uckyccuu

YK 577.1
B. A. Kopaiom

COCTOAHUNE rEHO®OHIJA — ®OPMYJ/INPOBKA KPUTEPUEB

Ors oyenKu COCTOAHUA 2eHOGOHAA U NPOZHO3A €20 UMEHCHUA HEOBX00uMa HopMyALpOBKT
COOTBETCT8YIOWUX KpuTepues. DPopmyaupyroTea Tpy CACOYOUite COCTAGARIOUIUE OUCHKIL COC-
TOARNA 20HOMOHOA U nPOSHO3Q C20 U3MEHeHUs 80 spemenu: 1) Jemoepaguueckasn; 2} Ixkoao-
2uyeckan; 3) eemeruuweckas. B nocaedneit (nenocpedcrseennoe cocroanue cerogorda) evide-
ARIOTCA TPU KpuTepus — 6aIaHCOBbUL MYTAYUOHHO20 aldcbepea u MYTAYUOHKOL aocnplumin-
soctu. Kpurepuu, 8 c8010 odepeds, pasbusaworcs Ha nodkpurepuu. Ha ocnoganuw nprdao-
HCeHHO2O NOCTPOCHUS HQ npumepe YKpauwrst npoeoduTCA OCTAZbHbUL aHAAU3 COCTOAHUA L
npo2HO3a pa3euTus 2eHOPOHIA HacereHus YKpaurest.

[Tpoucxoasiuue B TEKyLeM CTOJETHH ObICTpble H3MEHEHHsI NpPHPOAL H 00-
LIeCTBa fOCTABUAU BOMPOCH! CTOJb HOBblE IO CBOEMY 3BYYaHHIO, YTO 44CTh
HX mpu Bcell CBoell BaXKHOCTH He ycrmesna AOCTHYb TOTO YPOBHSI KOHKDETH-
3alHH, KOTOPHH MO3BOJISIET NMepedTH OT OOLIUX NpeACTaBAeHUH K peasibHbIM
OllecHKaM H TNporHozam. OAHUM 13 HHUX SIBJseTCH NpPEeACTABJEHHC O [eHOo-
oH/IC H €r0 COCTOSTHHHU.

[ToHusTHe «reHOoOHA» MOSBHJIOCH BHaYale B CBA3H C 3ajladyaMH CesicK-
LHH 3 cenbcKOM Xxo3sficTBe. [iist CKkpellWBAHKMH HYXHB ObLIH NpeacTaBHTe-
JH pPa3HblX COPTOB — MECTHBIX KYJitTYPHBIX, OAMYABIIUX, AMKHX, DPOACTBEH-
HblX BHJOB. Kamublfi Takoi copr o0nalan cBOMM YHHKAJAbHBIM KOMIIAEKCOM
CBOHCTB, OTJMYAIOILUX ero ot iApylux coproB. lIpu pazauuHbEIX BapuaHTtax
CKpellUBANHA MOXKHO OblJIO HafZesATbCA Ha IOJYYEHHE HOBOTO COPTa, ¢ HO-
BBIM KOMIIJIEKCOM IOJIE3HBIX CBOHCTB H ¢ MHHHUMYMOM HeMKenaTesabHbIX. [Lis
CO3/aHHs TeHOMOHAOB, B OCHOBHOM pacTcHUi (HampuMep, NMIIEHHUB), cO
BCEr0 MHpa cOOHpaNdH N0 HECKONLKO 3K3eMIJISIPOB pPasHbIX COPTOB, CEMEHa
XpaHHJ/H, NPH NafeHHU BCXOKECTH BBIPAUIMBAJH M ONSThb XPAHUJH M T. A.

Koraa crtallo mOHSITHBIM, 4TO B CBOeH 0eCKOMIPOMHCCHOH Oopbbe ¢ Npu-
pojoli ucoBeK nobexjpdeT, H YHUUTOKEHUE OCHOBHOH Macchl BHJAOB mJane-
Thl 3eMJisl JULIb AeJ0 camoro Oauxkaiiwero 6yayiiero (nmpuueM Maccosoe
HCYe3HOBEHHE BHJAOB IIPOHCXOANT yzKe psl JeT H pa3BHBAeTCsl MO HApacTa-
I0ilel), HayaJHCh Pa3TOBOPH O reHO(OH/AEe BCEro KHUBOTO U NMYTSAX €ro co-
XpaHenHa. B mpakTHuyeckoM IaHe BCe 3TH Pa3rOBOPBI IIOKa Aajdu BecbMa
MaJio, HO KOHILENUHSA ONpPeNeAHNach OTHOCHTEABHO 4eTKO. [lox reHodoHAOM
CTaJH NOHHMaTb BCe [eHETHYeCKOe pasHooOpa3He BCErO KHBOTO B €ro BH-
aoBoM HcnosnHeHHH. HauGonee pajukanibhble pa3roBOPbl AOXOAHJH A0 MOA-
BUAOB H pasHoBHAHOCTeH. M BepxoM MedTH 0 COXpaHEHHH reHodouga GbLIO
KOHCEPBHPOBAHHUE CeMSsIH, 3apOALILIEBHIX KJIETOK HJIH 3MOPHOHOB, XOTS OHI
no mape oT BHAA (NOABKAA, Pa3HOBHAHOCTH). DToT amodeos Hoera kosue-
ra MCXOAHJ, KaK u npu BceMmupHom moTome, M3 TOro, 4To BCe OcCTaBleecst
HEPA3yMHOe YCJOBEYECTBO YHWYTONKHT, a NMOTOM 0O0S3aTeslbHO MOYMHeeT
MOUMET, YTO TaK Heab3d. [Ipesymnuusa noymHeHHs uyesioBeyecTBa 6a3upoBa-
Jlacb Ha TOH NpOCTOH MAee, YTO 2¢JH He NOYMHEET, TO HCYe3HeT M Camo,
TOXE paAHKa/JbHO M MOAYHMCTY:O. k| HauMHATL BOJIIOLUHIO ONSITh NPHUAETCH
¢ 06e3bsiHbl, €CAH KOHEYHO TaKoBas rae-HHOyAb coxpaHuTcs. M Torga Bce
BONPOCH O reHooHAe oTHAAYT caMu cobol. Hy pefictBuTennHO, 3auem HyX-
Ha NpHpPOAA, ec/lM He Oyjer Bellla ee W, TaKHM 06pa3oM, HH AJs KOro He-
HYXXHbIM OKaXXeTcsi ¥ BCe IIOJBeHeyHoe.
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OcraBaJjcsi TOJIbKO OJWH BapHAHT, AOCTOHHBIH Y€JOBEYECKOH MBICJIH —
yenoBeuecTBO NnoyMmHeer. M Torma Hoes xoBuer-2 BOCKDECHT IPHPOAY. Ca-
MBbIM BaXXHbIM, KCXOAHBIM H OCHOBONOJAralOLIHM MOMEHTOM BCeH KOHUeI-
IMH reHOGOHLA SIBJAKETCS TO, YTO NMPHPOAA OOpeYeHa H HaJo CNACTH H CO-
XPaHUTh TO, 4TO GJIArofapst OMIIOMY M3 KJIOUeBbIX CBOHCTB KHBOIO — pe-
NPOAYKIHME — 3aT€M MOMKeT BOCCTaHOBHTh HcuesHyBulee. [lostomy camo
pH3HAHHE KOHUENUHH reHodoHAa (a oHa mpH3HaHa BO BCeM Mupe!) spas-
€TCSI AKTOM Ge30roBOPOYHON KamHUTYJASUHH UeJoBeyecTBa Nepei CBoel co6-
CTBCHHOIT HENpeoa0JMMOR pa3pyluniebHON cuyoH. M kakue OB BO3pakeHUus
IPOTHB 3TOMO HE NPHBOAMJHCH, OHH He §OJiee YeM MONBLITKA HeroAHbIMH
cpeacTBaMi OGeJUTh HAlly HENOCTHIXKHUMYIO B CBOCH NPOTHBOPEYNBOCTH ILH-
BH/M32LMIO ABaguatoro Beka. Co3jaHHE HCKYCCTBEHHO COXPaHAEMOro re-
HooHIa MO cBOell 3agade-— cndcod cOepexeHusa TOTo, YTO YHHUTOXKAETCH
¥ obpeueno, T. €. reHodoHAa npupoAst. MHaue 3aueM Ke COXPaHATb H TaK
cylllee B PUPOAE, HO HCKYCCTBEHNO, B XPAHMUJMINAX WM, KAK BepLIMHA HJe-
ajla,— B pe3epBalHiX, HMeHyeMbIX 3anoBeiHHKaMu, HauuoHasbHBIMU
mapkKaMi H T. L. .

TakoBa npuHUMNHAIbHAST KOHLeNUHs reHodonna. OaHako K yejoseye-
CTBY OHA HempUMeHHMa NPHHUANHaAbHO. Ikns wenoBeuecTBa (T. €. OAHOTO
pusal) cama uaes oTéopa AAA claceHHA mapbl (AecATKa, COTHH) NpPeACTaBH-
Tesell, KOTOPbIE AOJMKHbBI NPOJAOJKHTL POA BHAA fHomo sapiens (unu, Kak
BCPX MeuTbl, MO mape, AECATKY 4 T. A. OT pachl, 3THOCA), C MOJUYAJHBBIM
npu3liaHHeM TOro, 4YTO BCE OCTalbHEbie oOpeyeHbl, T. €. HeH30exIo ncyes-
HYT,— He NPOCTO HENIpHeMJIeMa H JaxKe He IPOCTO nmpectynHa. B takoit kou-
LENUUH YXKe 3aJi0KeHa BHYTPeHHnsl FOTOBHOCTh K (B KakKOH-TO ellle He sic-
HOH, HO HeoTBpaTUMOH ¢opme) yUHUTOXKEHHIO uesoBedecTBa. M Tepmuna,
4YTO 3TO T4KOe, moka Her. 6o jaxe reHOWMJ OXBATbIBAET «BCErO JHLIbY
CAHHIYNGIA THOC (WJIH B MaHHaKaJbHOM BapHaHTE — HECKOMhKO 3THOCOB).
Jasapimie B ¢cBoeM Gpeje He CMOIJiM NMPOEBHHYTBCA JdiKe CyMacllelllue.

IToroMy OpPHMEHHTENBHO K YSJIOBEYECTBY FeHOMOHI AOKEH HMETb Ka-
YECTBEIIIO UHOH CMBICJ — COBOKYAHOCTb I'€HOMOB BCeX JIio/eH, a2 He OTAedb-
HBLIX IpejAcTaBuTesieH, TOAbKO ISl KOTOPBIX U YPOTOBJICHO CaceHHe UX POJa.
Opnako 3gech BO3HHKAer npobiema, KOTOpasi MOKa AaXe He o0CyKAaeTcs.
Ecan renodoHA — 3TO COBOKYNHOCTH T€HOMOB BCE€X HHIHWBHAYYMOB, TO H
COXpaHsATb HAaA0 TeHOMBI Bcex. Ho AJs ueloBeka cOXxpdHeHHe reHodoOHAa,
T. €. FeHOMOB BCeX €ro npejcTaBHTesJel B BHAe 3aMODPOXEHHBIX PENpPOLYK-
THBIBIX KJETOK HJIH 3MODHOHOB C Ledbld BOCNPOM3BOACTBA B Oyayllew,
npejicTaBaseTca BO BCeX OTIIOMIEHHAX HenpHeMiaeMbiM. COXPaHsiTh TEHOPOHL
JUIsL 4ea0B€Ka BO3MOXKHO TOJIbKO €CTECTBEHHBIM NMYTEM — BOCHPOH3BOACTBOM
cebe nopobunix. Ho coBpeMeHHLII MHP CTajl HaCTOJIbKO HeOBGbIYEH, 4TO Ta-
KOHW NyTb, NPEAYCMOTPEHHBIA AL COXpaHeHHs reHOMOHAA INPUPOAOH, yxKe
HC BCeria, He Be3je M He AJIf Beex ocyulecTBHM. IIpumep ToMy — mpekpa-
LIeHHE POCTA HaceJIeHHsA WJM AaXKe ero yMeHblleHHe B psaje cTpaH. MosKHO
CKOJIb YFOAHO CIIOPHTb O MPHIKHAX TAKOro INpOoLecca, HO OH — CBepLUHB-
writcss Ppakt. M ogHa n3 npuunH, NpHBEALINX K TAKOMY MOJIOMXEHHIO,— CaM
rciogoul, ero H3MEHEeHHsl, Pa3Hble y Pa3HbIX HHAHUBHAYYMOB. DT0 Tpebyer
CNCUMAJIBHOTO H3ydeHHA M Pa3padOTKH METO/JO0B COXpaHeHHs reHodoHsa no-
HHAWBHAYYMHO. M XOTs HU3yyaTh {a 3aTeM H COXPaHATb) MOMKHO TJ.1bKO
OTJleJibIIbIX TIpEeACTAaBUTENCH, TeM He MeHee KOHEeUYHOH 3ajauefl JOJKHA OBbITh
peaJjibHas BO3MOXHOCTb OWEHKH Bcex. M TosbKO B paMKax TaKo# nocralioB-
Kl BONPOCAa MOXHO (M HYXHO!} !ia NepBOM 3Talle K BCeofSIUeMy OXBaTy Beex
63 HCKJIOUEHHS pellaTb 3a/a4YM H PENpe3eHTATHBHBIX BBIGOPOK (KakK npo-
MEXYTOUHbIH W MOTOMY HeOOXOAUMAIH 3Tam), H STHUYECKHX TPYNOIN, H TOFO,
UTO Ha sI3BIKE 3KOJIOTHH HA3bLIRAGTCS «KPAeBbIMH NONYJIAUBAMU», M MHO-
roro apyroro. M BpeMsi /s NMOCTaHOBKH TakoH NpoGJeMbl AaBIO HA3pPeno.
UM BoT mouemy.

HcuesnoBenne npupoabl, Oyplide 3arpssHEHHe TOTO, YTO OT Hee OcTa-
€TCSl, NOSIBJIEHHE HE MMEIOUIETO aHAJIoFa B HCTOPHUH TBOPEHHS YeJ0BeYecTBa,
NOJyYHBIIErO YAHBHTE/bHOE HAs3BAHHE — «OKPYXKAIOULasi Cpela», HCKYCCT-
BEHHOE BMECILIATEJNbCTBO B JoKaJbHoe, rjoba/bHoe H obllenaHeTaphoe (a
TENepb yKe H OKOJONJIaHeTHOE) NPOCTPAHCTBO, 3aTParuBalollee BCE YroJ-
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KH 3eMJIH, NPHBEJO K MacCOBOMY BBIMHDPAaHHIO HE TO YTO OTHEAbHBIX MOMY-
JSIUHE — LeJBIX BHAOB M BO3HHKHOBEHHIO cBoeoGpa3sHoil obuiensaHeTapHoli,
AHTPONOreHHOAETEPMHUHHPOBAHHON CyKUeccHH. B OTHOCHTEJNbHO HEMHOTO-
YHCJAEHNBIX CJAYYasiX BBIMHDAaHHE MOXHO OOBSCHHTh IOJHBIM YHHYTOXKEHHEeM
apeanor OOUTaHHSl WK TMPSIMbIM (PH3HYECKHM «BbIGMBanHeM» («BbipyGaHii-
eM») Buaa Ao mocjgeaHed ocoln. OpHaKO B moAaBasioiieM GOJNbILINHCTBE
clyyaee BCe He CTOJb OueBHAHO. OOBLIYHO HCXOASIT M3 BeCbMa pPacCHJbiBYa-
THIX NpeAcCTaBJeHHH O HEKHX H3MeHEHHAX YCJAOBHH cpejl, CTaBlueif HECOB-
MEeCTHMOH C CylIeCTBOBaHHEM B Held TOro WJu HHOro BHAa. Ho ocraercsa ne-
MOHATHBIM, KaKHe HMEeHHO 3TO YCJOBHS, [10YeMY B HHX OJHH BHALI BBIMHpa-
IOT, a /JIpyrHe — HET, B 4eM KOHKPETHO HECOBMECTHMOCTb, NOYEMY B OJHH
BpCMeHa TOT K€ BHA TEMIaMH CBOeH penpoAyKLHH Bo3mellaJs yOblIb H pac-
LIKDPsSA apeasibl CYLIeCTBOBaHHA, a Telepb HcYe3ader.

HakoHel, ecqd Takoe MaccoBO NPOUCXOAHT ¢ BHAaMH OpaTbheB MeHb-
KX, TO He MOXKEeT JIM 5TO NPOH30UTH M co cTapluuM 6patom — fHomo sapi-
ens? Hycti He Besje cpasy, He €O BCEM YeJOBeYeCTBOM KaK BHJAOM O/HO-~
BpeMeHHO, BHadaJje ¢ ero OTAE.IbHBIMH MNONYyJALHAMH — KHUTEJISAMH KOHK-
PETHLIX PerHoHOB, CTpaH, 3THoCaMHd., A 3aTeM yKe PaJHKaJbHO — CO BCeM
BHAOM B UeJOM. Belb HMEHHO TAaK H NPOHUCXOAMJO ¢ TeMH MJaAlUUMHU Opa-
ThSIM!] U€JIOBEKa, OT KOTO OCTaJkChL JIMIIb HCKONAaeMble OCTAHKH W KOTOpbIE
0Ka2aJIuCh YUHUYTOXKEHHBIMH, HCUC3JH ¢ JIMLA TJIaHEeTH Kak Kaace (ceMell-
CTBO, PO, BUA).

Bce ke B pa3HLIX perdHoHax ypoBeHb 3arpsA3HEHHs! pasHblii W AeMorpa-
¢diuCcCKEe TPOLECCH TOXe OTHIOAb He OaHMHakosele. M Tam, rie npupona
YHHUTOXAanach {a Koe-rfie H NPOAJIIKAeT YHHUTOXKATHCH) OCOBEHHO yCielll-
HO, YDPOREHL 3arpsi3HeHUs BCEro CyLlero — 3eMJIH, BoJbl, BO3AYyXd, PACTCHHHE,
JKHBOT!BIX, CAMOTO YeJOBEKa — NPEeBLICHJ BCe, YTO MOXKHO OblIO NpeacTa-
BHT!» KakK OHOJIOTHUECKH IIpeJeJNbHO AONYCTHMOe. A Koe-rjle NpPOLOJIKIET
NOBLIATHCSA, CTPEMSACh Telepb yzAe K (H3HYECKH MPEJeIbHO AOMYCTHMBIM
KOHLENTPauusaM, KOTJa BCE M BCe NPeBpallaloTCcs B HACBHILEHHBIE paCcTBOPLI
3arpsA3HeHHH M MX H30BITOK HAUMHAECT M3 ITHX HACBILLEHHBIX CyOCTPATOB BLI-
nazaTih B 0CajoOK — B BO3AyXe, Bole, KpoBH H T. A. M Torga sarosopuin
0 BO3MOXKHOCTH BBIPOKJAEHHUS desloBeuecTBa. BupoxaeHusi, 00ycaoBAeHIIOTO
MYyTalUHSAMH MOJ| BJHSIHHEM HeGJAarOupHATHBIX YCJIOBHH OKDPYXAIOULEH cpejkhl.
IToaniuica HHTepec K HM3yYeHMIO MyTareHHOTo AeHCTBH KOMMIOHEHTOB OKpYy-
JKEHIIA 4¢JoBeKa. YAagaoch co34aTo AOCTATOYHO npocThle, yaoGHEle B paso-
Te MO/eJbHbIe TECT-CHCTEMbl JUISl BLIIBJAEHHS MyTaresHoro Aedcrsusg. My-
TarcHoOB BOKPYT 4esJOBeKa ([a ¥ B HEM CaMOM) OKa3aJoCh [IPEeBENHKOC MIIO-
kectso. OnacHocTs npuoGpena 3puMble (POPMBl BHIPOXKAEHHS, U B 3HAUH-
TelbOH YacTH MHpa (XOTH M He Be3lle) NPHHANH PaJHKaJbHBIC Mepbl 1O
03JI0POBJIEHHIO OKpyxalolled cpennl. s Toll wacTu Mupa, TAC XH3HL BCex
uJetuB o0UICCTBA HMeeT peaJsibHYIO LeHy, Ja)e obumux coobpakcuuil o BEI-
POIK/eHHH, MYTATEHHOM JaBJedHHM W, HAKOHel, NPOCTO BJAHSHHUH TPSI3H HA
3J0POBLE 0KA3aJOCh JOCTATOYHO AAS H3MEHEHHUS INPHOPHTETA LeHHOCTell H
Havyasa pcBepca — NepeBoja OKPyzKalolled cpeasl oOpaTHO B NPHPOAY.

