaMHX
NI0XuX B Mupe. TakoBa AMHAMHKA Pa3JHuUHll B COCTOSIHHH TeHOMOB JIOAEH
II0 pa3HbIM PErHOHAM 3a OJHO MOKOJEHHe MyTareHHol 3pHL.

3aMeliuTh (HO HC YCTPaHHTb!) TaKyl TEHAEHLHIO MOXKHO, CHSIB MY-
TareHHylo Harpysky. Iloka He BHAHO, 4TOOBI TaKOe CTAJO PeasibHBIM, a Bpe-
Ml HAET.

Jl1o6oe ofcy:kaeHHe NPOTHBOPEUHH 4YeJOBEYECKOro OLITHS ¢ TYMaHH3-
MOM BCerja BOCUpHHHMaercsi KpaitHc GOJIC3HEHHO, H IepBOe, YTO B TAaKHX
cayyasx NPHXOJHT Ha YM — 3TO TOJO3pEHHe B OTHOHIEHHH aBTOpa MOK06-
HbIX BLICKA3bIBAHHII B HHTENJIEKTYaJbHOM JIOAOEACTBE (HEBAXKHO MO KaKoH
NpHUHiie, TO JIH B CHJAY YMCTBEHHOH HEIOJHOUEHHOCTH, TO JIH B pe3yJbTare
TOI0 CAMOIO «CABHra IO ¢asze», KOTOPLIA CTAHOBHTCS CTOJNb pacnpocrpa-
HEHHBbIM, TO JIK B CHAY KaKHX-TO HHBIX NpHUHH). Takoe nojospeHue Bcerja
AMecT noj cofoil onpejesieHHOe OCHOBAaHHE, TaK KaK OTKPOBEHHEIX U 3aBY-
aJHPOBAHHBIX JIIOAOEACKHX BBICKa3bIBaHHH (Aa W aeficTBHI) HCTOpUA Ue-
JoBeyecTBa BOOOUIE U NOCJEAHEr0 CTOJETHS OCOOGCHHO 3HAEeT MHOXKECTBO.
ITostomMy BO H3bexaHHE SIPABIKOB (XOTs, AYMalo, X BCe paBHO OYAYT Ha-
BeUIHBATb) CJEAYET YeTKO OIpelesNHuTh IO3HUHIO.

Monenas passuTHs o6llecTBa, NpeiycMaTpHBawllas CTaGHAH3ALHUIO
YHCAEHHOCTH HACCJeHMs, sBJAseTCs BOOOINe €IHMHCTBEHHOH TEOPEeTHUYECKH
BO3MOKHOH. DecKOHeYyHOro pocra IJaHeTa NMPOCTO HE BBLAEPXKHT. [TosToMy
peunh HIeT TOJBKO O crnocobax NOCTHXKeHHsi TaKoi ctabuiaspHocTH. Ecau ot-
BJEULCS OT paccenelHsi Bo BcefleHHOH €O CKOPOCTBIO PENpOIYKLUHH (UYTO B
0003pHUMOM ByaylieM BOOOlle HeJdb3s PacCMaTPHBATh CEPbLE3HO), TO Ipyrue
wicli Au00 NpeiycMaTPHBAIOT COKPallleHHe POXAAeMOCTH B TeOpeTHYecKOM
npe/teac jao 2 Aetefl Ha 1 xeHmuHy, An60, Ha060POT, MAKCHMAaJbHYIO POXK-
AaeMOCTh ¢ pelleHHeM CTafHJbHOCTH HA OCHOBE MPHEMOB U METOAOB, 3a-
CTaBJSIOIINX CTABHUTb BONPOC O NpaBe TAKOH UUBHJAM3ALMUU Ha CYLIECTBO-
Bande. BapsapcTso B s060M OOJHYHH H ¢ JIOOBIMH LEASIMH HENPHEMJIEMO.
M ecam uvenoBeuecTBO OKa)KeTcsl HecnocoOHBIM HalTH HHOe pelleHHe, OHO
ne Oyiler HMeTb NpPaBa Ha CYLIECTBOBAHME H OKAaXeTcs YHHUTOXKEHHEBIM.
AnbTepHATHUBB TYMaHH3MY /1Sl yeJOBeUecTBa NPOCTO He cyinectByer. O6
3TOM CBHIeTeNbCTBYyeT Bcs ero Hcropus. CTporo roeops, ajbTepHATHBA
UMECTCSt — 3TO YHHUTOXKeHHe. Ho Takas anbrepHaTHBa cama cefsi HCKIIO-
Y4CT, TaK Kak IPH NOCTAHOBKE aNbTePHATHB «TYMaHH3M MJIH YHHUTOXe-
1He» BO BTOPOM BApHaHTe HCUe33aeT CaMO YeN0BEYeCTBO BMECTE CO BCEMH
CBOMMH mnpobJjeMaMu. A Tak Kak pasBHTHe HayKH ofeCmedymyio MOTeHUHAJ]
TeXHHUCGCKHX B HCTeXHHUCCKHX CHCTeM BO3IEHCTBHS (XUMHUUECKHX, OHOJOrH-
YeCKHMX) Ha BCe XXHBOC H HEXHBOE, NMPEBLIIIAIONIHX BO MHOrQ pas npened
aGCcoNOTHOrO OOIIeN/IaHeTapHOIO CAMOYHHUYTOXKEHHS, BCE pPasroBOPHl O
KONITPOJIC, CAMOKOHTPOJIE H TIPOUHMX aTpHOyTax ryMaHusMa INIPH Pa3BHTHH
4yeJ0BCYECTBA B BapMAHTE BApBapCTBa IIOJHOCTHIO HCKJIOYEHBl Kak abco-
SHOTHO HecoBMecTHMbIC. O6MaHBIBATL CAMHUX cebsi MOXHO CKOJILKO YTOMAHO,
HO OT 3TOTO HHUYEro Ha JeJjle He M3MEeHHTCS.

W3 Rcero BHIUIEH3NIOXKCHHOrO CJeNyeT JIHINb OJHO — HCKATh BBIXOJK
MOZKHO TOJIBKO B paMKax rymanusma. CpresaeM mocaefnnii ananus. Monens
LMBUNK3AUMH, TNpeAycMaTpHBaloilas cTabHIH3aLHI0 YHCAEHHOCTH Hacele-
HHsI C OTPAHHYEHHOIl POXKilaeMOCThlO, cOUHaAbLHA. HakomneHHe MyTauui B
reHOMe — siBJIeHHe OHoJoruucckoe. TaxkuMm 06pa3oM, e€IHHCTBEHHO NPHEM-
JeMasl coLMaJbHas MOAe b HempHeMmJeMa GHONOrHYecKH. B TakoH TpaKToB-
Ke BpIX04a He BHAHO. Ho cMecTHM aKUEHTBI: AJs €IMHCTBEHHO HPHEMJeMOH
COLMaJbHON MOAENH HempHeMJeMa GHOJIOTHs YesOBEKAa, HO He BCH, a Ta,
KOTOpast cBsi3aHa ¢ rcHoMoM. M Toraa BBIXOA B TOM, YTOOGB H3MEHHThL re-
HOM 4YeJOBeKa, NMpPHBEIsT €ro B COOTBETCTBHE € COUHAJNLHOH MOMENblo, HO
H3MEHATb He I'eHOM BOOOMHIE, @ TOJBKO TO, UTO paspyllaeTcs LHUBHJAH3ALMEH.
PaaHKa/JbHO H3MEHHTb CHTYalMIO MOXKHO TOJBKO IeHHOH Ttepamnuell. B ee
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HbIHCIIHEM paspelileHHH — TeHHAasi TePanHs COMaTHUECKHX KJETOK — OHa
noTeHUHaAbHO cnocobHa JHIIb YJAYYLIHTL TOJIOXKEHHe Ha VPOoBHe (PeHOTH-
noB. 1o H 510 — BBIUTPHIL CTONb HCOGXOAHMMOTO BpeMeHHM (T. e. BarKHO
CTpateriyeckH) W OJHOBPEMEHHO peajbHoe oOOMeryeHHe anas JdiojcH, BO3-
BpallCHHC KM Ha& MNepHojl ux I’IHILI-IBH,I’.[}'ZIJII)HOﬁ JKU3HK TIOJIHOUEHHOrO 310
poBLst. Iuis paavkaJbHOTO »Ke pelleHHs moTpefyeTcs rcHHas Tepanus B
noaHoM oObeMe — He TOJNbKO Ha COMATHUYECKHX, HO M Ha 3apojbllU€BBIX
kacTkaX. Tlo ompeaeseduio, CBA3aHHOMY € JOCJAOBILIM MEPEBOAOM TEPMHU-
Ha, reHnas Tepamnds — 3TO JedueHHC reHaMH. Ho rakoe omnpejeneniie He
foJiec ueM BHELIHSIS AHAJIOTHSi C JeKapcTBaMH; OTAaHlias 1aHb INPHBBIYHO-
myv. Ilo cyru Ke npouecca reHHas TepalHsl — 3TO PEMONT I'€HOB, a4 B AaJb-
HefllueM ~— PEMOHT TeHOMOB H, HAKOHell, PEeKOHCTpPYKUHs reHomoB. Takas
He3aMACKHPOBaHHasi TePMHHOJOTHEeR TpaKTOBKa OyJeT BOCHPHHATA He cpa-
3y. 11 teM He MeHee K NMOAOOHBIM BellaM yKe NCHXOJOTHYECKH HAYHHAIOT
TOTORNTHCS. TaK, NMOSBUJACH TEPMHH «peNpOAYKTHRHBIE TEXHOJOTHHY», KOTO-
puIi OXBATHIBAET BCE TEXHOJIOTHH YeJMOBEUYECKOH penpoavkuuu (!): omnono-
TBOPEHHE BHE OpPraHW3Ma, NPOrPaMMHPOBAHHE [0Ja, FeHHYIO HHXKeHepHIOo
NpHMEHHTEALHO K yenoBekKy H 1. 1 [190]. Orcrona 10 HHAYCTPHH NPOH3BOA-
cTBa Wmonedl, He tax yx H jpadexo. CerofiHs BCe 3TO 3BYUHT KpaiiHe He-
oBBI'ITO, la H Yero rpexa TaHTb, NPelesbHO HENPUSTHO H ROOOILe HenpHeM-
aemo. Jo6pwlil cTapbiil cnocol BOCHPOM3BOJACTSa MNPEACTABJAsIETCS BO BCeX
oTHow cHUAX Ayuite, Ecau o pesysasTaTtHBeH. A ecsan Her? Torjia ocrarTcd
TOJLKO PCHOPOAYKTHBHBIC TexHOJAOTHH?? W oum — 6yayuiee uesoseuecTt-
Bar?? llo ofulecTBo CTpeMHTENbHO pa3BUBAaeTCy H ero OyAviiee Hempen-
CKazyeMmo.