GnHako, MOCKONbKY TAKOE [IPOHCXOLHUT He Be3Ae, Koe IJf Koro npobie-
Ma BBIPOKJEHHA npuobperaer Bce 60JbIIYIO akTyadbHOCTh. [lo3TOMY B
obuiile NpeACTABNCHHA HeoOXOAlMO BHeCTH KOHKpetuszauuw. Hago cdop-
MyJHPOBATh B UYETKHX TepMHAAaX, OAAAIOUIHXCS NPOBEPKE, YTO TaKOe BHI-
poxjeuHe, KaKie ero KpUTepHH, KaK (M KaKOH) MpPOTHO3 BBITEKAET U3 3THX
KpuTepueB. B kauecTBe Xe npumepa Ajs aHajusa Oyler B3sita YKpauwua.
3aech HEOOXOUHMO OFOBOPHTHCA. . aXKe TMOBEPXHOCTHOE 3HAKOMCTBO C IIPO-
6/.1eMOi MOKa3blBACT, YTO HMEIOTCH H HHBle pervoHn Kak 6nBuiero CCCP,
TakK W LPyTrHX CTp4aH, TAe CHTyauusi, BO3MOxkHO, H xyxke. B HoBocubupcke,
Hanpumep, ToAbKO 3a oAuH 1991 1oz ecTecTBeHHBIH MPHPOCT HaceseHUs CO-
Kpatuacsa B naATb pa3 [l}. Ha wceét orpoMHolt Teppuropun Poccuu TeMmbl
pocTa HaceneHHsi CTPEMHTENbHO NpLOJMUXAKTCA K HYJMIO [2], y MHOrHX Ha-
poaunocrten Ceepa B PoccHH CDeAHSs NPOAOJKUTENBHOCTb XH3HH B 50-e
roant npesnianaa 60 jner, a B 80-e onycTHaach 10 42 ¥ T. 4. B ogHOB ToJb-
KO MaJjleHbKO# MosaBHH yMCTBEHHO HEMOJHOLEHHBIX AeT€H OT HelpephiB-
HO NMPOBOJHMOTrO NOAbeMa KOHOMHKH, €CTECTBEHHO, Ha 6Jaro 4ejoBeKa Ha-
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KOMHJOCh CTOJBKO, YTO AJSl HHX MPHINIOCh OTKPHITh NMoYTH 50 cmennasb-
HbIX wWwKoJ. llenbie permonnsl (Y36ekucran, MosaaaBus) 3aTpaBJieHBl MECTH-
UMJAaMHy, 12 U BO MHOIHX MECTax MHpa, Pa3BUTOro H pasBHBAlOLUerocs, Ha-
cenenue ruOHeT OT BHITPABJHBAHHUS, 3aTpaBJUBaHHA, BHOpPOCOB, O0TGpPOCOB
M IpoYHX JEAHHH KaK yel0BeyeCKOro pasyMa, TaK M €ro OTCyTCTBHA [3].
Onnako B cayvyae YKpauHBl aHa/H3 jejaercs B Maciutrabax 60JblUOH cTpa-
HBl U He MO OJHOMY KaKOMY-TO NOKa3aTeslo, a KOMIJieKCHO. JloaToMy oH HO-
CHT He Y3KHil, He YacTHbIH xapaktep. IIpH xenaHWu aHANH3 NPHMEHHTENb-
HO K KOHKDETHBIM YCJOBHSAM HHOIO peruoHa MoKeT OHITb CAeNaH TEMH, KTO
€ro XOpOIIO 3HAeT, HCMOJb-

3yl KPUTEPHH M moaxojw, Tabauua I

paspaGOTaHHble Ha npuMe- Cpagruresvnan 3(PPheKTUBROCT MYTUPOBARUR

pe YxpanHbl coorsercraenno y Drosophila melanogaster
) 6

Haunem ¢ kpurepues o [6]
OnmpeacacHus COCTOSIHIA D. melanogaster Meub (cnepMaToronuu)
resodpouga. O6bIYHO OH (cnepmaTo30H /b
XapakTepuayeTcss KoJuge- —a G
CTBOM MYTareHHBIX (akTO- ’ﬂ‘f‘;’oge)' Si{%ﬂ!&)yc ﬂ‘:f“;’o?_g fyyc”(f‘:‘o”ﬂ(;'
pPOB OKpYy:KalolleH cpeldbl H )
YPOBHCM MYTareHHBIX 0CO-
6eit 3 nonyssuuu (T. €. CO- 1?2'1 1§’g gg(l) gg'g
OTHOLUICHMEM MYT4HTOB K 179 24.0 447 92,4
HeMyTauTaM). A IOCKOJIb- 456 50,0

KY CTpEeMATCH, €cJH He
YAACTCs  KOHTPOJHPOBATh,
TO XOTs Obl OTCJEXKMBATh
HapylieHus reHooHAa, 0coboe BHHMaHHe YIEASIOT yueTy MyTauui y HO-
BOpozKAeHHBIX [4]. [Ipu Bceilt onpaBAaHHOCTH TAKOTO MOAXOAA €My MPHCY-
14 OYCHBb 060JblIHE OrpaHHUEHHS.

Uro KacaCTesl OLLEHKH MYyTalHOHHOrO BO3AEHCTBHSA OKpyxKarowux ¢ak-
TOPOB, TO OHAa MPOBOJAUTCS MOUTH HCKJIOHHUTEJSLHO MO TPEM HAlpaBJEHUSM.
[lepBoe — 3To MpoBepKa Ha OOLOMOJOrHUECKHX Mofenasx (6axrtepuu, apo-
sodiia, TpajdecKaHUus, Mbiud 1 T. A.). Ho Takas npoBepka MOxeT owe-
HHTDL JHUIb NPHHIKHIKHAJEHBIE CB0HCTBA PaKTopa: crnocobeHn JH OH BBI3bIBATH
MyTaluHu (aa W TO Ha HAHHOM ofHbexTe). JleTanbHBle CPABHUTCJMbHBIE HCCHAC-
JLOBAaHIIsI B 3TOM HaMpaBJeHHH MOJHOCTHIO NOATBCPIKAAIOT Aaliloe MOJOoXKe-
HHC — BO3MOXKHOCTb MOJHOIO OTBCTA MO MOBOAY MYTareHHOCTH KOHKDPETHO-
O COeJnleHllss HaTaJKHUBAeTCA Ha HenpeAcKa3ycMble BHAOBbLIE OTJIHYHSA.
Taxk, nanpuMep, QTOpHA l1aTPHS BLi3BIBACT MyTallHH B KJAETOUHBIX JUHHAX,
MOJYHCHIBIX OT YGJAOBEKA, IUUMIAH3€ W KUTAHCKOro XOMsuka. A KJIeTOYHble
JHIHI OT JICMYPOB, rajaro, MapMo3eTOK, KpaboelOB M OpPaHIyTaHI'OB MO
nelicTBieM 3TOrO BeulecTBa He MyTupyiorT [B]. O Tom, Kak TecTHpyeMblil Ha
HHLIX 00DBCKTaX PakTOp HOCTHTART YeJOBeKa BOOOILe H 3aPOJABILIEBBIX KJe-
TOK, B HaCTHOCTH, K UYTO B HHX H3MEHseT, C NOMOUIbI nOoAOBGHOA mpOBCPKH
BoOOLIC BBISICHHTL Heab3sl, U Aazxe Te eJHWHHYHBIC CpaBHECHHS, OCHOBAlIHBLIC
Ha 3KCHCPHMCHTAJbHBIX JAHHBIX, KOTOpble 3[eCh AeNAalOTCs, COOTHOCHT He
MOJACNL NI UENOBEKAa, a OAHY MdaAelsb, 60Jiee [ajeKylo YeNOoBeKY, ¢ APYyrof
MOjleJIbI0, 3BOJIIOIHOHHO 6onee Oumii3koil uenoseky. Hampumep, myrtareiies
B PelpoJYKTHBHbIX KJAETKax Apo30(dHuabl (COBCeM panexkas MOAeNb) € My-
TarcHC30OM B PCNPOAYKTHBHBLIX KJACTKAaX MBIIUM (Bce-Taku OJHXKe K YesoBe-
Ky, 4eM HacexoMble) [6]. Ilpumep TaKoOro cOmocTaBJeHHsI TPHBEIEH
B Taba. .

Bropoe — olleHKa MyTauuii B COMaTHYECKHX KJeTkKax uejoBeka. Onua
HaMHOro 6oJjiee CJNOMKHAs], BHINOJHSIETCS peXe, HO KACAETCS MMEHHO coMa-
THYeCKHX KJeTOK (Aa W TO, KaK MpaBHJIO, B KYJbType BHE OpraHH3Ma, a lie
B camMOM uesoBeKe). M HHKTO He 3HaeT, KaK NOJydYeHHBIE JaHHBIE KODPEKT-
HO MepeBeCTH Ha peajbHYI OLSHKY TEeHETHYECKOro pHCKa O HaceJeHHs
[7]. Kpome Toro, B TakuXx padoTax yuydTHBalOT JHOO rpybble HapylIeHHS
(Ha ypopHe xpomocoM), JHOO HapylieHHs GYKBaJbHO €JUHHYHBIX €HOB M3
BCEro UX peasJbHOro MHoroo6pasus. Tak, B CKOJBKO-HUOGYAL AeTalbHBIH aHa-
JIU3 jlJa BbLIsIBAEHHS MyTareHesa b KyJbTypax KJETOK 4eJi0oBeKa BOBJEUEHO
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SKCIepHMeHTaTopaMH MHupa Bcero ueTkipe (!) sokyca — aprt (azenuH-gpoc-
dopubosuntpancdepasa), dhfr (aurnapodonarpenykrasa), hprt (rumo-
KCaHTHATyaHuHbOCpopuGosuaTpanchepasa) u tk (rumuaunkuxasa). Croas
OrpaHHYCHHBI KPYr reHoB obbscHAeTcss yAOOCTBOM PaGoOTH ¢ HHMH (cenex-
THBHOCTb) H XOpOMIe# JaeTajsisauuedl MeToAoB HuccaelosaHus [8]. Hako-
Hell, TPeTbe HampaBJeHHEe — OMEeHKAa HemOCPeACTBEHHO TIeHepPAaTHBHBIX KJe-
TOK uYesoBeka. Ho MoKa 3TO AeNaeTcs HCKJAIOUHTEJIbHO Ha MYKCKHX 3apo-
ABIIIEBBIX KJETKAX M, KAK TPaBHJIO, HA YPOBHe KPYNHBIX XPOMOCOMHHIX H3-
MeHeHuii. Ha ypoBHe oTAeNbHEIX T€HOB B JeTajJbHOE HCCJAEAOBAaHHE BOBJIE-
ycHL! Bcero wecth redoB ol (I) u a2 (I) npokoanaresa, akTOpOB KPOBM
VIII u IX, B-rao6una u hprt [9]. O cTeneHn HeCTHIKYeMOCTH pe3yJbTaTOB,
NOJYUEHHBIX DA3HBIMH METOAAMY, CBHJAETEeJbCTBYeT Aaxe BHIOOD aHaJU3H-
pyeMBbIX FeHOB — 3a HCKJoueHueMm onnoro (hprt), Bce ocTanbubie mpu aHa-
Ju3e Ha KyJAbType KJAETOK M Ha KJeTKax 3apOAbllIeBbIX — BooOlle pasHble,
O apyrux OueHKd4xXx (XOTS U OYeHb INEPCHEKTHBHBEIX) JHUIb IHIIYT Kak ©
NPUHUMOHANLHBIX BO3MOXKHOCTAX WJIH AEMOHCTDHUPYIOT HX 3KCIEPHMEHTalb-
HO — TOXe KaK IpuHuumuassHele Bo3moxuocTH [10—15]. Ho mo ckoaeko-
Hu6yAb MaclITaGHHIX (He TOBOPS Y3Ke O MAacCOBBIX) HCCAEXOBaHHE C NpH-
MEHEeHHEeM TaKuX BO3MOXKHOCTeH MOKa Jesio He AOLLIO.

B pechbMa peakux csaydasix IpOBepSIOT MyTareHHoe AeHCTBHE TOTO MW
HHOrO (pakTopa Ha MJekonuTamnilux. Ho B cuay TOro, 4ro MyTauuH - CO-
OblTUsE DeAKHEe, TO H3y4YaioT JHIIb HEMHOTHe, XOPOUIO PErHCTPHpyeMble HX
nposasicHus. KpoMe Toro, aas KaXkJAoro TakKoro 3KCiepHMeHTa Tpebyercs
oyeHb GOJIbUIOE KOJUHYECTBO KUBOTHBIX. I[103TOMY M ONBITOB TaKHX BeCbMa
HemHoro. la u oHH, ONAThH XKe, JAIOT MaTepHaJ [0 MyTareHedy y AaHHBIX
JKUBOTHBIX H JIMIIb KOCBEHHO (C HEBO3MOXKHOCTHIO KOJIHYECTBEHHOrQ mepe-
cueTa)} MOrYT YKa3bBIBAaTh Ha OMACHOCTb (HJAH §e30TacHOCTb) /s YeJOBeKa.

Tem He meHee, pabOTHl B 3rdX HAmMpaBJEHHUSIX [O3BONMAH HAKONHUTL
OTPOMHBIA 3KCMEPUMEHTAJNbHBIN MaiepHasJ W Tenepb HCOOXOAUMO HAHTH NOA-
XOAB K ero OoJsiee aJeKBATHOMY HCIOJb30BAHMIO [JIA OUEHKH COCTOSHHS
reHodoHa yenoBeueckux nonyasiuni. [lonpobyeM sTo crenaTbh nyteM ¢op-
MYJHPOBKHM LEJAOCTHOH CHCTEMBl KPHTEDHEB, MX AHAJH3a Ha OCHOBE ykKe
HMEKUINXCA NaHHBIX i MPOTHO3a COCTOSIHHSI reHOMOHIA.

Cam mporHos BKJKuaeT B ceCsd TPU HCXOAHBIE COCTABJSIOLIHE: JEMO-
rpayIeCcKyr0, 3KOJOTHIECKYIO ¥ HENOCPEACTBEHHO COCTOSIHHE reHodoOixa Ha
AaHHbll MoMmeHT. Kampass M3 3THX COCTaBJSOIAX TpebyeT AeTatbHOTO
aifajusa H COOTBETCTBYWOIIEH KpajuduKaUHH. 3xech OYAET JIeTalbHO MPO-
aHAJH3HDPOBAHA JHIIb TPEThsl COCTABAAIONAA. A OTHOCHTENbHO TIEPBHIX ABYX
ciaesaHa JMIIL KpaTkas (Aaxe spaTyadiag) BHOOpPKA N3 MaTepHUJIOB,
[pe/CTaBJEHHBIX ClHeURaNlucTaMd AaHHBIX npoduell Ha KOH$EPEHUUH, cle-
IHaJlbHO TOABITOXKHUBIIEH TaKHe jaHHBle B CBSI3M C COCTOsSIHMEM TeHodoHIa
HaceJeHHss YKpauHbl. M 419 KpaTKOCTH H YETKOCTH 5TH AaHHBle (IO jgeMo-
rpadui M 3KOJOTHH) OYAYT IpeACTaBJeHBl B BHAE HECKOJbKHX LHUTAT.

Hrak, cocTosiHHe mO mepRO#i cocTaBasioulell, AgeMmorpaduieckoi.

«lemorpaduyeckas CHTyauuss ha YKpauHe 3a MOCJAEIHHe TOAEI Kpaline
ycaoxHUIach. [focTOsSIHHO yMeHbulaeTcst poxjaaemoctb: B 1985 r. oHa co-
craBassia 15 %o, B 1987 r.— 14,8 %, B 1989 r.— 13,3%00, B 1990 r.— 12,7 940,
4TO sBJSETCd caMblM HH3kHM nokasategeMm B CCCP. CooTBeTCTBEHHO
yMeHbWaercs KO3 HUHEHT MJAONOBHTOCTH XKEHIIHH, T. €. Ko3(hPuuueHT
POXAAeMOCTH Yy XKEHLIIHH AeTOpOAHoro Bo3pacTta. Eme 10 jer ToMy Hasag
Ha 1000 >xenmmuH B Bo3pacTe oT i5 po 45 ser npuxoausnocs ao 70 poaos
B rod, B 1988 r.— 59, B 1989 r.— 55, B 1990 r— 51.» [16].

«HauBbicum# yposelb poxpaemMoctd Ha YKpanue npu CoBeTcKoii Biac-
TH Habmopancs B 1925—1926 rr. C Tex mop HauajoChb CHCTEMaTHYECKOE
CHUIKEHHE POXAAEMOCTH, KOTOpOe ObLIO XapaKTEepPHO M AJS MOCJEeBOEHHOTO
nepuopa. C 1964 r. xeHLIMHA POXKAeT 3a BCIO CBOIO XH3Hb B cpeaHeM (mo-
KasaTesJb CyMMapHOH poxJAaeMoCTH) oOkosao AByX jgereit. B 1989 r. stor
fokKasaTeJb cocTaBiaaa 1,9 pebedwa, B ToM uucie B ropojgax — 1,8, B ce-
Aax — 2,3 u 6B CaMBIM HHM3KHM Cpeiu pecnyb/aHK (HeTTo-Ko3(QHUIMeHT
BOCIIpou3BeleHUs1 HacedaeHusa B 1989 r. cocrasagan 0,920, B ToM uucae B ro-
ponax — 0,848, B ceaqax — 1,132).» [17].
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«TpeBora CTaHOBHTCS ellie Ord4eTJIMBee, eCJH Y4eCTh, YTO OZHOBPEMEH-
110 pacTer 0o6l1as CMepTHOCTH Jojiell, kotopast B 1989 r. cocrasasna 11,6
da 1000 nacenewus, B 1990 r— 12,}1. 3To nmouTH B 2 pasa BBIILE, Ye€M B CTPa-
Hax 3anazgnoii Eponbl, Kanaawl, Hrnonuu.

[pu Takoil cuTyauHH y}Ke MOUTH HET IIPOCTOro BOCTIPOM3BEAEHUS Ha-
ceneHus Ykpaunel, 3a nociaennue 10.71eT MpHPOAHBIA NMPUPOCT Pe3KO ymaJ.
B 1987 r— 34, B 1988 r— 23, ©5 1989 r— 1,7, B 1990 — 0,6 %g; mo
CCCP — 8,7 %o.» [16].

«Bricwue, yeM Ha YKpawnHe, obllie Ko3PPUIHEHTE CMEPTHOCTH HaAOJIIO-
Janauch B 1989 r. auwp B 8 crpaHax mupa.» [17].

«XO0Tsl Ha CerogHs H 3TH J[AaHHble yXe COMHHTEJbHB € YUYeTOM
TOTO, 4YTO OYKBaJbHO 3a INOCAeJHHe 2—3 roja CMEPTHOCTb MYMKuHIi Ha
Vkpanne B HaunboJiee NPOJAYKTHBHOM BO3pacTe ONTb BbIpoCaa H Tenepb
HX Cpeallis TpPOAOJXKHTENbHOCTb JKH3HH COCTaBAsfeT yxe He 66,5, a
65,3 roga.» [18].

Takum ofpasoM, obllas KapTHHA, .COrJIACHO TEPBOH COCTaBAStOLLEH
IIpOrHO3a,— HENpPEPLIBHOE CHHIKEHME pPOXKAAEeMOCTH, yIaBllee yxe HHXKe
ypoBHs, ofecneulBaloOllero BOCIPOH3BOACTBO UHCJIEHHOCTH, H HAPACTAHHC
CMEpPTHOCTH, BHJIOTHYIO Nopollealnee K abGCOMIOTHOMY MHPOBOMY PEKOpPAY
cpeld Bcex cTpaH MHpa. B 199! r. (BnepBble 3a MHpHOe BpeMsi) Hauajack
aGcoqloTHAs YOBUIL HaceJeHHS — 0fllee KOJNHHECTBO YMepIIMX MpPEeBBICHIO
ofl11ice KOJHYCCTBO POMKACHHDBIX.

Bropas cocraBasiiolmas nporiic3a — 3KOJOTHYECKOe COCTOSIHHE.

«CoCTOsiHHe ero OUEHHBASTCH OJHO3HAYHO — KpalHe HEYMOBJICTBOPH-
TeapHoC. ExerogHo 114 THIC., NpeAilpPUATHH BhtOpacelBalOT B aTMOC(Epy OKO-
Jo 10 man T XMMHUECKHX BelleciB, Ha 1992 r. nporuosupyercs 10,6 man T,
1995 r— 7.4 MaH T, ellle 6,5 MAH T goGaBaser aBroTpaHcnopT. I[lpuMepro
300 kr aaa Ha Kaxjaoro xuteasi!l» [19].

«[1pu 5TOM YCTaHOBJIEHO, UTO B CJAyYafX, KOrAa KOJHYECTBO COCTABHBIX
JNefiCTBYIOIEro KoMmekca (GakTopoB HAXOAUTCSA B AuanasoHe 1,2—1,5 npe-
AeJbHO AonycTuMblXx ypoBHeH (ITHY) unanu npenenbHO JONYCTUMBIX KOHLEH-
TpalHil, B 340POBLH JM0Aell HAOI0AAIOTCA U3MEHEHHS, KOTOPble MOXHO pac-
LEeHHWBATh, KaK HallpsyKeHHe 3aUIWTHBIX CHJ opraHuama. [Ipu jganbHelillem
MOBBILIEHHH CBCPX JNOMYCTHMBIX BEJAHYMH OTMEUaloTCss HapyLUeHHs HMMYH-
HOTO cTaTyca, dHYHKUUOHAJBHOI'D COCTOSAHHS PAa3HBIX CHCTEM OpraHU3Ma |
YBEJHYHBAETCS YPOBEHb PACHDOCTPAHEHHUsI OCTPBIX 3abojeBaHui. YBeauue-
Hie yposis obuledl 3a60/1eBaeMOCTH U pACHpOCTpaHeHHe XPOHMUECKHX dopm
OoJsiesnel, yxyillieHHe (DU3HYCCKOrO pa3BHTHS JAeTcii HabawpaloTcs B pe-
sysabTaTe npesbiedus [TJY 3arpasHennst okpykaluleit cpeabl B 4 pasa
1 Gosee» [20]. ‘

«LKerogHo B cesJbCKOM X034HCTBe pecnyOJ/IHKH UCIONb3YETCSl TMpHMEp-
HO O MJIH T MHHEpaJbHbIX yAOOpeHHH, 175 ThIC. T XHMHUYECKHX CPEICTB 3a-
WUTBl DACTeHHY, UTO COCTABJSET Ha KaMAOro XKHTEJIA YKpauHbl (BKJI0OYas
HOBOPOX AeHHbIX) cooTBeTcTBerHo 1o 100 u 3,5 kr» [19].

«[Jo nawHbIM MoHuTOpHHTA, 142 mecTHuupaa Hafinens B 234 BuAax npo-
JYKTOB, OCTATKH XHMHYCCKHX CPeACTB 3alHTBLI PAaCTeHUH BHISBJeHb B 139
BHAAaX TPOAYKTOB, a € TpeBHIUECHMEM MaKCHMaJ/JbHO AOMYCTHMOIO YpPOBHSA
(MIY) — 99. HccnenoBadHble NpOLYKTBl SIBJASIOTCS OCHOBHBIMH B pallHO-
He MHTaHNS HaceJeHus pecnyOauxn.» [21].

«B 18 BHAAX TPOAYKUHH BbisSBACHLl 3KCTPeMalsibHble YPOBHH 3arpsizue-
HUf, T. €. OHM B b pas mpeBbiwator MLV .» [21]. .

«CooTHOlueHHE KOJHUYecTsa AJcpodoca, KOTOPHIH NOCTynmaer B opra-
HH3M JeTedl ¥ MOJAPOCTKOB, cocraBHuiao 3,6, a mertelt  B3pocisix — 6,4, 1. e.
Harpyska Ha OpraHuaMm pebGeiika B 6,4 pasa OoJsbllie, yeM Ha OpraHu3M
B3pocabix.» [21].

«HacToTa BBHISIBJEHHS OCTATKOB XJOPOPTaHMYECKHUX MECTHUHIOB B Cy-
TOUHBIX PaLHNOHAX JAeTeH, KOTOPBIE NMPOXKHBAIOT B 30HE WHTEHCUBHON XHUMH-
Ballil CCJALCKOTO X03silcTBa, cocrasasger or 60 mo 100 %.» [21].

B ¥Ykpaune «cocpenoToueHa JKlIb HE3HAYUTENbHAS YAacTb PEUHOTO CTO-
Ka CTpabl, & Ha KaXAOTO KUTeAA PecyOJHKH NPUXOAUTCA B TOA LOMTH B
18 pas mcubwe sousl, uem B uenow no CCCP. Yxke B nauwe spemst 8 JoH-
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6acce, Kpuopoxne, KpriMy uyBcTByeTcs: JeDHLUUT BOALI, a BOJAHble pecyp-
chl GacceitnoB Ceseproro [loHna, Jdyvecrpa, I0xHoro Byra nouTH noaHocTsio
HCNONL3YIOTCS Ha YKpauue.» [22].

«Exeroano B peku YKpauast Bauaercd 21 mapa Ky6oMeTpOB MPOMBIII-
JIeHHHX CTOKOB, U3 KOTOPHIX 3 MJpA COBceM He ounitanres.s [19].

«C 1975 r. mo 1985 r. B ropoickux cTouHeix Bogax B 10,8 pas Bospoc-
JO KOJHUYEeCTBO CBHHUA, B 5,2 — Mmeau, B 4,8 -— HHKens, B 4,1 — ojloBa, B
3,7 — uunka, 2,4 — xpoma. HuHe cogepxaHHe 3THX BEIUECTB YBEJIHYH-
aocb.» [19].

«K sTomy Hamo no6aBuTh TOT | MJApPA KIOpH, O AAHHBIM 3KCIEPTH3BL
He3aBHCHMEIX y4eHbIX (a He 50 MJH KIOpH 1O L€3HI0, COFJIACHO AAHHBEIM
obHLHANbHON CTATHCTHKH), KOTOPBIH CMEPTOHOCHO OLIJ H3BEPXKEH B OKpPYy-
xatwiyo cpeay UepHoOblabcKol kaTacTpodoit» [16].

«Kpome Toro, ¥kpauHa — paiHallHOHHO OnacHas T€DPPHTODHS IO MpPH-
poaHoMy paauauldoHHOMy QoHy.» [19]. .

Takum 06pa3om, pe3lOMHUPYsi Bce BHIILIEH3JIOXKeHHOe {(a moao6HBIX AaH-
HBIX HMEETCsl YK€ OUeHb MHOT0), CJeAyeT HUMeTb B BUAY YPE3BLHIYAHHO BhI-
COKoOe, pa3HooOpa3HOe M HENMpephBIBHO Bo3pacTalollee ZaBJeHHe Ha [CHETH-
YeCKHH ammapaT uejoBeKa Bcex 6e3 HCKJIIOYEeHHs COCTABASIOUINX cro (T. e.
YyeJI0BEKa) 3AeMEHTOB OKDYIKEHHSl — BOABI, 3eMJH, BO3AYyXa, NMHUIK, a4 Tak-
e BHYTPEHHHX (DaKTOPOB: 3MOLHOHAJbHOH MEperpy3kH, CORepPKaHHsl SA0B
B KPOBH, TPOHHKHOBEHHS] HX B KJETKH TKaHeHd H T. A.

M Bce e KoHeuHadl, pe3yabTHpYIOllasi OLEHKa MOXeT OBITb clesaHa
TOJHKO N0 TOMY PeaJbHOMY COCTOSIHHIO IeHeTHHeCKOTO allapaTa HaceJeHHs
H [pOIIECCOB, B HEM IPOTEKAIOUIMX, KOTOPOE CJedyeT U3 CYIeCTBYHOUIUX (K
COBEpILEHHO KOHKPETHBIX) AeMorpadHu U 3KOJOTHU.

TMepexoas K TpeTbe#l HCXONHEOH COCTaBAfAOUIEHl NPOTHO3a — COCTOSHUIO
reHoMa MOMyJasiiHd Ha AAHHBIE MOMEHT — HeOOXOAKMO YCTaHOBHTb, KaKue
KPHTEPHH HYXKHO NMPH 3TOM YyUHTHIBaTh. CaMo mo cebe COCTOsSIHHE B AaHHBIH
MOMEHT siBJsieTCsT He GoJiee YeM MOMEHTaJbHbIM CHHMKOM OYeHb CJOXKHOTG
npolecca, pa3BHBABLUErocss B MPOLIJOM H IPOAJSUINM CBOe pas3sBHUTHE B
6ynyniem. IlosTomy 6e3 MOHUMAHHA KOHKPETHBIX MEXaHHU3MOB, 00yCJIOBJ/HU-
BaWIIMX M3MEHEHHUS T€HOMa, HO Tellepb yXKe He Ha MOJe/sX BHE 4e/OBeKa,
a B caMoM 4esoBeKe (H 00s3aTelbHO B YCJAOBHSIX pe€asbHOIl ero XH3HY, a
He Hlea/M3UPOBAHHBIX CAHATOPHBIX YCJOBUAX) CAeNaTb NMPOrHO3 Ha OCHO-
BaHHM MOMEHTAJLHOTO CHUMKA B UHAABAAIOLLEM OOJbIIMHCTBE CHYy4YaeB He-
BO3MOXHO. TOJBKO OAHHUM 4YEJIOBEKOM (MM ABYMs, TPEMs) 3/€Chb TaKKe
oboiiTuch HekoppeKTHO. [1oCKONBKY NMPOTHO3 AOQJMKEH AesaaTbCsl AJS NOMYJsi-
LIHH B LEJOM, TO M aHaJu3 HeoOXOAMM penpeseHTAaTHBHHIHA. XoTs o6cieno-
BaTbCsl B KaXK[IOM KOHKPETHOM cayyae OyaeT uHauBuayyM. M, 6asupysice Ha
COCTOSIHMM T'E€HOMOB HHAMBHAYYMOB H NPOLECCOB, NPHBOASALIHX K HX H3Me-
HeHHsIM (T. e. TOXe [IOHHAHBHAYYMHO), HeoOxoZuMo OyAeT COCTaBJATH
NpeACTaBJIeHHe O reHo(OoHAaX NONY/SIIUH, COBOKYMHOCTH MONYJASLHH, 3THO-
ca U T. 4. XapaKTepDUCTHKA TaKHUX MPOLECCOB MO CYTH U O6yIeT KPHUTEPUAMH
TpeTbell COCTaBASKLIEH NpOorHo3a.

IlepBuifi mpouecc, persiaMeHTHPYIOIHHA TreHO(OHA, onpenensieTcs 0CO-
6EHHOCTAMH AEMOTPa(PHUECKOHN CHTYAallHH M NPHMEHHUTENbHO K NPOTHO3Y MO-
KeT ObITb HasBaH jAemorpadpuueckum KpuTepuem. CyTb ero 3akJmoyaercs B
clleAyiolleM.

Kak 6B He 060c0o0Js11CA 4eNOBEK OT OCTAJBbHOTO »KHBOIO MHpa, €cTe-
cTBenHbI# 0T6op AelicTByeT W Ha Hero. OH HOCHUT XapakTep IMOCTHATAILHOTO
¢uabTpa H paboTaeT Ha ypoBHe KaK YUCTO OHOJOTHYECKHX, TAK U COLUAJb-
HBIX QakTtopoB. IlocTHaTanbHEH QHABTP 06yCcAOBAHBaeT TOT (PAKT, 4TO He
BCe KHMBODOXKJEHHBIE MEpefaioT CBOM reHOM INOTOMCTBY, a Te, KOTODbIE me-
peAaloT, peasNH3yloT 3Ty nepeaady F PasHyl YHCJIEHHOCTb CBOHX NMOTOMCTB.
Takum obpa3om, NMOHSATHe NOCTHATaNAbHOro (HIbTPa 00beaHHsET B cefe H
IpeACTaB/AECHHS O CMEPTHOCTH B J0- H PENPOAYKTUBHBLIH fI€PHOM, O CTEPHJb-
HOCTH U GEpPTHALHOCTH WHAMUBUAYYMOB, O PENpPOAYKTHBHOH COBMECTHMOCTH
nap, 0 peajbHOH DENpPOAYKIUHH, O BKJale yPOBHsI XKH3HH, O COCTOSIHHH Me-
JHUMHB M, HakKoHel, O AH(pdepeHUHaNbHOH NJIOXOBUTOCTH. B  pesyabrate
NOCTHATaJNbHbIA PHABTD Pe3yJ/bTHPYET €CTeCTBEeHHBIH oTOOD.
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[oxany#, Haubojee CYWECTBEHHO TO, UTO NPH Da3JIHYHOH JAeMorpa-
¢huueckol CHTYyalHH TOCTHATAJbHBIY (QUIBTP (YHKUHOHHPYET HEOAHHAKOBO.

B npexeabHo YNpPOLIEHHOM ciyiae, IPH MAaKCHMAaJbHOH PABHOMEPHOCTH
BCeX MpOIECCOB B MNOMYJSLHH, MOTYT OBITb TPH XapaKTEPHCTHKH UHCJEH-
HOCTH M YeThlpe COOTHOLIEHHS] POXKAAEMOCTH CO CTENeHblo 3(PEKTHBHOCTH
nocTHaTadbHOro QuasTpa (Taba. 2). PopmanbHO OHA Morau 6b aaTth 12
BAPMAHTOB. YK€ U3 'XapaKTEePHCTHKH YHCTO AeMorpaguueckod C Kauecr-
BelIHBIM YUETOM 3KOJOTHYECKOH COCTaBJASIOLleH BUAHO, YTO Ha YKpauHe
peainsyercs XyAWIMH H3 BCeX NPAKTHUECKM H TEOPETHYECKH BO3MOXKHBIX
BapuaHToB. HaceneHne YKpauHbi DpoLllo caMble GsaronpusiTHble AJisA re-
nodonaa Bapuantel 1A 1 1B, ¢ 30-x rofoB BOIIJIO B COCTOSIHHE 4B, a ¢ KoH-
ua 80-x romoB — B coctosiHue 4B. BrIX0J) H3 Hero TOJbKO [0 KauyeCTBEH-
HbIM OLEHKAM H IIpM HJAeaJbHBIX BHEIIHUX W BHYTPEHHHX YCJOBHAX Oe3
6OJbHINX [OTEPh HEBO3MOMKEH. DTO ¢ HeH30eKHOCTbIO BHITeKdeT U3 CJedy-
jomero (nmoka TOXe KaueCTBEHHOro) aHaju3a. MuHuMajabHasA »hQeKTus-
HOCTbL NOCTHATAJbLHOTO (PUIAbTPA SIBASETCS MeXaHU3MOM, o6eCHedHBaIOLIHM
MaKCHUManbHYIo 3QdeKTUBHOCTL (PHKCAUUHM B NONYJSALLHH MyTaLui, mponyc-
KaeMpIx npenaralbHbiM puabtpoM [24]. Takoi mexanusm 6yler cnocobeT-
BOBaThb (ONATHb K€ MAKCHMaJbHO OBICTPOMY) HAKOIJIEHHIO MyTaluf B mO-
nyasindd. M npefesoM HaKONJIRHHST MOXKET SIBUTbCS TOJIBKO TakKoe COCTOSI-
HHe, IpH KOTOPOM MONYJSINHSA VXK€ HE B COCTOSIHMM BBLAEPXKHBATh AanbHeH-
wHH npupoct Myrtauu#i. Ho «He BbIAepXHBaTby Ha f3HIKE OHOJOrHH O3HA-
uaer rubuyTh. M B HeKoeM HAeaNU3UPOBAHHOM BHJAe NPH JONYLIEHHH DaB-
HOMEpHOCTH CaMOH MOMYJSLUMH H HAYWIUX B HeH mpoueccoB rubenb umeaa
6bl xapakrep, npubAHXKAOIIMACA K NPSIMOYroJbHOMY. Tak ee u paccMaTpH-
BAIOT — OANHAKOBO HJs Bcero xubero [23]. Ho peanbHble monyasinuu Ho-
CTaTOYHO KPYNHBIX PErHOHOB HUKOr[a He OBIBAIOT paBHOMEPHMIMH. [losToMy
B HHX JOJIXKHBI HATH NapaJjJjesbHble IpOLecChl, CBA3aHHBE ¢ IHbepeHLH-
aJbHOH NJOAOBHTOCTBIO. B pesyabraTe mpouecc 6yneT HOCHTL CJOXKHBI Xa-
paKTep ¢ 3JIeMeHTaMH 3aMellleHHs7 OJAHOH YacTH MONmyJSUHH ApYyro# (uau
LpYyrimy).

JAas Ykpauwusl 3T0T mpouecc OyAeT OCJOXKHATLCA €llle M BBICOKOH
9THHYECKOH HeOJHOPOJHOCTBIO. 3jieCh 3Ke OTMETHM, 4TO AJs OoJbLiedf yac-
TH NONYJAANHH BLIXOJA H3 MOJIOXKEHHS, XapakTepH3ymouerocsi gemorpaduue-
cKolt cuTyanuell 4B (cM. ta6a. 2) W TO¥M mpedBICTOpUEH, KOTOpas K HeH
npuBena, 6e360/e3HeHHEIM yiKe ObITh He MOXeT. A xaracTpodHueckas 3Ko-
Joruueckasi o6CTaHOBKA JOJKHA elie (M OYeHb CYLIECTBEHHO) yCyrybJasTb
stot npouecc. Ho Bce momoBHble paccy:AeHHs O BbLIXOAe U3 cuTyauunu 4B
HMEIOT CMBICJ JIHIIb B TOM c¢Jyyae, €CJd TAaKOH BBIXOJ HAYHHAETCS, WK
XOTsl 6B IPHHHMAIOTCH peasibHbIG Mephl K TOMY, 4TOOGbl OH HauaJjcs. ¥ Hac
)e Bce HaoOOpOT — pasBUTHe I[Ipollecca, ONHCHIBAeMOro cHryauued 4B,
OPOAOJIKACTCA M HET JayKe HaMexka Ha TO, UTO OyAYT NMPUHSTHI XOTb KOrja-
TO peaJibHble MepBl AJig €ro U3MeHCHHs. Tak oOCTOHT meno ¢ aeMorpaduue-
CKOH cocTaBJAOLLel MporHosa.

DKOJOTHUECKasi COCTaBJAOUIAst (MJIH 3KOJOTHYECKHH KPHTepHU mnpor-
HO3a) CEroJHs, K COXKAaJEHHIO, He HMEeT B3aHUMOCBSI3AHHOH C COCTOsIHIIEM
HacJeUCTBRIHOrO anmnapara yeJaoBeka CTaTHCTHKH. OTcyTeTByOT neobxo-
AnMble fanible H anpoOMpPOBAHHBIE METOAbI, KOTOPble MO3BOAWIH bl pac-
CUHTATb, CKOJbKO H KaKHe IIOBPeXK/AEHHs B T€HOMAaX JIIOAel BBI3OBCT Tad HJH
HHAasl KOIKPCTHAsl 3KOJOrHueckayg o0cTaHoBKa. Ho mpUHUHUNHANLHO KayecT-
BeHuble OLCHKH yiKe AeNaTb MOXHO [24]. OcobeHHO YeTKO 3T0 MpOSIBJseT-
cs1 ia oOlUleM COCTOSIHMH 3A0POBbS JIOJeH, uTo, KaK GYIeT BUAHO U3 [AJb-
HEHILCro H3JIOXKEHHSl, HMeeT CYIIeCTBeHHOe [IPOTHOCTHHECKOE 3HaueHHe.
CB#3b MYTarCHHOTO JaBJIEHHs OKPyIKalolllell CPEAbl M 340POBbS UCIOBEKA
CCTOAIIST yXe He Bbi3bIBAaeT coMHeHHil [6]. OmHAKO ONMUCHIBAETCS OHA MOKA
JHb B caMmoM ofuieM BHie (puc. 1).

A BOT Kak 3/ech BBIMISIAHT CHIYallHsi u3 BHIGOPKH TeX ke MaTepHaJOB
YIOMHUHABILEHCS BHILIE KOH(pEPEeHIHH.