Tak, nyTb. MO KOTOPOMY HAET YCAOBCUYECTBO, ACJAAET T'CHHYIO TepalHIo
Henzbexuoi. Ho yeneem au?

PeswomMme

Bucypaerbest | OGIPYHTOBYETBCSI NOJIOMKEHHS, 3TiXHO SKOMY NPHHHATA T4 €AHHO MOXKJHBA
MOZENb JIOACHKOL LMBiNizauii na HaiGamkue MakbyTHe, mo nepeubauae crabisisanmiio uu-
cesJbHOCT] HaceJeHHS 3 MiHIMaJbHOWX HAPOAXKYBAHICTIO, € HecyMicHow 3 GioJori€io JOAHHH
B Iani HOro reHETHYHOro amapary i HeMHHyde MOBHHHA MPH3BECTH [0 FEHETHYHOrO BHPO-
JUKeHHA, 3 ypaxyBaHHAM MYTareHHOr0 THCKY HAaBKOJIMIIHBOrO CEPEAOBHINAa Ta NPAKTHYHOT
crabiiizauii uucenpHocTi HaceneHns B PO3BHHYTHX KpaiHax [0 F€HETHYHOrO BHPOJKEHHS Ii-
AifNJM BIPHTYJ 4H, MOXKJHBO, B JA€AKHX Deriosax BOHO Bxe BinBysaerbcs, OcCkinbka mo-
UIKOAXKEHIsI TeHOMY, fK] Bxe BiAGyaMcst, NOTeHLUiHHO MOJKe BHNPABHTH JMlIE T'eHHA Tepanis,
ii caMuit WHPOKHH PO3IBHTOK HEMHHYYMH, AKLIO Takuil PO3IBHTOK BCTULHYTH 3AIACHHTH.

Summary

We are putling forward and giving ground the statement according to which accepted
and the only possible model of human civilisation for visible future (providing stabi-
lization of the population growth with minimum child-birth), is incompatable with hu-
man biology in part of his genome and should lead to gene degeneration. Taking into
consideration mutogenic influence of environment and practical stabilization of population
growth, in developed countries they came closely to gene degeneration or in some regions
it is possibly going on. Disorders of genome, which already have occured could be cor-
rected only by gene therapy. So, its wide development is inevitable if we have enough
time to realise it,
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