«O6masa 3a60/€BaeMOCTb HacCeeHHs] PeCNyBJHKH KaK SIBHBIH [eMOH-
CTPATUBHBIA NMOKa3aTeJb OOGUIECTBEHHOTO 3A0POBbS CETOMHS COCTaBJSeT
634,7 na 1000 »xwurteseit; pacnpocTpaHEHHOCTL paBHsdach B 1990 r. 1102
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1. Bricokas pox-
JI4eMOCTb H BHICOKaf
3($CKTHBHOCTD TIO-
CTHATAJBbHOFO
buIbTpa

2. Beicokas pox-

JAaeMOCTb H HH3Kasd
2 eKTHBHOCTD 10-
CTHATAJIbHOrO
dusbTpa

3. Husxas pox-
AACMOCTh M BbBICOKas
9(HCKTUBIIOCTD NO-
CTHATAAbHOTO
(hiaeTpa

CuTyalHs XapaKTepH3yeTcs BEICOKOMH
YCTOHYHBOCTBIO LOUYAALHK K Hebsaro-
NPRATHBIM BUEWIEHM BO3REHCTBHAM,
BreurnHe BO3ACICTBHS NPH 3TOM MOTYT
6LITb B IIKPOKOM AHaNas3oHe HebJaro-
OPHATIOCTH, KpOME KPaHHHX 3HAYEHHH

CHuryauHsa XapakTepH3yeTca HeOJHOPOR-
HOCTBIO NOAYJAUHH (HaKalJHBAKOLIeHC
€O BpeMmeHeM) BCJeACTBHE HeOJLHOPOX-
HOCTH CTEIEHH INMOBPeKAeHHS reHeTHYe-
CKOro amnnapaTa B Pa3HblX MHKpPOIONy-
NFUHAX. BHeWwnHe yCJIO0BHS TIPH 3TOM
MOrYT ObiTh HEKOTOpO@ BPeMs B IUHPO-
KOM JHanasoHe He6.1aronpusTHOCTH,
KpoMe Kpajinuax anauvenuit. Hapacraomasg
HEOAHOPOAHOCTb (IO CTCIEHH IOBPEX-
JeHHS TEeHOMOB) JAeJaeT JaHHOE COCTOSf-
HHE BPEMEHEBIM, TA4K KaK HapacTawulas
HEYCTO{iYHBOCTH KOTJAa-T¢ AOJIKHA Ile-
peHTH B CPbIB — PeajIH3aLHI IeTepOoreH-
HOCTH B BHAC TeTEPOrcHHON 3JHMHHALHA
Taxast cHTyauHs BO3MOXKHA AHIUBL NOC/E
curyauns 1B naum 1B B pesyasrate
HCUe3HOBCIN  KPaiiHiRX Heb.1aronpHsTHHIX
¥CJIOBHH KAk nepexofHass (KOpoTkoe
BpeNSA} C MOCICAYIOWHM SBHO BbIPAXKeH-
LLIM YMelbLICIHEeN YHCICHHOCTH NOfy-
JAuld. TeOpeTHHCCKH cTa6HABHOCTD
MOXeT 6bITh TNOBBIWICHA 32 CYET 3Ha-



CHTyauusa XapakTepy3yeTcss OYeHb BLICOKOH
YCTOHYHBOCTLIO NONYIAUHH K HEGAAronpHaT-
HbIM BHELIHHM BO3AcHCTBHAM. Brelrnue Bo3-
AEHCTBASA NPH 32TOM MOryT ObITb B ILHPO-
KOM AHanasoHe ReG.aaronpuaTHOCTH. I aH-
Has CUTyallHsd BO3MOXKHA TAaKXKe Kaxk ne-
pexoaHas, Hanpumep, oT 1B k 1A mpa
CMATYEHHH BHELIHHMX YCJIOBHi

Curyauus xapakrepu3yercs cMepT-
HOCTbIO, ypaBHOBeLUHBa}OHleﬁ BLICOKYIO
pomaaemoctb. [1pn HH3KOH 3G(eKTHBHOCTH
npeHaTajbHOrO QGUJBTPA K TAKOMY pe-
3yJAbTaTy MOI'YT NPHBECTH TOJIBKO BHELIHHe
KaTacTpoHIeCKye Npouecchl — XKeCToKHe
BOHHBI, NOBAJbHBI! TOAOA H T. U., IPH
KOTOPLIX NDOUCXOAHT He GUJIBTPOBAHHE
¢$enoTHNoB, a HX HEBLIOOPOUHOE YHHUTO-
Menue. BHe nogoOHBIX KaTacTpod AaHHAS
CUTYalUHsa BO3MOXHa B TeUEHHe HEKOTOPOro
BpPeMEHH TPH NONBITKE BBHIATH H3 CO-
cTOAHHA 4B

Takas CHTyauus BO3MOJKHA JALIb KO-
poTKOC BpeMs nocsde cTaivk 1B nam 1B

B pesyJbTaTe PE3KOr0 CMAr4eHKs KpahHuX
HeGJarONpHATHHIX YCNOBUIT KaK nepcxoiHan
C MOCJEIYIOULHM CHHZKECHHEM UHCJIHHOCTH
nomy.isiHH. Teopemlzecuu ¢Ta0uabLHOCTD
MO2KeT OLITh NOBBIWEHA 33 CYeT 3HAYU-
TeJBHOTO YBEJHUCHHS dPPeKTHBHOCTH
NPEHATAJIBIOrO PUILTPE

Takasi CHTYalHsT BO3MOXKHA TOJIbKO Ka
MEXKYTOYHAS NPH Pa3NHUHLIX NMEPEXOfF
npoueccax, HallpHMep: B CaAydae, eC.u
autax lA u 1B Beauunua pHewHHX nef
upusAtHelx GaKTOPGB AOCTHIJIA Kpa iiHH
YeHHH, 2 MONYJALUNS He BHAEPKHMBAET
NABJEHHS; NPH UPe3BbIYaliHbIX CHTY ALl
(BOiiHBI, TONORX ¥ T. A.}; B BapHaHT ax .
X0Ja MONyJsuHi U3 NPOrpPecCHpPYIOLLHX
crajiil BEIPOXKAEHHSA

CHTyauusi  BO3MOXKHA IIPH  HECKOJ
BapHaHTax, HO JKIIb B BHAE NeEpPexoxl
stana, Tak Gyjger BeCTH cels mony.s
Ha CTaAHH YCKOPEHHOrO BHIPOM AEHHUS
TEPMHHAJABHOH CTAAHH €r0) [PH NOMbI
BBIITH M3 HErO TOJBLKO MyTeM YBEJTHUE
poxaaeMocid. Tak OyleT npH pesKoM
NOBBILIEHHH BKJIaja OTPHILATEIbHBIX
BAMAHMI HaBHe B Bapuante 2B. ITpor
6yAeT 3aBHCETb OT COCTOAHIA IeHOdO
H BO3MOIKHOCTEH ofIlecTBa

CHTyalHns BO3MOKHA TOJIbKL KaK TCpt
X01H0e cocToAHNe, Tak Mowxel ObThb 3
nepexone 13 1B B 3B. Toraa nomys
MOXEeT cTaGU.JIH3HpOBAThCs, 10 Ha 60
HU3KOH YHCACHHOCTH, BeDIyBUIHCh, Ta
oGpasoM, onats k 1B. Ho taxas cury
MOJKeT BO3HHKHYTh NPH HEKOTOPLIX Ra
Tax TepMHHAAbHON  CT&AHM  Jerpaj
(B caydae Aerpajauiy 4 cunioro obime



Takaa chtyauds 6yAeT HMeTh MECTO Ha

Cocrosinne peaablo BO3SMOXKHO JHIIL HA

YHTEABHOrO YBEJAHUYCHHA 3¢deKTHBHOCTH

TIPeHAaTaABHOrO HHIALTPA
Takas cHTyaunsi BO3MOXHa JHIIL HA

4. Husxas pox-
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TEPMHHAILHON CTAZHI AETPAfalyH B ee

«CMOKORHOM» BApHAHTE — HOMYJNALHA HC-
uesner. CKOPOCTb HCUC3HOBEHHS §yJeT

NPOTAXEHHH OrPAHHYCHHOTO BPEMEHH KaK
nepexo/Hoe, HANPHMeEp, OT BapHauTa 1A

K BapHaHTy 4B. TeoperTHueckn cTabHIb-

HOCTb MOXKET GbiTh MORBILIENA 3 CYET

pHMep, NIPH Mepexoje
K 1B nau 1B). Jaxe

KOpOTKOE BpeMA B BHIAE NECPEXORHOTO

cecrosindst {Han
BapHanta 1A

3¢ deK THBHOCTD TO-
CTHATANBHOTO

aeyocTb H IIH3Kast
$HIBTpa

3aBHCETb OT TOrO, ¢ KAKOH CTAajJMM BO3HHK-

HET Nepexof B cocrosiide 4B, kakasn

yT

HAeaNbHBIE BlIRUIHHE YCJIOBHS He MOr

i cpearl. B mo6om
caydae cocTosihve 4B — camoe takenoe

AJIST OOy NAIHH

JArONPUSATHBEX

CTefletib NOBPEIKACHHOCTH renodonia u

Kakoe JaBJeHyde Hel

$aKTOpoB BHemIHe

3HAYHTEJbHONO yBeJHUCHHS 3bheKTHBHOCTH

NpeHaTanbHOro GHIBTPA

peHaTallb-

POMHTB €ro).

€OPETHUECKH CTaON/IbHOCTh MOMKET GHITH

CTa 6H.UH3HPOEaTb AaHI10e cOCTOsIHHE

(x0T M cnocodHb N

T
JNOCTHTHYTA 33 CYET OY€Hb GOABIIOTO

yBenudeHus 3GQEeKTHBHOCTH Il

Horo (puabTpa

Ha 1000 Hacenenusa. B mocaexnee ne-
CATHJETHe 3TOT MOKa3aTelb 3aMETHO
BHIPOC B CEJBCKOH MeCTHOCTH.» [25].

«Oco6oro paccMoTpeHus Tpebyer
3a60/1eBaeMOCTb OHKOJIOTHYECKasl.
O6eCcn0OKOEHHOCTb BbI3bIBaeT POCT NO-
kazareqass 3a60o/neBaeMOCTH H3 roja B
rof {eXeroAHbli NPUPOCT TaKKX OOIL-
HBIX cocTaBasier 3,5 ThiCc.).» [25].

«Cpenuerogosple TeMIbl NpHPOC-
Ta CTaHJaPTH30BAHHBIX TOKasaTesci
0 paKy Ha YKpaHHe COCTaBJAT AJs
Myxups 2,4 %, aasa xenwun 0,9 % .»
[26]. Y 3To npu cHuxKawIeAcs Cpel-
Hel 11POLOJIXKHTENbHOCTH KH3HH!

[To YkpawHe «CTOMT Ha Yyuere,
KOTOpHII NMOKa ellle ©MeeT ONpeAeseH-
Hble HeJOCTATKH, 0KoJ0 1,2 Man 60Jb-
HBIX HCHXHYeCKUMH 3ab0/ieBaHHSIMH H
eXerofHo JNoBaBJsieTcsd He MeHee 3—
5 9%. BunisbiBaeT omaceHue o0cofo BHI-
cokas 3aboneBaeMocTb aereit.» [25].

«Tonbko 3a rong (c 1988 r. mo
1989 r.) uX KOJHYeCTBO YBEJIUYHJOCH
Ba 2,3 % u cocrasaser yxe 3,3 % ot
obllero KOJHYyecTBa HOAPaCTalollero
nokoJeHusa.» [27].

1,2 maH 6GoJbBHBIX Ha B2 MJH Ha-
cenedus — 310 2,3 %. Hdas mereit xe
NpoUeHT GOJMLHBIX cocTaBgseT 3,3, T. e.
MIOUTH B MOJTOpa pas3a BHILLIE.

«3a nocaegHue 10 set KoJauyecT-
BO HEXXH3HECNOCOOHBIX AeTeH ¢ HH3-
KO Maccoil Teja yBEJHUMJIOCH B D
pa3. 3HAUUTEJLHO BBIPOCAO KOJMUECT-
BO AeTell ¢ YeTKO BBIPaXXKEHHBIMM aHO-
mamausaMi: ¢ 1975 r. mo 1986 r. nx 6ul-
JIO 3aperHcTPUPOBaHO B CpeAHeM 110
pecnybanke 2,65 %, a ¢ 1986 r. no
1988 r.— yxe 5 % .» [27].

«Ceroius B 1e/a0M N0 YKpauHe
0k0.10 70 % HOBOPOXAEHHBIX € MepBO-
ro JHA MHU3HH HMeIOT Te HJH HHBIC
OTKJIOHEHHS B COCTOSHHH 3A0POBbLS.»
[16].

«3a mocsaenHee AecATHJETHE B 5
pas yyacTHJOCb pOXKAEHHe MAeTed ¢
ranotpodued... o oKoHuaHHs cpen-
Hell WKoJabl ¥ 46 Y yueHMKOB Habuaio-
Ja0TCA pasjHuyHBle XPOHHYECKHC 3a-
Gonesannusi, a y 50 % — mopdodynk-
UHOHAJbHBIE HApYIWEHHs. 310pOBHIMHU
MOXHO Ha3BaTb TOJbKO b—8 % s8nI-
nyckHukoB.» [28]. B Tex MecTHocTsx,
Kyjga poraHyiacs YHepHoGblib, cH-
Tyauus eille xyxe. «IIpu anaausc no-
Kasartesell IO BO3PACTHBIM KaTErOpH-
SIM YCT4HOBJIEHO NOBBILICHHE CMepT-
HOCTH OT HOBOOOpAa3oBaHHHE y MO.0-
ABIX (1—4 rona) u crapeix (40—44,
50 n Gosec sieT), AeBOYEK B Bo3pacTe
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A0 4 Jaer oT Gojle3HeH KPOBH M KPOBETBOPHBLIX OpraHoB.» [29].

M3 npuBeleHHBIX AAHHBIX BHAHO, YTO KPYTO OlepexKaloUUMI TeMIaMH
BO3pacTaeT 3a00JIeBaeMOCTb W CMCPTHOCTb /JeTeH, ImpuHueMm B MOCACIHHE
FOAB! 3Ta TEHACHUMSA INPEAEJbHO «IIOMOJOAEAA», OXBATHB CaMyI0 MJaAlUyIO
BO3pacTHylo rpynny (40 4 seT). 34eCh 3TH MOKA3aTENW BHIPOCJH CHJbHEE,
4eM B ApYrMX rpynnax, npuoGperas Ty jKe HalpaBJeHHOCTb, YTO M B rpynne
CTaprlx Jilofeit (K KOTOpOH IO peasbHOMY COCTORHHUIO 3/10POBbS HauaJju oT-
HOCHTb YK€ COPOKAaJIETHHX).

1 310 Bce — o dony HeNPePEIBHO CHHKAIOUIEHCS] pOXAaeMOCTH, ynag-
WeHd yXe HHXe TOH KDPHTHUECKOH OTMETKH, NPH KOTOPOH ellie BO3MOMKHO

DISET? MUTATION  HEALTH NpOCTOEe BOCHPOH3BEAEHHE UYHCJCHHOCTH

EXPOSURE — GRM CLUS  FREQUENCY  preeers HACCJCHHS.
APaN. ALTERATION C kakuMH-HHOYAb HONMYWCHHSMH H
9 HaTAXKAMH TaKyil0 CHTYallulo B He-
MAMMALS -—>:“"I .
DRUSOPHILA ;’.JL_ e
N - i |[ Puc. 1. CBSi3b MYTAaUMOHHOrO HaBAEHHS W 3R0-
& (#—————x  POBbA 4ejoBeKa. Ha cxeme ykazauul Takxe my-

- TH TECTHPOBAHUS MYTaUHOHHOTO jaBneHus [G}

KoeM aBCTpaKTHOM BapuaHTe MOXKbBO Oblio Obl OTHECTH 3a CUeT HeLoCTaT-
KOB MeE/JHIHHBL, OBITOBBIX YCJOBHH H APYTHX NOAOOHBIX HPUYMH, CHSIB NOXLO-
3pexHe, TaKHM 0Gpa3oM, B HaPacTZHHH MNOPa*KeHHH TEeHEeTHYECKOro ania-
paTa KakK DpHUYUHEL pocTa 60/1€31€HHOCTH H CMEPTHOCTH.

Opuako paxe Te (KpalHe HCMHOTOYMCJIEHHbBIE) JaHHBIE, KOTOpLIE yXKe
HaKOMJeHbl, HCKAYawT noaohuoe obbicHeHHe., KoHEUHO, H MeAMIIMHA, M
GbIT, M MpoYee JAPyroe y Hac HaXOASNTCS CEroilisi B OYEHb TSAMKCJIOM COCTOS-
Huu. TeMm He MeHee IPH OTCYTCTBHM HACJAEACTBEHHOIO OTATOWIENHs, 0 Kpad-
Hell Mepe AJs AeTed MJAAWeEro BG3pacTra, BCE Ke YCJIOBHS, NMYCTb MHHHM-
MaJLHO TNpUeMJeMble, HO TéM He MeHee CIOCOOHbie COXPAaHHTb HX XOTh B
STOT NEPHOJ, B MacCe HMEITCsl peanbHo. XOoTb H MO MUHHMYMY, HO Ha 3TO
Hauie o6uecTBo eule cnoco6Ho. O NPHYACTHOCTH K TPOHUCXOAsLIEMY Hapy-
[eHU TeHoMa CBHAETEJNbCTBYIOT JaHHBIE, XapaKTePH3YIOlllHe COCTOsSIHHE Ha-
CJeJCTBeHIIOro anmnapara.

«YCTAHOBJICHO, Y10 Tcnepsb Kamaas 8—I12-9 cemba B pecnybuuke sBsi-
erca GesperHoit, B 80 % caydacs 6e3geTHoCTb oOGbsAcCHseTcAa OecnyioiHeM
OJLHOT'O HJIH ODOKX CYNPYroB».

«JLpyrofi mpHuHHOH OecnaofUsa sIBJASIETCS] HEBBIHAIHBaHHe OepeMeHIloc-
TH, TIPUBOASILIEE K HCIPOH3BOMRHLIM aGopTaM, KOJIHYECTBO KOTOPBIX mocie
1986 r. HMeeT TeHJEHUHIO K pocTy. bosee uem B 1,5 pasa ysesuuuscs BKJIaL
HCAOHOILIEHHBIX MepPTBOpOXKAenubix.» [30].

«YCTaHOBJNIEHO, YTO CPEILHEr0oA0Bast 4acToTa CINOHTAHHBIX afopTOB B
3arpsi3alicHHbIX MecTax B 1,7—2.2 pasa BBIIUC, YeM B OTHOCHTEJLHO YKCTOM
ropoje u nocruraer 24 % or xosanuecTBa xesacMulx Gepenmernocteiiy [317.

«OCcoBCHIIOCTh 34KNI0YAETCsT B TOM, uTO oOxoso 90 9%, erositennulx
YPOACTB U HaCJCJCTBCHHLIX 3a00JeBaHUH SIBASIOTCS CACACTBHEM HOBLiA iy~
Tauyi B MONOBLIX KAETKaX pojureneit.» [32].

Y My:uHN «Ha YKpanHe cpajiec YHCJI0 CNocobUBIX K OMIOLOTBOPCIIHIO

MOJOBBIX KJCTOK 32 neprox < 1968 r. no [988 r. ymenbwnigocs ¢ 70 jo

30 % .» [16].
CoOpannnle BMecTe nOA0GHLIE HAHHBIC MOKA3BIBAKOT, UTO € NMO3KLMA

KOJIOTHMECKOA COCTABASIIOUEA DPOTHO3a BBITEKACT CTabuanlioe CYLIECTBO-
BallH¢ TAaKOH oOCTAHOBKH, NPH KOTOPOH HE MPOCTO HHTCHCHBHO HUYT Hapy-
LICHIsE ACJACACTBEHIIOTO ammnaparta nacexcuus. Hawma sxosoris npusesa
K TOMYy, 4YTO pe3epB (CHOTHMHYCKO{ KOMIICHCZUHH TaKHX HapyLICHHH 3a
CYCT MACKHPOBKH MYTAaUMil TeTCPO3HIOTHOCTLIO HcdepmadH. B obuiunuix yc-
JIOBIHSIX LI3MEHCHHS MPOUCXOJSIT JHIIL B OJAHOM asJese, a GoablIHCTBO MY-
TayMil HMCCT PCLECCUBHBII XapaKIep M MPOSIBJASETCH B YCTKO DPCrHCTPHPY-
CMOM BHAC TOJBKO B TOMO3SHTOTIIOM COCTOSAHIIH. MBCCOBaﬁl 00JC3HCHIIOCTD
faceJeliig i ee POCT, & TaKMKe, {T3 OCOOCHHO MOKa3artesabllo, CMCLUIEIHE Bbi-
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COKOTO YPOBHSI DErHCTPHPYeMBbIX OTKJIOHeHHil 3J(0pOBbs BO Bce OoJee Muan-
UIHe BO3DPACTHBIE TPYMNIbl (BIJIOTh MO HOBOPOMKAEHHLIX) IOKA3LIBAIOT, HTO
MYTalHOHHAs HArpy3ka NPOSiBAACICA B BHAE (GEHOTHNHYECKHX H3MEHEHHH
yxe ceiiuac. Tak MoxeT ObITb B ABYX CJaydasix.

B nepBoM cayyae KOJHYECTBO MyTalHH HACHITHIO PEUECCHBHBIA ypO-
BeHb, H HOBble TOKOJEHHS IpH JOOBIX KOMOUHAILHAX ABJAIOTCA FOMO3UIOT-
HBIMH IO HEKOTOPBIM H3 PaHee PELEeCCHBHBIX NMOBPEXKAEHHBIM aJJedsaM.

Bo BTopoM cayuae Haba04acMoe MOXKET GbThb OODLACHEHO HACTOJABKO
BBICOKHM YDOBHCM MYTATCHE3a, 4T0 KOJHYECTBO AOMUHAHTHBIX MyTauui (HO
He 10 KJIAaCCHUECKOMY TIPOSIBJEHHIO HACNeICTBEHHBIX 00JIC3HEH, a Mo ¥X TH-
xoMy Bapuauty [24]) oka3blBaeTcs yike MOCTATOUHBIM, YTOGH NPOSBASATHCHA
y 3HAUHTENbHOH 4acTH Jiofed. HakoHen, BO3MOXKHO M COYeTaHHe ABYX Ba-
puantoB. B q060M ciayyae 3TO 03Hayaer, 4TO, COIJIACHO IKOJOTHUCCKOMY
KPUTEPHIO, CErOAHS HeJb3sl YiKe FOBOPHTb O TAKOH OKpy»XKallueh cpeje, Ko-
TOpasi BBI3BIBAET TMOBPCK/IACHHsI T€lIOMOB, He BbIBOAALIMC MONMYJALHIO H3
cocTosiisg paBHOBecHs (yDOBCHb TIOBPEXKJAEHHs paBeH YPOBHIO 3JHMHHA-
ud). s Takoro cocTosHKs (M T0.1bKO ANA HEro) KOPPEKTeH TePMHH «My-
TalHOHHAs Halpyska». Hama 3KoJOorHst NpHBOAKMT K MYTALHOHHOH mnepe-
TPy3Ke, IICYCTPAHHMON yXKe CyUlecTBYIOUIMMH FCHETHUCCKHMU MEeXaHH3MaMH.
B peayabrate NONyAsLHS BLILUIA H3 PAaBHOBECHOIO COCTOSHUSA M B HeH MIET
HellpepLIBHOC HAKOMJIeHHe MyTal#h.

CrpocHye rcHOMa — 3TO DE3YJbTHPYIOILAd BCeX NPOLECCOB, NPHHSB-
wiHX HeoOpaTHMBHi XapaKTep, lla ypoBHe INepBoocHOB. MMenno Heobpatu-
MOCTL OTJHYACT OAMH F€HOM OT APYroro. B To ke BpeMst B paMKax OJHOro
H TOro K¢ reHoMa MPOHCXOASIT [ICHpephiBHblE (PAYKTyaUuH, Hocsille obpa-
THMBII xapakTep. DT0 U Meraboanueckde OpeluH, KOTOpble BOCCTaHABJHBA-
I0TCS, 1 HelpepbiIBHO BO3HHKAIOWHNE H pENapupylollHecss H3MEHEHHS] OCHO-
BaHNil, H BO3HHKAIOUIMC M ycTpansgiolluecs paspbiBel u T. 4. Ho ecau B0o3-
HUKIIHC QAYKTYalUd TPOLUIIH BCE BOCCTAHABJHBAOLIME, KOPPErupywille H
KOHTPOJNHPYIOLLLHEe MeXaHH3MBbl, NPOLWJIH PeKOMOHHALHOHHBIe COOGBITHS H 3a-
dukcnposamics B HeobpaTHMbLle H3MEHEHHS, OHH — 3TH HeOGpaTHMBble H3-
MeHCHIS W OyAyT OTJHYaTb HOBBLIH MYTQHTHBHIl TEHOM OT €ro BOCIPOHU3BEN-
nero. M no mMepe pasBUTHSA MOAOOEBIX COOBITHH MOXKHO FOBOPHTH O MYTareH-
nolt HcoBpaTHMOCTH, O HaKOWJEHHH MYyTalHOHHOIO rpy3a ¢ HCH3GCHHBIM
NepexojloM Ha Takod ypoBeHb TOBPeXJIEHHOCTH [eHOMAa, IPH KOTOPOM ero
obnajarcss yXe TepsicT CHOCOOHOCTb K CYILIECTBOBAHMIO. IDTa HcoOpaTu-
MOCTh SIBJsIeTCA HeOOPAaTHMOH AJs JaHHOT'O MOJIEKYJSIPHOTO KOHTEKCTA.
HMuTterpupys B 1IAAMOJIEKYJAAPHblE CTPYKTYpBl, OH (MOJIEKYJASIpHBIH KOH-
TEKCT) B 3aBHCHMOCTH OT TOrO, 4TO, KaK H ¢ KAaKHM paspeulerneM paccMmar-
puBaercst, 6YACT OTAEAbHOH KJeTkOH, OTAEJAbHBIM YEJOBEKOM, OTIeJbHOMH
Tpynnoi JaiojeH, oTAeJbHOH NONYASIUUCH HJIH, HAKOHEl, OTAEJNbHBIM 4eJoBe-
4CCTBOM, T. €. HaceJcHUeM TJaHeTn! B uneaoM. M 3amech packpbiBaerca yau-
BHTC/ILHESE OCOOEHIIOCTb MYyTaAlHMOHHOH HeOGpaTHUMOCTH: OHAa  CYLIECTBYET
JIUIL K&K JAIb MOJIEKYJ/IsPHBIA KOHTEKCT, peatu3yeMBil B KJETKY, opra-
11M3M, nonyaanno. M noToMy ol B03MOKeIl TOJABKO B IIPeNeSaX caMoro cchs.

[Tpi nepexoie ¢ Gosee HH3KOTO 1A GoJee BLICOKIH YPOBEHb HeOGpATH-
mocth ncucsaer. Mcuesaer notosy, 4To MyTauud MOryT KOMIUVIEMCHTHPO-
BaTLCA NICMYTAHTIBIM ajJjcjeM, XpOMOCOMBl ¢ MyTallHCcH (La)e B HACHTHY-
HBIX QJICAAX) O/IHOrO POAHTeAS (MYTaHTHOIO) pasfaBsATCS XPOMOCOMAaMH
Ge3 MyTauud ApPYroro poUuTe]d W T. JI.; T. €. HCYe3aeT OHa IEHOIl TCHETH-
uccxoro pasbasienus. OTAedbHbifl HYKJIEOTHA, I'CH, XPOMOCOMa MOTYT OC-
TaTLCS TAKHMIL JKC, KaK My TpeallecTsylomero opraHusma. Ho npu stom
TPOUCXOj(AT MACCOBbIE H3MEHCHHUS /iPYTHX YUaCTKOB reHoMa (HAH OTACJLHBIX
FCHOMOB B CHCTEME TellOMOB, T. C. TeHO(OHJAE) 3a CUeT CJAHAHHUA T'CHeTHYe-
ckoro marcpiuasa. M oJHOBPEMEHHO HCYe3deT KaK CaMOCTONTeNbHLIH TeHe-
Tiigeckn (1, CJCJAOBATCHbIO, (CROTHNMYECKI) TOT G0JeC HH3KMI YPOBCHD,
KOTOpKT paszbaBiscress. Tak, KJAOH KJAETOK HJAH OPraHH3MOB TCHOTHYECKH
oucils cxoict. A BoT npu 06pa30BaHHH NOTOMCTBA OT CJHBIINXCSI TCHOMOB,
T. €. B PC3YJbLTATC TICUCTHUECKOro pa3baBJCHHS, DPOMUTCAH e HACHTHUIbL
noroMkam. Takiiv o6pa3oM, LeHa MYTAUHOHHOH OOPATHMOCTH — HCUE3HO-
BeHlC Toll reucTHdecKoli it PeHOTHNNYECKOH HHAHBHAYAJbHOCTH, KOTopast



CBOMCTBEHHA AAaHHOMY YPOBHIO, GyAb TO OTAEJbHBIH YeJOBEK HJH OTHEJb-
HBI Hapod. M ecan ypoBeHbp MYTALUHOHHOH NMePErpyskH NPEBLICHT HEKYIO
KPDUTHYECKYIO BEJHYHHY, CYUIeCT30BaHHe NaHHONH reHeTHYECKOH HENOBTODH-
MOCTH BHYTDPH CaMOH ce0s CTaHST EBO3MOKHBIM.

HTak, 2KONOTHYECKHI KPUTEPHIl, CIPOEKTHPOBAHHBEI Ha COCTOSIHHE TO-
NyJSUAH, CBUASTEJBCTBYET O CYUIECTBOBAHHH Y HAc TaKOrO OKPYXKeHHs, KO-
TOpOE NMPHBOJHT K HENpPEePBIBHOMY PUCTY MYTALHOHHOTO Ipy3a, APYrHMH CJIO-
BaMH, K MYTAaUHUOHHOH Neperpyska, ¥ CTaBUT IOJA BONPOC CaMO CYULeCTBOBA-
HHe reHodoHAa HaceNeHHs YKpaHdpl M, Kak CJaeJCTBHe, BooOllle BO3MOXK-
HOCTb COXPaHGHUSI KODEHHOIO HaceJeHHs.

W gns Toro, utoObl pazobparbes B npoucxoasiieM Gojiee [AeTajbHo, He-
06XOAMMO TNPOAHAJH3HPOBATH TPETHIO HCXOAHYIO COCTABJSIOLLYIO MPOrHO-
32 — HEMOCPeACTBEHHO COCTOsIH{E I'eHOGOHHA Ha AAHHBI MOMEHT.

Jlast onucaHUs COCTOSIHHST vcHOMOHAA HeOOXOAUMO BBIAEGIHTL Te€ MNpPO-
IECCH, KOTOpble ONpPeAesioT 3TO COCTOSIHHE H MOPYT Jleub B OCHOBY KpHTe-
pueB oueHkH. IlepBBIf B3 HUX MOKHO YCJOBHO Ha3BaTb «6aslaHCOBBIMY.

Kak xopoio u3BecTHO, MYTallHH BO3HHKAIOT NOCTOSHHO H B TO XK€ Bpe-
Msl B OOBIYHBIX YCJOBHSIX Ha YPOBHE MONYJSILHH OHM He HAKAaMJUBAaiOTCS.
BMecTo HakomeHUs: UMCETCS MOCTOSIHHBIE, HAM (QAYKTYHPYIOILUH B KaKHUX-
TO Hpeaesax, MYTAIlHOHHBIHA ,py3. Takoe cOCTOsIHHE BO3MOXKHO TOJBKO B
cJy4yae CyUleCTBOBAHHS MeXaHH3MOB 3JHMHHAUUNX MYTALMH. SIHMUHALHSA
NMPOUCXOAHT Ha BCEeX YPOBHAX: KJIETOK, 3HrOT, 3MOPHOHOB, HHAHBHAYYMOB
u T. A. M Bcerga #ajo NOMHUTb LEHY 3JMMHHALMH BO3HHUKUIHX MYyTaUMi,
TaK KaK OHa BO3MOXHA TOJbBKO BMecTe ¢ HX Hocuzensmu. Haubosee macco-
BO 3TO OCYULIECTBJsIET IpeHaTaJbHbid ¢uAbTp. DPPEKTHBHOCTh MpeHaTalb-
HOoro (uabTpa XOpoulo BHAHA P CPaBHEHHH KOJHUECTBA MyTalHil Bcex
THIOB, BO3HHKAWOLIHX B 3apOJEIICBBIX KJeTKaxX UeJOBeKa (OLEeHHBACMBIX
KaK NpsMBIMY, TAK U KOCBEHHBIMi MeTOJaMH), H KOJHUYECTBA KUBOPOXKAEH-
HBIX C HacJeACTBeHHBIMH AedeRTaMu.

Kpynuble HapymeHuss (aHEeyNJIOWAHHM H CTPYKTYpHble aHOMaJjiHH) B
CrepMaTo30HAaX CYLIeCTBEHHO KOJEOMNIOTCS Yy PasHbiXx 3A0POBHIX MYMKUHH,
cocTaB/sigl B cpellHeM (mo Bceli BhIOOpKe) Heckoabko Godee 10 % [33, 34].
HemHorouncneHntble paboThl Ha HEOMNOAOTBOPEHHBX OOLHTAX KEHIUHH AAKOT
BeJHUHHY KPYNHBIX HapylieHHH, HECKOJbKO MPEBBIIAINYID B CpPeXHEM
20 % [35].

[Ipn orcyTcTBliM npeHaTadbHOro ¢uabrpa noutd 30 Y HOBOPOKIeH-
HBIX MUMeJH OBl KPYNHBIE XpOMOCOMHBble gedeRTel. A B NeHCTBHTENBHOCTH —
Takux poxkaaercss meHee | %. Enle narsnsiiHee cuTyauus ¢ F€HHBIMH MyTa-
uusiMu. Ecan NpHHATb PaBHOBSPOATHOCTb €aMOTO MYTHDOBAHUS KaK MPO-
mecca, 3aTparuBaloillero ¢ OAMHAKOBOH YacTOTOH BCe TreHbl BCEX XPOMOCOM,
TO OLlEHKa MOXKeT ObiTb NPOBEACHA MO YacTOTe BO3HUKHOBEHUSA de novo Hau-
GoJiee yacTo BCTpeYaeMHIX MyTalkil. MIx BesHuumHa cocrasaser (Ha Teppu-
Topun OniBiero CCCP) oT oxnoli a0 HeckonbKHMX eauHulu Ha 10-5 [36].
B rakom cayuae npu o6uem uncae reHoB y denoBeka 50— 100 Teic. (na ran-
JIOHANDBIH TeHOM) He 6bl10 6bl HU OAHOTO HOBOPOXKAEHHOTO C HOBOH (T. e.
B JAONOJIHEHHe K HMeiowuMcs) myrauded. M paxe ecan npHsHaTh ux Bce
CNJIOWb PEeLeCcCHBHBIMH, OUeHb CKOpO (IO MepKaM HCTOPHH) He 0KasaJoch
Obl HM OAHOFO HEMYTHPOBABILETO TeHa HH Yy OJIHOTO yenoBeka. M Bce HOBO-
poxJaeHHble 6blH 6b1 06583aTeIbHO (M MHOMECTBEHHO) FOMO3UTOTHO AeheKT-
HBIMH. A TakOBBIX poXxpaercs uyTh Gosee 2 %. M no mocacaHero BpeMmeHH
Ta BeJHYHHA OcTaBaJachk MOocTOAHHOH. TakoBa 3(pdeKTHBHOCTE npeHaTab-
Horo ¢uasrpa. To, 4TO OH MPONYCKAET, YCTPaHsAeTCs NOCTHATAIbHBIM (GHILT-
poMm. 1 B pesy/ibTaTe B NONYJALHH YCTaHABJHBaeTCsl KaKoH-1o 6ajiaHc Mex-
Ay MyTalMfMH, BO3HHKAIOUIHUMH H 3JHMHHHDYIOIMMH. B HopMe Takoit 6a-
JlaHC HOCHT paBHORECHBIH Xapakrep. Ho Moryt ObITb u uuble cayuau. Ecan
10 KAaKHM-TO IPHYMHAM TEeMIB BO3HHKHOBEHHS MYTaUHi NpPeBHIIUAIOT TeM-
Obl UX 3JHMUHALKH, HACTYnaeT ilCPHOA HAKOMJEeHHsT MyTauui. 34ecs HaAJO
HMETh B BHAY, UTO yBeJHUYEHHe MYTAareHHOro AaBJIeHHs H HAKOMJEHHEe MyTa-
uuit He oaHO M TO Ke. IIpe- u nociHaTadbHblil GUALTPH B HOPME HE TOJLKO
BBICOKO3(® (eKTHBHDI, HO H HMEKT LIMPDOKHH AHana3oH pe3epPBHBIX BO3MOXK-
Hoctefi. [losTOMy OHH MOrYT IPH BO3PACTAHHH MYTATCHHOIO A4BJICHHS AO
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KAKOTO-TO YPOBHS M HE AONYCK4TH 3aMETHOTO HAKOIJIEHHA MyTalui B BuAe
pocTa ofulero MyTalMOHHOTO rpysa B nokoseHusx. Ho naxe B atom cay-
yae leHa paBHOBECHS MOxeT ObiTb pasHasi. IlpeHartasbHas (uibTpauHs
peasin3yeTcs 3a CYeT ONO3HaHMsl CTPYKTYPHBIX HJAH QYHKUHOHAJIbHBIX H3Me-
HeHult, NPUBOLAILKMX K TOMY, YTO Ha KaX/AOM AAaHHOM 3Tale HX HOCHTEJH
(KJeTKH-TIpealieCTBEHHUKH, TaMeThl, 3HFOTHl H T. X.) HE MOTYT MPOHUTH 3Ty
crajzvio Boobiie H rHGHYT (oTTopraloTcs). Bo3MoxHO TakKe, U4TO BEpOAT-
HOCTb MPOXO/IAEHHSI TOH MM WHOH CTaAMM HOCHTEJNSIMH de(eKTHBIX T'eHOB
HACTOAbKO MOHHMKAETCs, UTO HOCHTEJNH 3[0POBBIX MCHOTHIIOB ONEPEXKaloT Ta-
KOBbIX J1ehCKTHBIX, 3aKpHBas UM janbHeHwWHH nyTb. [losToMy uem cuibHee
HapylleHre, K KOTOPOMY NPHBOAHT MYTaLHA, TeM HalexHee OTHHILTPOBHI-
BalOTCH ee HOCHTeNH. M mpoTekaeT Bce 3TO Ha 3TalaX AOHHAHBHAYYMHBIX,
T. ¢. Ha CTaAMH KJAeTOK U 3MO6pnouos. s jogedl e NCHXOJOrHYECKHH py-
Gexx BOCNPHATHs OCHOBOMOJAralomuX (HopM OTHOWEHHS K MPOHCXOAALLIEMY
NPOXOAHT MO YPOBHIO HHAMBHAyajbHOMy. IT03TOMy npeHaTanbHBIA QUABLTP
N0 OTHOIUGHHIO K YeJIOBEUYEeCKOH IICHXOJOrHH paboTaeT B «TyMaHHOM» pe-
JKMMe: OH yCTpaHsAeT He JIoJeH — HOCHTeNeH MyTaHTHBIX TeHOMOB, a mpe-
HaTaJbHble GOPMBl Ha pa3HBIX 3Talax HX NYTH K HHAuBHAyymy. M uena
IOTCPb TAKUX HOCHTEJEeH MYTaHTIIbIX FeHOTHIOB NMCHXOJIOTHYECKH JHGO BO-
ofle HAXOAKTCS 33 MOPOroM BOCIpPHATHs (KakKasi pasHHNA, KakKo# cmepMa-
TO30HJ| He B COCTOSTHHH OCYLLECTBHTb OMJIOLOTBOPEHHE, a KaKOH — B COCTOSI-
HHM), JHOO OTHOCHTEJbHO HeBeJHka (camMonpou3BoJbHBI abopt). Ho caa-
Oble MyTauMH (ecJH He BCe, TO TIO KpaHHeH Mepe, MHOTHe) NpeHATaJbHBEIH
GuABTp MO YCJAOBUAM CBOero (DYHKUHOHHPOBaHHS «B YHCTOM BHAE» ycTpa-
HUTb HE MOXeT BooOIlle MJIH JenasT 3TO ¢ HU3KOH addeKTHBHOCTRIO. YcTpa-
HSICT OH HX «IIO0 COTMYTCTBYWOUEMY» MeXaHH3MYy, uTo OyAeT NpOaHa/K3npOBa-
Ho Huxe. Takofi MexaHM3M He CrnocofeH NOMellaTbh HAKOMJEHUIO caabBIX
MyTauuid B nokojenusx. OCHOBHbie 3aJayd MO UX IJIUMHHALHH JOXKaTCH
Ha noctHaTaJbHb# ¢unbtTp. Ho nocnegHHd (pyHKUHOHUPYET yKe Ha YpOBHe
HuaAuBHAyyMoB. M ero peanusaust — 270 B OOJIBIIMHCTBE CJyyaes Tpareius
JU1S1 HOCUTCJSE MYTAHTHOTO TeHoTuna u (Mau) 6Au3KHX emy mawoged. [Tostomy
NCHXOJIOTHYECKH TJIaTa 3a paBHOBeCHe TeM BHILIEe, YyeM GOJbUIHA BKIajx B
TaKoe PaBHOBECHe MPUXOLHTCA HA NMOCTHATAJbHOE, «HETYMaHHOe» QHALTPO-
BaHHe, Pa3nuua GHABTPOB MO OTHOLIEHHIO K NMPEACTABJIEHUSM O I'yMaHH3Me
BLITEKAET H3 TOTO, YTO MOCTHATAJILMBIH (GHABTP (GYHKUHOHHpYET MO Mexa-
HHU3MaM €CTeCTBEHHOro oTfopa — HAa ypoBHe HHABHAYYMoOB. Toro camoro
CCTeCTBEHHOro oTOOpa, INPHMEHHMOCTh KOTOPOrO K YeJOBeKY OAHO BpeMs
NbITAaNHCh OTPHUATb. M He 3ps nbllanuch — €CTeCTBEHHBbIH OTGOD XKECTOK B
cuay camoit csoell cyTH. A OoTHOp ¢ I'YMaHU3MOM HECOBMECTHMBI MPHHUUIIH-
anbHo. Komnpomuce saech HeBo3MOxeH. EcrecTBeHHBbill 0T6Op HHKOTIa He
ycTymaeT, Ha To oH oT6op M ecrecTBeHHBIt. Ero Henb3si y6patb. MoxHo
JejaTb BHA, YTO €ro He CyUIecTByeT AJs venoBeka. VM Takoit BHA aenanu.
Ho 3a Bce B H3HM npuxoaurcs naatutb. Hactynaer naata u 3a srto. [pe-
HaTaJ/JbHOe e (HUAbLTPOBAHHE — YHCTO BHYTDHOPTaHH3MEHHBI TpolLecc.
1 ¢ynxkunonupyer oH no 3akoHaM CpPraHusMa, B KOTOPOM MPOLECCH BHYTpPH-
OpraHy3MeHHble N0 OTHOLIEHHK K HMEKILEMY CaMOCTOSITE€JbHOE 3HAYeHHe
HHIAMBHAYYMY, 4 TOTOMY He HMMelOT OTHOUIEHHS HU K €CTECTBEHHOMY OT60-
py, HH K rymaHnamy. OH¥ mpocTo MpPOMCXOAAT BHe HX. M3 3Toro BniTekaer
OueHb CYHLECTBEHHOE CJIeACTBHe. LLCTECTBEHHO, KaK TMPaBHJIO, BCEraa HCXO-
ASIT U3 TOTO, YTO He CJeAyeT yBeJHUHBATb HACJEACTBEHHBIH I'DY3 MONMYJsUMH.
Ho pasHoBecHe, xak yxasbiBajoch BUe, GyAeT 06YCNOBAMBATLCA CyMMap-
HOH 3((eKTHBHOCTBIO MpPe- W MOCTHATANBHOrO (HALTPOB. [IpH MeaAHIHHCKOM
BMELIATENbCTBE B HANPABJEHUU CHNXKeHHsl 3()(MEKTHBHOCTH TIPEHATANbHOTO
¢bunbTpa (T. €. Npu OKa3aHWH MOMOILM B AOBEJEHHH [0 POKMEHHS FeHETH-
YECKH MOBPEXAEHHOH JIHHAM: TaveThl — 3HIOTH — 3MOPHOHBI — KHBOPOXK-
JAeHHble) MHHYETC «TyMaHHas» CTaAHs pexXHMa (uabTpauumd Mmyramuii —
npeHaTanabHas. M Teneps ans mojfepKaHHs PaBHOBeCHS JOJKEH YXKeCTo-
4aTbCA «HEryMAHHBIA» MOCTHATANbHBIH (GHALTP. A NOCKONBKY € MO3HIMH
I'yMaHH3Ma 3TO HENPHEMJIEMO, TO UEHOi 3a ocaabJieHHe NpeHaTaJdbHOro
¢unpTpa OyaeT cmelieHHe paBHOBECHS, T. €. POCT MYTalMOHHOrO rpy3a mo-
myasuuu. Eciu xe, kak 3TO HMeeT MeCTo y Hac, paBHOBeCHe H TaK Hapyiue-
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HO, TO WeHOoH GyaeT yckopeuue yxe H 6e3 TOr0O YCKOPEHHOrO HaKOMJIEHHUS
MyTAaLHH.

Takum o6pa3om, HeoGXOAHMO PacCMOTPETh ABa BO3MOXKHBIX COCTOSHHA
re#ooH4a MO OTHOLIEHHIO K MYTAUHAM — PAaBHOBECHOE M HePAaBHOBECHOE.
B cayyae paBHOBECHOTO — MOABJECHHE MYTAUHH KOMIEHCHPYeTCH HX SJHMH-
Hanued mpe- W NOCTHATaJbHbIM (buabTpaMH. Il HepaBHOBECHOTO COCTOSI-
HHUs1 BO3MOXKHB! [iBa BapHaHTa — POCT MYTALHOHHOTO rpy3a MOMYJSLHN HIH,
Hao6opoT, cHuKeHHe. [JoCMOTPHM, UTO JIEXHT B OCHOBE KaxAOro H3 HHX,
B KaKOM COCTOSIHMH IO AdHHOMY [OKa3aTeNl0 HAXOAMTCH YKp4HHA H YTO W3
atoro cieayeT. HepaBHOBeCcHOe COLTOsIHME, CBA3aHHOE C YBEJHYEHHEM KO-
JHYeCcTBA MYTalHil B FeHO(pOHAC NONyJAsUHHA, BEPOATHO TOABKO B TOM CHY-
Yyae, KOTAA H Ipe- H MOCTHATaJAbdblH (UIALTPHL HE CNPABJAAITCA C MYTalH-
oHHO# neperpy3kol. UTo MOKeT BbI3bIBATb MYTALHOHHYIO MEPErpysky, Kpo-
Me YHCTO 3KoJoruyeckoro aktopa, GyAeT MpoaHaJH3HPOBAHO HHXKe. 3/1eCh
OTMETHM JiHIllb, YTO OHA NpeAcTaBiasieT cOO0H CHCTEMY BeCbMa CJOXKHBIX (M
B3aUMOCBA3aHHBIX) NPONECCOB Y He CBOXHMTCS TOJILKO K BHCUIHEMY MYTalH-
OHHOMY JAaBJIeHHIO (T. . ToNbKO 3KoyMoruu). [Toka ke BHIACHHM, UTO 3HAUMT
«HE CNMpPaBJseTCs» B CJyuyae fpe- W MOCTHATAJbHOro (HJAbTPOB, Kakie (ak-
TOPH 3[eChb HMEIOT 3HAaUeHHEe M KaKoB HX BKJaz.

Has npeHaTaNsHOTO QUABTPA «He CHpaBisgeTCA» O3HA4aeT, YTo HU pe-
3epBa, HH 3(deKTUBHOCTH ero (PyHKLHOHHPOBAHHA He XBaTaCT AN TOro,
4ToGLl KOMIIEHCHPOBATL H3MEHMBILYIOCA MYTaUHOHHYK cHTyanuwo. Takoe
BO3MOXHO TNIPH CJAEAYIOUIHX M3MedeHHusik. [1epBoe U3 HHX CBf3aHO C 0COGEH-
HOCTAMH caMmofl reHepaTuBHO# cdepnl. ['eHepaTtuBHas cdepa 3aumuuiena Jo-
MOJHHTEAbHBIMH MeXaHH3MaMH OT MYTALLHOHHOrO Bo3jciicTBHA. B peavib-
TaTe BEChbMAa YACTble MyTalUHH COMATHYCCKHX KJIETOK Pa3HbIX TKaHel He OT-
paxaloT YpOBHS MYTHPOBAHHA KJACTOK rcHepaTHBHBIX. [TosToMy B Tex cay-
yastx, KOT/Jla npeHaTaJsbliblfi (GUAbTP mMepecTaeT YCHCIIHO COPaBJAATHCH CO
CBOHMH 3afadyaMH, caeldyeT HMeTh B BHAY, UTO TePBbIM 3BeIOM, HapyuleHHne
B KOTODOM NPHBEJET K TakOMy pe2yanbTaTy, OyAeT cHcTema 3allluTbl reHe-
patiiBHO# cepbl. Bo-BTODBIX, «He CNpaBRAseTCS» MOXeT 3daBliCeTh OT CaAMHX
ocobGenHocTel mpeHaTaNbHOrO  GUALTPOBaHHA. [TOCKOJLKY pSJ( MyTalHid
NpONycKaeTCsl MO BEPORTHOCTHOMY MPUHLHNY CO CBOHM KO3(DMHUIUCHTOM A5
Kax0oH mMytaunu [24], To o61uil pocT MyTauHil B 3apoJIbIIEBBIX KJAETKAX
NpHBEAET K POCTY (XOTs AaNcKo ¥e BCerfa MPONOPUHOHANBIIOMY) TaKIX
MYTQHH Y HKHBOPOXKAEHHDIX.

Ho o0co60 3nauuMbIM MOXET CTaTh HAKOMJCHHE TaKHX MYTalluil, KOTO-
pble HE Y3HAKOTCS NPEeHaTaldbHBIM (PIUIPTPOM COBCEM HJH Y3HAIOTCS OQuellb
crabo, T. e. ManoddodexTurHo. i HUX 3(PEDEKTUBHOCTL  MPOXOKACIII
npeHaTanbnoro duabTPa B TaKoM Cayyae JQOJXKHA NPHOIAHIKATLCT K CAHIH-
e, a PocT — ObITh OJU3KHM K NMPONOPUHOHANBHOMY 0 OTHOLIEHHIO K POCTY
ypoBHs MyTareHHO#H narpyskn. K Hnum B mepByl oucpefb OTHOCATCA THXHE
MyTalllid, KOTOPBbIM MpUcylla ewe ojlta ocobeHHOCTh. He pacnosnasaembic
B MOMEHT POXKICHHSA Mo (eHoTHNY, onu BooGlle He OVIYT PCTHCTPHPOBATL-
ca. M Bes cayk6a, npH3BaHHasi OTCAEXKHBATH POCT MYTallifi Mo NMOKas3aTe-
M pocTa KJACCHYECKHX HAMMCACTBEHHLIX OGoJe3Hel. i JAHHOrO TuMa
MyTtauni okaxercs Hesbgekrupuoil. Ho uMeHHO THXHe MyTauuu BHECYT
peiaoutfi BkJaaj B GOJEe3HCHHOCTb BCCX IOCTHATAJblLIX BO3PacTOB M, B
KOHCYHOM MTOTe, ONPEJCANT CVALOY MONYyAsLHH.

Hakonen, cymectsyer (M HCMPEPBIBHO COBEPIIEHCTBYCTCS M MacuITa-
GupyeTcs) HCKycCTBeHHOe clikeHHe 3P dheKTHBHOCTH IpenaTanbHoro GuinT-
pa 3a cyer ycrmexoB MeAMUKHb. M3 ofwix coobpareHiit ryMaHu3Ma, a TakK-
JKC NOA BJAMSIINEM TOCNEACTBMH, BLI3BIBA€MBIX HENPEPBIBHBIM CHHMKEHHEM
poXKaacMoCTH, Bee OoJbliuece 31IAYEHHE B MPEOJOJCHHM OCCMJIOAHMS M BhiHA-
WnBaHHH OePEMEHHOCTH NpuobpeTaeT COOTBETCTBYIOILEE MeAHIHHCKOE BMe-
waTteabct8o. M noutH BCe, 4TO MOZKHO YCTPAHHTb HCKYCCTBEHHO Ha ypOB-
He NPensiTCTBHH mnpeHaTadbHOMY PUJILTPOBAHUIO, HCNOJHAETCH NpaKTHYEC-
ki [37, 38].

PesyabTaToM BceX 3THX BO3ZEHCTBME (KaK €CTECTBEHHBIX, TAK H HCKYC-
CTBEHHbIX) fBAAeTCs ObIcTpoe (U, Kak OYAET NMOKA3aHO HHXKe, HAYIlee IO
HapacTawlledl) yBeJauvYeHHe MyTalHOHHOrO rpy3a y KHBODOXKAEHHbIX [39,
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40]. Tenepb anas Toro, uroGbl BHLAEPKATh paBHOBecHe OOILEro ypoBHS My-
TalWi B TONYJASLKH B LEJOM, Pe3KO NOJXKHA BO3pPacTH Harpyska Ha mOCT-
HatajdbHoc ¢uiabTpoBaHHe. Ho 3To — mepexoj OT «ryMaHHOro» BapHaHTa
9JHMHHALHE MYTaUul K «HeryMaHHOMY». TaKOro HHKakOe UWBHJIH30BaHHOE
061EeCTBO NI03BOJHTD cefe He MOXKEeT 1O 3THYECKUM coobpaxkeHHsaM. A y Hac
TaKoe HeBO3MOXKHO clile H B CHJY ieMorpaduueckux ocobeHHOCTeH — KoJu-
YeCTBO POXK/IEHUI MPH BCEM MYTAaUHWOHHOM TIpy3e Y HOBOPOXKJEHHBIX He mo-
KpLIBAaeT CMEPTHOCTH Hace/eHHs B LesaoM. IIpu Takoi CUTYauWH AJS CKOJb-
KO-HHOY b 3(dexkTuBHOro GPYHKLUMOHHPOBAHUS MOCTHATANBHOrO (PUabTPa BO-
ofllle HET MaTepHasa, a ryYMaHyddM ¥ MeAHLHHa obecneyHBalOT yCTpaHEHHE
BCeX MOMeX Ha NMYTH pPocTa MYTaLiOHHOTO rpysa, KOTOpble OHY B COCTOSIHHH
TONBKO YCTPAaHATb. M Kak HensbexxHoe  CJIEACTBHE — POCT MYTAIlHOHHOTO
rpy3a IONyJsillMH CTAHOBHTCS SIBJCHUEM, HENMPEeOJOJHMBIM IPHHUHIHANLHO,
a4 B KOJIHYECTBEHHOM BEIPAXKEHHH — - MAKCHMAJbHBIM H3 BCETO TEODPeTHUYECKH
BO3MOXHOTO (MakCHMaJbHO BO3MOMHAs Heddh(PeKTHBHOCTb Npe- H NMOCTHA-
TAJbHOTO (DUABTPOB MPH MAKCHMAJbHON 3a BCKO HCTOPHIO MYTAUHMOHHOH Ha-
rpyske mo ¢oHy HapyleHufi aemorpaduueckofl cuTyanuu — BapuaHt 4B,
Taba. 2). B Takux ycJOBHAX reHeTHUeckast katacTpoda — JAHIIL Oesio Bpe-
mMenn. Boupoc ¢BOAMTCS TONBKO K TOMY, KOTAA 3TO BpeMs HACTYNHT, B KaKue
KOUKDPCTHO TOCJEACTBHS peafH3yercsl, MOXKHO JIH YTO-TO H3MEHHTh M KakoBa
[CHA, KOTOPYIO NpHHJETCsl 3amdaTHTb, €CJU HUYEro He MeEHSATb U €CJH —
MCHSATD.

[TepBoe, 4TO HampawUBAETCA, ITO NMePedTH OT HEPABHOBECHOTO COCTOS-
i HAKOMJIeHUsT MyTaUHOHHOTD I'Py3a K HEPaBHOBECHOMY COCTOSIHHIO YMeHb-
TIIEHHST MYTALUHOHHOTO I'py3a H BLIITH B KOHLIE KOHLUOB Ha YPOBCHb ecTecT-
BCIHOTO paBHOBECHS, XapPaKTeDHOrD IJs OCHOBHOTO TepHOJa CYIIeCTBOBA-
Hiist yenopedecTBa. [lpoananwnaupyem ke, UTO AOMKHO MNPOHCXOLUThH TMPH
HCPABHOBECHOM COCTOSIHIH Takoro oja. Ilo onpeleneHyo, IpH 3TOM NOJXK-
HO VMCHbUIAThLCsl ofluee KOJHYSCTBO MYTAUUH B CyMMapHOM reHome {retio-
donsic) nmonyasunu. KolrlewHo Ke, B MepBYD oyepeib HEOOXOAMMO MAKCH-
MaJLHO CHI3HTL BCe BHellline (Pawropbl, BHI3LIBawlIHe MyTauud. Ho cawmo
no ccbe Taxkoe clHHKeHWe (JasKe A0 YPOBHS WACaJbHOro (OHA UHCTOH TpH-
pPOABI), M OCYLUCCTBJIEHHS KOTOPOro HeoOXOJAHMEI OueHb GOJbUIHE YCHIHSA
Bcero obulecTBa, a He NOJAMEHA X PAsroBOPAMIH, B JyULIeM CJyuyae MOXKeT
Anub cTaGuAN3HPOBaTL MYTAUHOHHBIA rpy3. 2710 O6bJI0 OL1 YIKe KPYNHBIM
waroM snepci. Ho Tonbko mepskiM, 6€3 KOTOPOro oCTajbHble JHIIEHH pe-
AALHOCTIL Y AMCHBIIHTL JKC CYMMADHOE KOJHUCCTBO MYTAaUHi B MONYyJsIUHH
BCDOGTIIO TOJABKO B TeUelHe P13 MOKOJeHni NPH COOTBETCTBYIONIEM MaK-
CHMAABIIONM TOBLIIUCHHH aq)q)e;{'rlll}IiOCTH KakKk NnpcHaTaJbLHOro, TaK H B
04CHL BLHICOKOIT MCPE MOCTHATAILUOrO, T. e, «HeryManHoroy, guantpa. [oc-
JICINCC ONPCUETSICTCS BO3MOXKHOCTBIO NMpeHaTaabHOro (HAbTpa OT6iHpaTh
TOJHKO TO, UTO Ha HEro MOCTVIART, H MO CVIUCCTBYIOUIMM KpuTepusim. [Ipu
OOt Inox MVTAHOMEINY TPYRC, KAh VKA3bIRanoch  Bbille, MPCHATAJbHbBLH
GuabTp Oy/1eT orpaHuyeH B <BOeM NeHCTBHH, XOTS H OCYILECTBHT OYeHb
Mioroc. CoOCTBEHHO TOBOPS, HAROMJCHHE MYTALHOHHOrO Tpy3a B MOnyas-
uing (Ipy HPOUHX PABHBIX YCAOBHAX) ABISCTCA CBHAETCJILCTBOM TOTO, UTO
ECC BOZMOKIIGCTIl MPCHATAEIRHOTO (PUABTpa Heueprnanul (B TOM YHCAC H 32
TUCT BKJIa/a B CHIXKEeHHe ¢ro 3{¢heKTUBHOCTH, 06YCAOBICHHOrO MEeLHLHH-
CKIIM BMEIIATENhCTBOM). BMecTe ¢ tem Ha noBoiucHne 3()GCKTHBHOCTH Tpe-
HATAALHOTO (PIAsTPa CerOHS ViKe HayUWIHCh BJAHATh (IyTeM INPeHATaJb-
HOI HATHOCTHKH 1l HCKYCCTBEHHOTO MpEpLIBaling GepCMeHHOCTH MO €e To-
KasalisgM), HO €aM0 TakKoC BJAHUSIHC NOKa KpaiHe OrpaHWyeHo, B UacTHO-
CTit, (hakTOpamil YHCTO MPAKTHUCCKOFO 3HAYEHHs! (CJAOKHO, AOPOTO H T. A.),
@ TakxXKe [0 9THYECKHM coofpaxkeHussM. Bce 3To mpuBOAMT K ToMy, 4TO
YMEHLUICHHC KOJHYecTBa MyTauui 3a cueT MeAHLHHCKOTO BMEIIAaTeJhCTBA
415 MOBLILIeHUsT 3()HEKTHBHOCTH NpeHaTaJbHOro (GUALTPA UPH COBpPEMEH-
HOM OTHOLICHHH K mnpo6Jeme, i10-BilAHMOMY, BOOGUIe He MOXKET CTaTb Mac-
coBbIM. M naxke B Tex cayuasix, Korna Takas 3ajada CTaBUTCSl B mMacumrabax
LEJOH CTpaHbl, OHA CO3HATENhHO OrPaHHUHBACTCS JHIIb HAUGOJee THKeNbl-
MH BPOXKACHIDIMH AedeKkTaMu passuTua [41]. [TosToMy pesepBul 3gcch (B
naaHe oOIIEro CHUMXEHHs yXKe HMEOLIErocss MYTaLHOHHOTO Trpy3a B INOMYy-
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JSIUMK 34 cYET MOBbIIEHHS] 3D PEeKTHBHOCTH NPeHaTaNAbHOrO PHAbTPA) KpaK-
HE€ HEBEJHKH.

Tonbko mocTHATaAbHBIE (PHALTP B COCTOSHHH OOECHeYHTb Mojayy Ha
IpeHaTabHBll QUABTP HaUMedee OTArOULEHHOTO HACJEeJCTBEHHOrO MaTepH-
4J1a No BCeM THAAM MYTauul (u uTo ocobeHHo BaXKHO — B TOM YHcJe
U cnabbIM). '

OaHako B KHM3HH 3a 3THM CTOSIT MPOLECCH CTPALIHOH cOLHaJbHOH CH-
Abl. Bo-mepBBiX, 3T0 cyAbbbl JIOA¢H BOBCEM CBOeM Tparu3me. Bo-BTOpHIX,
5TO HeH3BekHOe HCYe3HOBeHHe OJHHX MHKPONONyJasudi (xoTs 6H 3a cuer
pA3HOH peruoHa/JibHOH MYTareHH{oH Harpy3kH) W 3aMellleHHe HX APYTrUMH.
Haxkonen, B-TpeTbux, 3T0 o61llas cyibba 3THOCOB. Beab Bce BapHaHTHI B pe-
aJbHOM KU3HH BLIXOAAT 32 PaMKH H30JHpOBaHHBIX nonyasuuil. M ecan aas
OJIHOI'O 3THOCA BBIXOJ U3 HEPAaBHOBUCHOTO COCTOSIHHSA CONpPSAXeH NYCTb He C
MOJHOH, a YaCTHYHOM (HO JOCTATOYHO 3HAYMUMOMH) SJUMHHALHEH €ro HOCH-
TeJiedl B TeyeHHe pAfa MOKOJEHHH, TO JJsl APYroro — OTKDBIR2ET HOBLIH ave-
ajq pacnpoCTpPaHEHHsT H BO3MOXHOCTb COBEpPIUIEHHO MHDHBIM NyTeM 3ace-
JSATb OCBOOGOXKAAMILeeCss NPOCTPAHCTBO BCJAEACTBHE MHTpaLMM M reHeTHue-
CKOH aCCHMHJSILHH TeX, KTO Ha HeM elle ocraercd. B pesyanTate ans 371-
HHYEeCKH OTKPBITBIX CHCTEM BBIXOJ M3 OTPHIATEJAbHOrO HEPaBHOBECHOTO CO-
CTOAIHHST THOCA, BOUIEJLIEro B HErO, CTAHOBHTCS HEOCYLLECTBHMBIM C ropas-
IO MeHee 3HAYUMOIC YPOBHSI HEPaBHOBECHOCTH, YeM B cjAydyae 3THHYeCKoH
H30JISILUH.

Tak, HanpuMep, ec/qH YHCJIEHHOCTH 5THOCA HA HAOJHPOBAHHOH TEppH-
TOpl/lPl ynana 6yKBaJIbHO JA0 HEeCKOJbKHX COTEH HJAH ThICAY HHAHUBUHAYYMOB,
TO yepe3 KaKOe-TO BpeMs {NYCTh JdkKe BecbMa AJHTENbHOE) NMONyJsilus BOC-
CTaHOBUJACH Obl. B KOHIE KOHLOB UMEHHO TakK (4epe3 MaJble OOLIMHBI) K
pacnpocTpaHscsa no 3emJje pnja JdOACKOA. HO B 9THHUECKH OTKPHITHIX CHC-
TeMax CUTyauusi uHas. Haxe npd n0AAePKAHHU OBLIEH YHCIEHHOCTH mOIy-
JAIYH Ha OZHOM YpPOBHe (3a CueT MUrpalluu NpeiAcTaBHTeNeH APYTHX 3THH-
YEeCKHX TPV, 4HCHEHHO NOKphIBAIOUIEH YO6blAb KOPEHHOrO HaceneliHsl) 3T-
HOC, BOlUEJAIIHH B OTPHLATEJbHO HEPAaBHOBECHOE COCTOSIHHE, fPU NOTepe OT
JTOro 3HAUMTEJBHOH HacTH CBOero cocraBa (Bo3moxHo, 70—90 %) Bpsag
JIH BOCCTAHOBHUTCS.

Ckopee Bcero, oH 6yner reneTHYeCKH acCCHMHUJHPOBAH H KaK 3THOC
NPOCTO NPEKpPaTUT CBOE CYyLeCTBOBaHHE.

Ons Ykpauu®el, coriacHo $ajilaHCOBOMY KPHTEDHIO, HaceleHHe, CHUJIbHO
OTArOHIEHHOe MYTALUOHHBIM TpPYy30M, HAXOAHTCS B HEPABHOBECHOM COCTOS-
HHH, XapaKTepH3YOLleMCsl NpeBblIIcHHEM HAKOMJIEHHS MYyTauud Ha) HX
3JAUMHHaLKel, B KpafiHe (TeopeTHuecKH MNpeAeNbHOM) HebJaronpHsITHOM
gemorpaduueckom BapHaHTe (pOKA2€MOCTb HHUXKe YPOBHS, MUHHMAJIbHO HC-
006X0ANMOro A8 MOALEPKAHUS YUCJAEHHOCTH M[ONYJASALHH; HCKJIOYHTENbIO
BLICOKAsl MyTareHHasi Harpyska 3a CUeT 3KOJOrHu, GbITa U T. A.; HCKYCCTBEH-
HOe CHHXKeHHME 32 CYeT MeAHMLHHCKHX BMewaTeJbCcTB 3(P(PEeKTHBHOCTH NpeHa-
TaJbHOTO GHIbTPA H MAaKCHMajb4o Hea(pdekTHBHOEe (yHKUHOIUDPOBAHHE
¢uabTpa MOCTHaTaAbHOrO). M mo Bcem 3THM MOKasaTessiM CHUTYyallusi HpPO-
JOJIZKAeT YXYALIaThCA.

Crenywoiuit KpUTepHi MoxeT OBITh YCJIOBHO Ha3BaH «KPHUTEPHEM KPye
TH3HBl TPajHeHTa» WJIH KpUTepUeM MyTalHoHHoro aficbepra». OH coCTOUT
U3 [IBYX NOAKPHUTEPHEB: 1) COCTOAHHUSI CHCTEMBbl OCBOOOXKAeHHs reHO(oOHIA
MONYJSIIHK OT MyTAaHHOHHOrO I'pysa W 2) CTPyKTypw aiic6epra. Haunem c
NIePBOrO H3 HHX.

fIpu ucnosib30BaHMM TepMHHA «MyTalHsi» OOGBIYHO [OAPa3yMeBalOT
TOJIBKO T€ H3 HHX, KOTOpble BHI3LIBAIOT pe3KHe U3MeHeHHA (eHoTuna.
A Korja roBopsSIT O «KMYTALLHOHHOM TPy3e», TO UMEIOT B BULY YK€ He IPOCTO:
pe3KkHe u3MeHeHHs ¢eHoTHNa (LBeT BOJOC HJM CPYNNY KPOBH), a NEPEMEHH,
IPUBOAALLIHE K DE3KO BLIPAXEHHOH NaTOJOTHH, T. €. K KJaCCHYECKHM Ha-
cleACTBeHHBIM Oonesnsiv [42, 43j. Ho B mnepBoocHOBe MyTalHBl JexaT
OTKJIOHEHHSI OT HOPMHl B HAcCJIE[ACTBEHHOM MaTepHaJje, 0 KOTOpPHX (B CHAY
TEXHHYCCKHX OTpaHHYeHHH) [0 CAMOro MOCJAEeAHero BPeMEeHH CYJAHJIH TOJbKO
HO u3MeHeHHIO ¢eHoTUna. M majo3aMeTHble H3MeHEHHsS] (EHOTHNA HE pPeru-
CTPUPOBAJHCh KaK MyTaluuu [24].
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3x0poBbe JIOfEH B Macce onpejensieTcs He KAaCCHYECKHMH MyTalMs-
MH (MX HOCHTGJIH — JIOAM C KJTACCHYECKOH HacJIeACTBEHHOH MaTOJOrHed co-
cTaBAIOT Beero 4—6 % obLiefl YUCJIEHHOCTH HaceNeHHs), a TAKOBBIMH, CJa-
6o BansowuMy Ha denoTun. Kag yxaspiBaJoCh BhILIE, B CHJIY CBOEro HeyeT-
KOro (PCHOTHIHUECCKOrO NpPOSIBJI2HHs TakKue MyTauud OydyT HaMHOro Jerue
(nsu naxke BooOLle CBOGOAHO) NPOXOAMTH Yepe3 NpPeHATaJbHBIH QUABTP.
On seap GOuabTpyeT 0GDeKTH M0 KAKMM-TO (EHOTHNHYECKHM INpPH3HAKAM.
U uem MeHblLie OHM 6YAYT OTKJIOHSITbCA OT HEKOEro AHANA30HA HOPMEI, TeM
ycueuiiee HX HOCHTeNH OyAyT yCKO/Mb3aTh OT 3JHMHHALMH.

[TosToMy mpH CHHXeHHH 3(GEKTHBHOCTH = NOCTHATAJbHOrO  GHABLTPE
MOXHO HaAeXHO NPOTHO3HPOBATL OBICTPOE HAKOIJIEHHE B MONYJISALUHH THXHX
MyTauuil, KoTopoe He OYyIeT HPONOPUHOHAJIbHBIM TAaKOBOMY KJ/ACCHUGCKHX
myTtauuil. THxHe Myraunu OYAYT HAKaNJHBATbCA NPEUMYLIECTBEHHO H OIe-
peXXalIEMI TeMIAMU. DTO BBITEKAeT U3 CJEAYIOWHX 0COGEHHOCTEH MmoJcC-
KYJRPHLIX NPOLECcCOB M (YHKUHOHHPOBAaHHS (GHUABTPOB. B mepsoM mpubiu-
JKEHHH MOXHO MPHHATH, UTO cjaabble MyTalHH BO3HHKAIOT B NPHMEPHO OMIH-
HAaKOBOH MpPOMOPUHMH — CTO ¢Jdabuix Ha OAHY cuabHyl [24, 44, 45]. Crporo
roBopd, KOHKPETHOE COOTHOLIEHHE {OAHa cUJbHAas MyTauHa Ha 500 cradbix,
1 na 100, uau 1 va 20) HenpHHUUNHAJBHO AJS HANpaBJeHHOCTH ONHCHIBA-
eMoro npouecca. OHo MOXeT BJISTb JHUIb Ha ero CKOPOCTb, YTO, KOHEUHO,
TOXKC oueHb BaxHO. IIpd HMeIOLIeM MeCTO MyTareéHHOM AaBJEHHH, AOCTHTa-
0lileM B KaKOH-TO MaJiol TOJIMK2, HECMOTPst Ha BCe 3allUTH, raMeT u HX
npeAllecTBEHHHKOB, BO3HHKHET LWIHPOKUH AHAaNa3oH 3apoAblIUeBhIX KJETOK M0
YPOBHIO CHJbHBIX Myrauui. Kakas-To yacTb He OyAeT HX HMeTh Booblle,
KaKasi-To — 110 OZHOH, HEKOTOphie — MO JABe H T. A. AGCTPaKTHO Takoe BO3-
MOMXHO B CHJY YHCTO CJAYYafHOTO paclpejesieHHss BHELIHMX BO3JAeHCTBHH
(HanpuMep, B JAaHHYK KJETKYy iionaja OJHa MOHU3UpYyHOINasy 4acTdua, B
JAPYTYIO — [B€, a OCTAJbHBIX 4Yalla cHd MHHoBaJa Boobule). Ho B xuBoM
BCE HaMHOTO CJIOXKHee H caAyuafidoCTb HaKJajblBaeTcsi Ha OHOJOTHYECKHE
0COOEHHOCTH KJETOK: HX pemapanuio, 3Q@QekTHUBHOCTL CHCTEM, NpPeAOTBpa-
LAI0IHUX TOBPEX/AEHHS, COCTOSSHHEe COMATHUECKMX KJETOK, OKpPYXKalUHX
3aponabluieBble, U T. A. [TosToMy pacnpeneneHne 6ylAeT AaJ€KHM OT MPOCTO
cayuaiiHoro. M ocob6eHHO CHABHO OHO OY/I€T OT/IHYAThLCS OT CAYUaHHOTO NpPH
CpaBHEHHH pa3HbBIX MHAHBHAYyMOB. Huxe 3ToT Bonpoc paccmaTpHBaeTcs
6onee pertanpHo. OAHAKO COOTHOIIEGHHE CHJBHBIX H cAabbiX MyTauui B LIH-
POKOM auanasoHe coOHITHH Gyaer MEHSITbCS 3HAUHTENbHO MEHbIUE, 4TO CJe-
AYCT H3 CaMoOi MOJIEKYJSIDHOH NPHPOABI BO3HHKHOBEHHS MYyTaUMH W KOHT-
poJast 3a ux obpa3oBaHneM B opranusMe. B TakoM KoHTeKcTe COOBITHH
(eciu He Bceraa, TO BeCbMa 4acTO) COOTHOLIEHHE c1abbIX H CHJABHBIX MyTa-
LKA COXpausgercd M B HHAHBHAYaJbHBIX KJIeTKaX. B Tex M3 HHX, B KOTOPHIX
He BO3HHKJO CHUJbHBIX MyTaUuH# Boobule, ciaabpix OyneT MeHbIUE CTa, B
KJeTK4X C OJHOH CHJIbHOH MyTalli#eil — MPUMEpPHO NO CTO caabbulx, ¢ AByMs
CHJAbRBIMH — MO JABeCTH c¢aabbix u T. A. KoHeuno, aGCOJNIOTHOH# TOYHOCTH
COOTHOUIEHHs] He GyaeT, HO MO KpaiiHel Mepe TEHAEHUHS COXpaHHUTCA. B pe-
3yabTaTe TOABJSETCd MeXaHU3M KOHTPOJs TIpeHaTalbHBIM OHJIbLTPOM H
THXHX MyTauHll — M0 KOPPeJATHBHOMY npuHuuny. Yem OGoJblue CHJb-
HBIX MyTauud B o6bekre, TeM dpdeKTHBHEe OH yCTpaHsieTCa NpeHaTaJibHbIM
¢®uAbTpOoM. A KOMHYECTBO €/1a%biX H CHJIBHBIX MYyTauUHH KOPPEIHPYET MeX-
" Ay coboii. M 06bekTH, B KOTODHIX {onblie caabblx MyTaUHH, yCTpaHSIOTCS,
TakuM ob6pasoM, Toxe 6oJee spdextuBHO. Ho B mogo6HOM KoppeasiTHBHOM
MeXaHu3Me 3JIMMHHALMH cJabblX MyTaUMH HMEITCA ABa NPUHUMNHAJbHBIX
orpaHHyeHus, ob6yCJOBJMBAIOMINX HAKOMJEHHe clabhlX MyTalUH# H3 MOKoJe-
Hsl B NOKOJIEHHE MPH YCJOBHH, UTO BCS HArpyskKa 10 HX YCTPAHEHHIO JIO-
KHUTCA  TOJLKO Ha TNpeHaTanbHbli QHIBTP, a NOcTHaTaAbHb GuabTp
HeahdekTHBEH.

IlepBoe cBA3ano ¢ moanoporoasniM s dexToM. EcaH KOJHYECTBO clabbix
MyTauuu (B JIOGOM HCYMC/IEHHH) MeHbLle HEOGXOAWMOro NN BO3HHUKHOBE-
HHSl XOTb OJHOH CHUJIbHOH, TO MX o6JNajaTenH YXOAAT OT TNPEHATAJbHOrO
¢uabTpa. A nockoAbKY caabulx MyTauu# (1O NPHPOAE H3MEHEHHH B ROCJe-
AOBATENbHOCTH TeHa) BO3HHKHET BO MHOrO pa3 6oJblile, 4eM CHJBHBIX, TO
Yy KaX/J0ro XKHBOPOXAEHHOTO YUCIO HX OyleT, XOThb H HHXKe IOPOroBOH Be-
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JIMYHHBI, HO TeM He MeHee §oabluMM (mycThb He moporosoe 100, a, ckaxem,
noanoporosoe 90 uau 10). Ho B caenyromu#i kpyr (mpu ycaosuu Heapdek-
THBHOCTH MOCTHaTadbHOro ¢uiabrtpa) 314 90 uaum 10 caabuix myrauuit BOH-
OyT yKe KakK HyJeBasi Touka oTcyeTa. M Temeps yxe BHOBb BO3HHKAlOUHe
cnabple W CHJAbHBIE MYTalHH OyAyT COOTHOCHTLCA MEXKAY Cc000H Tak, Kak
ecaH OBl cTapbX cjabbix BooOule He 6blJIO. 3aTO NOANOPOTOBOE KOJHYECTBO
cnabbix MyTauu# BTOPOro LHKJIA CYMMHDYETCA ¢ TAaKOBHIM NEPBOrO ILHKJA
PENpOAYKIHMH H COCTABUT ONATL HYJAeBOH ypoBeHb Ajasi Tperbero. M Tak
LHKJ] 3a UHKAOM OyAeT HATH HAKONJeHUEe cAabblXx MyTalHH NpPH OTCYTCTBHU

Dunempobanus

Pocm caabo nG LUNOHOIM

Mymayud Punompobanue Punsmpasanue MymaLuam
710 CUnbHoM 10 CLRRKGIM )
MYMmayUIM MYMA UM
3/300 ( +430)
3/300 (+100) 2/200 (+130)
3500 (+50) 27200 (+100) /100 (+150)
3/300 2,000 (50) 1100 (+100) 0735 ( +130;
2420 10 (15 0159 (+100) b/re0 00 50 _
1/100 /AN ETA yog (sosogh
/50 o
UrroOnerd == ; = . —
Yroseus 1-u 2-d Jra - Nuxn penpodyxy

Puc. 2. BapuaHThl YCTpaHEHUS H NPOINYCKAHHA MYTalHi NPEHATANbHLIM QHALTPOM

HaKOMJICHHST CHABHBIX. Ha puc. 2 npeacrasiied npumMep BO3MOXKHOCTH HAKOI-
JCHIST ¢aabblX MyTaldl NPUH OTCYTCTBUH HAKOMJEHHS CHJAbLHBIX B BapHaHTe
npPenaTaNLHOr0 QUALTPOBAHHA MO KOPPEAATHBHOMY NpHHuumy. Hasg mpoc-
TOTLI B ngAaBaeMbiX Ha q)HJ]prOBaHHe OﬁbeKTaX KOJUUeCTBO CHJLHBIX H
caaldblX MyTaUMH npeacTaB/eHO 11a00pPOM HEeCKOJbKHX TNOCTOSNIbIX BCJH-
uni. Ilepsast undpa 0603HAYACT KONHYECTBO CHJBHBIX MYyTallid, BTOpas —
caabbix. JonycrTiM, uTo Takoe COOTHOMIeHHe (H pacupejesenne TaKHX Cco-
oTuowCHIE Mexay obbekramu) mnoctosiHHoe. OHO BO3HHKaeT Kaxblil pas
3al0oBO0 B TeHCPATHBHOM LHUHKJIe KaxKia0ro NOKOJEHHS. B OJJHOM obnekTe
(KiACTKa — npelllieCTBEHHHK raMeThl, raMmeTa, 3urora U T. ).} CHJAbHBIX My-
Tauuit HeT Boobiue, a caabnix — o0 (obosnauenue — 0/50). Bo BTOpoMm
cusbiiast — onHa, a caaboix 100 {o6osnaucHue — 1/100) u 1. 1. Torga npu
KeCTKOM (PUABTPOBAHHH BEPOSITHOCTL MPOXOXKAEHHSA yeped QuaLTp 0OLeKTa
JaX<e ¢ OJHOI CHABHOU MyTalu2ii MOMEeT 0KasaThbCs O4ellb MaJdoH (YyCJAOBHO
npuMeM cc HyJeboH). M npoiinyT duabTpoBalnue TOJBKO Te 00BCKTbI, KOTO-
puie Boollle He HMeIOT CUAbHbIX MyTranui. Ho caabble y HHX BCE PaBHO
ecTh (110 CnicaliHOMY BbILe XOmyllcHHIO X 50). B Takom cayuae B KaxiuoM
NOCACAYIOUEM NMOKOJAEHUH (NPHU 1104HOH Hea3(P{heKTHBHOCTH TOCTIATAJLIIOTo
$unnbTpa) Oyder HCNpPEpPLIBHO BO3pacTaThb KOJHYECTBO caalbLlx  MyTauuil
(7. ¢. npoOlYILEHHBIX TPEABIAYIIHM (PUABTPOBAHHEM ), TOAAIONIUXCS TElCPD Ha
caciyioulee UIbTPOBAHHEe KaK 3akperuBLINMACH «HYJEBOH» ypobeib. B na-
yanae cXeMbl «HYJNeBOH» ypoBeHb -— Hyab ciaabblx MyTaUuH, noc/je NepBoro
DHKdA «HyJeBoH» ypoBedb — 50 cnabbIX MyTalu#, NocAe BTOPOTO UHKJAA K
atim 00 mpubasnasercs eute 50 1 «HysneBoii» ypoBeHb cocrtaBasier 100 u
T. ). CusbHble e MyTaUHH NPH 3TOM He HaKaNJHBAIOTCS BOBCE.

Bropoe orpanducHHe HOCHT OoJsiee CJOKHBIH XapaKTep U OCHOBAHO HA
dynjlavenTansuom sdhdexTe, KOTOPLIT A0 CHX NMOP HHKAK HE YUHTLIBAJCSH
H aunagu3 KoToporo B Jjureparype orcytcrsyer. CyTb ero sakjaiodaercs B
TOM, 4YTO B AMIUIOHAHOM TI€HOME 10 CPAaBHEHHIO C PamJOHWAHBIM 3aJl0XKeHa
KaiyeCTBCHHO HOBas, BHYTDEHHe npyucymasa €My NpHHUHIIHAJbHAS BO3MOZXK-
HOCTb OYHLIATbCS OT MYTALUHH 1ipd NOAOBOM BocmpouiBoupctBe. Opna co-
CTaBAsIOMAA TAKOH BO3MOXKHOCTY SIBJSETCSI KAACCHKOH TE€HETUKH K OCHO-
BaHAa Ha MEHJeNeBCKOM pacCIlernjeHHH NMPH3HAKOB — NOTOMCTBO XBYX TIcTe-
PO3HUTOTHBIX HOCHTEJIEH JaeT B JIOTOMCTBE ABYX, ONSITh XK€, TEeTEPO3HUIOT, OJ-
HOI'O TOMO3HIOTHOTO HOCHTENS MYTaiMM H OJHOrO — JIHIUEGHHOrO MyTauufi
BooOwe (puc. 3). Ilonagas Tenmepes Ha nocTHaTaJbHBIH GuabTp (2 MO ApYy-
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rofl TePMHHOJOTHH — Ha <«3KepHoBa» 0T60pa), mpH ONpeiedeHHLIX YCIOBH-
X MOKEeT MOSBHTLCS MOMyJsLWs, BOOOINE JIMIIEHHAA AAHHOH MyTauud 3a
cdeT JaJibHeHIUero Pa3BHTHS TOJbKO Te€X, Y KOCO TakKas MyTalMs HCue3Ja.
Ho rtakoe kpaiiHee mposiBleHHe B HacTosilllee BpeMsi MOXKeT ObiTh OLEHEHO
TOJLKO KauecTBEHHO. M CJIOXKHOCTb OLEHKH 3aKJI0YaeTcsl B HeNOHUMAHHUH
TOro, KaK CBA3aHBl (M CBSI3aHBl JIU BoOGUle) pas3uble MyTauMH. Ceroaua uc-
XOAAT M3 KOHUENLUH HEe3aBUCUMOCTH pacnpejesieHHs] HecUeNJeHHBX (T. e.
He pacCnojioEeHHBIX PsJA0M) FeHOB, KOAHPYIOUHX, TaKUM 06pa3oM, Heclen-
Jlendble npusHaku. M Habmopcdus NMOATBEPKAAIOT TAKYH HE3aBHCHMOCTD.
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Puc. 3. CxeMa MeilIegeRCKOrO paciienselnsl MPH3HAKOB, NPHBOAAULAS K NPOABIEHHI0 HACH-
THYHO MyTawiH of o00uX reTepo3NroTHBIX HocHTedel y norToMcTBa, 25 % koToporo GyjeT
JMILEIIO MYTAUHK, T. €. OUHILEHO OT jiee

Puc. 4. Pasanyunslie BapHaHThl peKOMOMHALHH

Ho nackonpko oHa BccoOmasi, COXpaHsACTCA JH Npr OGOALIIOM KOJHUCCTBE
MYTa 1 OTJANYAETCH JH cerperalliss HOPpMadbHBIX H MYTAHTHBIX aJjnednefi
(ocoGenio, Korjla MyTaHTHBIX MHAOro), noka nesacdo, HescHo mortomy, uto
METOJHUECKH HCXOAAT H3 KOHTCIIIHH He3aBHCUMOCTH Cerperamuy lecuern-
JICHUBIX npu3nakoB., M ecau 1ab/1i01a0T HE3aBUCHMYIO CETPeranuio, 7o jicaa-
IOT 3aKJIOUCHHC O HCCHEMJCHHOCTH. TOJBKO B OUeHb pPeJKHUX cayuyasax jcHcT-
BHTC/ILIO NMPOBEPSIIOT MPH 3TOM PHIHUCCKOE PACCTOSIHHE TeHOB TAKHX Map-
KepoB. A yX ¢ TO3HUMA CAMOOYHUIEHHS NONYJALHA TAKHM MYyTeM MaTepla-
JAbl BoOOLIC 1104TH HHUKOTJa He paccMaTpHBAIOTCH.

Bropasi ¢/0XHOCTb 3aKJIOUAeTCss B TOM, UTO PCHECCHBHLIC MYyTallH,
IO ONpPCAEJCHHIO, He NPOSBJSIOTCA B reTepPO3UroTHOM cocTosinnu. IlTostomy
Bpoae Obl 1 HET MCXAHH3MOB MX 3/JHWMHHAUMHU. EAHHCTBEHHOC 3HAUYCHHE pac-
WEeNJeHHs] MPH TaKOM €ro BUACHHUIF CBOJHUTCS K TOMY, YTO HOCHTEJISIMU pe-
LECCHUBHBIX MYTaUMH (M TOJNbKO KaxA0H B OTREJBHOCTH, BHC CBA3H C OC-
TaJLHBIMH, €XKeJH OHH He CLCMJAeHbl ¢ Hel) He MOIYT OKa3LIBaTbCs BCe
100 % reuomos momyasiund. Ho naxe B TakoM KpafiHe OrpaHRUCHROM 3Ha-
YEeHHH MCHJENEBCKOe pacLlenieHHe IIPH3HAKOB OXpaHseT nonyasuuio OT Io-
TOJNIOBHOTO COAEPIKAHHS KaXKA0H KOHKPETHOH MyTalmH. Ho TOAbKO KaxKjoi
KoiikpeTHoil. MI60 Bce ocTanbHble CEerperHpylOT HE3aBHCUMO OT BCEeX OCTaJb-
HBIX W TOT, KTO He uMeeT (6jarofaps MeHAENEBCKOMY paclUelJeHHi) My-
Tauun A, moxker umers Myrauuio B, C, D u 1. 1. M toabko Gyaymmre He-
CJICA0OBAHHS TMOKAXYT peaJibHOe 3HAUEHHE TAKOr0 MeXaHu3Ma OYHIUeHUS OT
MyTauuit (OHO MOKeT ObITh Kak Hcuesalollle MaJo, TaK M BecbMa cyilecr-
BEHHO). A BOT 3/IHMHHALUSl Ha NPeHaTaJbHOM YPOBHE FOMO3HIOTHBIX HOCH-
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Tejedl MyTauuu (€caM OHa, KOHedilo, AJS '9TOr0 YPOBHS XOTh B KaKOH-TO
mMepe BpeaHa) — siBjeHUe abconioTHo peasnbHoe. [IpUHLMMHANTBHO BO3MOXK-
HO (uAbTPOBaHHE H rerTepos3urotr. Ijas HX ONO3HABaHHMS MOSIBJSETCS He-
CKOJIbKO MexanuaMoB, Hanpumep, nonepeMeHHas (M aJbTepHATHBHAS) 3IKC-
npeccus ajnencii — Hekass (YHKIHOHAJbHAsi ramiouaHoctb. Mauw mo cym-
MapHOH moulHocTH. IIpH 0JHOM MYTaHTHOM aJjjiejie CyMMapHasi 9KCIpPeccHst
c ABYX asjeseil 6YAeT MeHblle, YeM B cjydae ABYX HOpMaJbHbix. M1 B 3M0-
pHOreHese, rjle ypoBeHb 3KCIIPECCHH HAMHOTO BBIIIE, YeM B MOCTHATAJbHOM
nepuoje, TAKOA MOHWIKEHHOH MOLIHOCTH MOXKET OKa3aTbCsi HEAOCTATOYHO.
Hakonel, HauMHasi ¢ OMpeJeNEHHbIX 3TANOB raMeTOreHe3a, KJETKH HPOoXo-
AT HECKOJbKO STAIOB B COCTOSIHHM MCTHHHOH TalJIOHAHOCTH. A Aast ramjio-
HAOB TIOHSITHSI PELeCCHBHOCTH He CYLIeCTBYeT, Tam BCe IeHbl JNOMHHAHTHH,
€CJIM OHHM, KOHEYHO, 3KCHpeccHpyoT. [las MyXuHH Xe o ABYM XpOMOCOMAaM
X u Y ucTHHHAs TalJIOHAHOCTb CYILECTBYET BCerAa — HAaUWHAas C 3HUroTHI,
KOTOpas 3aT€M Pa30BbETCS B MYACKOH HHAMBHAYYM. B MyXKCKOM OpraHus-
Me [0 3THM ABYM XpOMOCOMaM ralljioMAHOCTb BooOlle He IIpepbiBaeTcs: ¢
MOMEHTa TaMeTOreHe3a, KOrAa BO3HHKAIOT TalVIOHMAHbIE KJETKH, CIHSHHE
KOTOPBLIX B OyayuieMm (BepHee, UX NPOM3BOJAHBIX) AacCT 3WIOTHYIO TamJoHN-
HYIO 1O TEeM 3Ke JBYM XPOMOCOMaM, ¥ jajee, A0 NOCJHeJHer0o MrHOBEHHS MOCT-
HATaJbHOrO CYIieCTBOBAHUSA.

B pesyabrate npe- ¥ MoOCTHATANbHBEIN (DHABTDBHL, €CJH OHH, KOHEUYHO,.
byHRUMOHUDYIOT 3PPEKTHBHO, 1€ AaX0T BO3MOXKHOCTH HAKAIJHBATLCS B NO-
OyJsiiMM MYTAILHOHHOMY Tpy3y KA4K 3a CUeT YCTDAHEeHHsI HOCHTesed HOBBIX
MyTalul, TaAK H BCAEACTBHE NPSANOUTHTENLHOFO MPOMYCKAHHA TeX, KTO
Gnarogapsl MeHRENeBCKOMY pacilielJeHH0 H36aBHACA OT MyTalHOHHOrO
rpy3a poautesefi. Takum ob6pasowm, 3a cueT (GHUAbTPOB M NPHHLIUINHAJIBLHOH
BO3MOXKHOCTH [HIVIOHAOB K PAacCUIEHJEHHUIO NPOHCXOAHT HenpepHBHOE OYH-
HleHHe TOMYJSIUUU He TOJbKO OT BO3HHKAIOUIMX HOBBIX MyTauud, HO U BO3-
HUKUIAX paHee K yXKe 3aKpelJieHHLIX B NpPeAbBIAYLIHX NOKOJNeHHSX (He3aBu-
CHMO OT TOro, Kak JAaBHO TAKOE 3akpemJexde npousoino). M3 sroro BriTe-
KaloT BeCcbMa HHTepecHBle TOCJHCIACTBHS. B Tex ciyuasix, Koraa H3MeHeHHue
B reHe 3aTparuBaeT (PEHOTHMHYECKH HEHTPAJbHBIN AJSI NPOXOXKIAEHHS Iipe-
HaTanbHoro GuabTpa TNpH3HAK (B AajdbHelllleM — MpeHaTaJbHO HEHTpalb-
HBIf), KaK HamnpuMep, LBET JENCCTKOB .TOpPOXa, M3yuaBlHics MeHnaenem,
paclllenyieHHe OpOSABJSETCSI B CBOEM KJaCCHYECKOM COOTHOWEHHH 1:2: 1.
B stoM ciiyuae mepBoe MOKOJIEHHE € PO3OBBIMH UBETKAMH MOXKET paccMar-
PUBaTbCA KaK MOJAeNb NONYJASILUH, B KOTOPOH MPOH30LLJIO 3aKpemnJeHHe My-
trauud. Ho 6onbWHMHCTBO MyTaslii He sBJASETCS MPEHATAJbHO HEHTPAJbHBIM.
OHH nponyckaloTesl mpeHaTadbHbIM (GUJIBTPOM He MOJIHOCTBIO, 4 ¢ TOH HJIH
HHOH BepOsITHOCTbIO. M TOraa waaccuyeckoe COOTHOIUEHHE MPH perucrpa-
LMY HA yPOBHE XKNBODOXKJEHHBIX MOJKeT MeHSTbCS Kak yroaHo. Ecau duavtp
O6JIOKHPYET MPOXOXKAEHHe W TOMO-, U I'eTePO3UIOTHBIX MYTAHTOB, IIOTOMCTBO
reTepO3NrOTHRIX pOAMTeael OyaeT ToAbKO 3nopoBee. Ilpn Takom BapuaHre,
npaBja, H TeTePOSHTOTHBHIM POAUTEJSIM B3ATbC HEOTKyAa (pa3Be UTO y
oBoux MX poAauTesnell B raMerax DpOM3OLIIM MyTalHH B OZHOM H TOM XK€
rese). Ho Bce, 4TO JeXHT BHE sTuro KpafiHero COCTOSIHMS, CYIIEeCTBOBATH
MoxeT. IIpy CHJABHBIX MYTaHHAX MYTAHTHble FOMO3HIOTHl NOYTH HHKOTAa
He OyAyT INpenaTajJbHO HeHTpaibHBIMH. He GYyAyT HeATpanbHBIMH M HOCH-
TeJH CHIAbHBIX AOMHUHAaHTHBHIX MyTauuil. HakoHew, no onyucaHHbM BhIlIE BO3-
MOXKHBIM MeXaHH3MaM M OGOJNbIIHHCTBO [€TEPO3HTOT NO CUIbHBIM PeleccuB-
HBIM MYTalMAM OKaXyTcs NpeHaTalbHO (UAbTpyeMBIMH. B pesyabrare
TOJIbKO 32 CYeT BHYTPEHHHX MeXaHH3MOB KHBOro GyjeT NPOXOAHTb Hempe-
pBIBHAS OUHCTKA MOMYJAALHH OT MyTamHOHHoro rpysa. M ecau 6Bl myrareH-
HOE [JaBJIeHHE Ha 3apoJblieBble KJETKH IOJHQCTbIO NPEKPATHIOCH (YTO,
€CTECTBEHHO, MOXHO paccMaTpuBarb IOKAa JHIUb TEOPETHYECKH), TO uepes
HEKOTOpOe BpeMs NONYAALHA BCACACTBHe peaiH3allid BHYTPEHHMX Mexa-
HH3MOB OYHMCTHJiacCh OBl OT 3HauuTeNbHON 4acTH MyTauuni. Ho He oT Beex,
TaK KaK MpeHaTaJbHO HeHTpaJbHble TeTepO3HroTHBlE (H TOMO3HIOTHBIE)
MyTallH{ YUK 6bl OT TAaKOro MexaHuaMa. MIMeHHO 3THM MOXHO OOBICHHTH
TO, YTO MPH M3BECTHHIX yxke OoJiee uem 4 000 MOHOreHHBIX HACJAEACTBEHHBIX
Gose3HsX (a TEOPETHUECKH UX AOJKHO ObITh, KAK MHHHMYM, 10 UHCJAY BCEX
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FEHOB YeNOBEKa) TOJbKO eAHHHUbl (KaK, HanpHMep, MYKOBHCUHA03) HACHI-
1210T NOMYJSLKIO, AN KOTOPOW OHHM NpeHaTalbHO HedTpanbibl. M 3nech
YIMBHTEJIbHO SIPKHA NpHMEp AaeT CpaBHEHHe PA3HbIX STHHYECKHX TpPYMI.
Pacbl OTJIMMAJOTCS He TOJbKO LBETOM KOXH H (OpMoiil ryias. ¥ HHX Cylle-
' CTBYIOT KaKHe-TO OTJIMUHSI M Ha MOJLEKYJSIDHOM YpOBHE, B CHJly Yero B asH-
aTCKOH MONyJSiIUMH MYKOBHCUHMAO3 — pefuaiiliee cobbiTHe. M rereposnroTsl
10 3TOMY FeHy TOKe KpaliHe peikH. A y eBponekles — NONyJsuus G/H3Ka
K HACHINIEHUIO JAHHBIM MYTaHTHBEIM aJjjesneM B pereccHBe. OObACHHTb TaKoe
pas/uuue MOXKHO TOJNbKO OCOOEHHOCTbI (PYHKUHOHHDOBAHHSI NMpPEHATAJbHO-
ro ¢uabTpa y 3THX 3THOcOB. OcrasibHbie Hac/eACTBeHHble 00Je3HH B HX
KJACCHYECKOM TIOHMMAHWH B pa3HOH Mepe pellkH {pasHas CTeN€Hb OTKJO-
HeHHil OT NpeHaTanbHON HeiTpasbHOCTH). Ho ans caabpix MyTauud sTOT
MeXaHH3M He paboTaer (OHH WJM MOJHOCTbIO, HIM B 3HAUHTENBHOH Mepe
npeHaTajbHo HefiTpaabHbl). OH He paboraer 3echb U B KOPpeJNSTHBHOM Ba-
pHaHTe, [OCKOJbKY pacllenJieHHe [PU3HAKOB (€C/AH OHH He CUeNJIeHbI) mpo-
HCXOLUT He3aBHCHMO. M HeT HAKAKOH IOBHILIEHHOH BEPOATHOCTH TOrO, UTO
pacuien/ieHie nNo CHAbHOH MyTauHu cobepeT y ee HocuTeNs GoJibliee KOJNHUeE-
CTBO c1abbiX. YcTpaHeHHe caabblX MyTalUMH JIOXKHTCA, TaKUM 06pa3oM, mou-
TH HCKJIOYHTEJNbHO Ha [MOCTHATAJIbHBIA (PUIALTD.

Y AMNJIOWJAHBIX OPraHU3MOB CYILECTBYeT eilie OJHH MEXaHH3M, KOTODLIH
JOCTATOUHO XOPOILO HAYUeH, HO NOoka HUKAK He CBA3LIBACTCS C OUHCTKOH re-
#ooHga OT MyTauuid. IDTHM MeXaHH3MOM SIBAAETCHA PEKOMOMHALMOHHBIH
ob6men Mexay xpomocomaMu. On obHapyXeH Kak NpH o6pa3oBaHHU I'eHepa-
THBHBIX KJETOK, TaK M B cOMaTHueckKHx. Tako¥ oOMeH MOXKeT MPOHUCXOAHTH
10 pa3HbiM yyacTKaM, 3aXBaThlBast 3HAYUTENbHOE HX KOJHUYECTBO (puc. 4).
Ilepepacnpenenss, Takum o6pascM, MyTalHd NO XpOMOCOMAaM, 3TOT MeXa-
HU3M (NyCTb Ja)Ke Mo YUCTO CTATHACTHYECKOMY NpHHLUNY) OyAeT npHBOLHTb
K BO3HHKHOBEHHIO XpOMOCOM ¢ OOJIbIIMM H MEHbLIMM KOJHYECTBOM Aedek-
TOB (BIJIOTb A0 XpoMocoM 0e3 AcHexkToB). DTOT MarepHas RacT JONOJHH-
TeJbHble BO3MOMHOCTH NPEHATAAbHOMY (QUABTPY A5 OUHCTKH FeHOo(pOHAA
0T MyTalHOHHOro rpysa. Jlaxke ipH rOMO3HIOTHOCTH MO Ae(EKTy B OJHOM
H TOM e reHe y oboux poAuTeacH (HO He MOJHOCTbIO HAEHTHYHOMY, T. €.
e NpH MyTauHAX B OAHOM H TOM K€ HYKJEOTHAE WJH JeJelHH OAHOTO H
TOro xe yyacTka) 6saropaps peKOMOGHHAIMOHHOMY OOMEHY C KAaKOU-TO KO-
HEYHOH BEPOATHOCTBIO (XOTS H BecbMa HH3KOH) 0OpasyrTca mnoc/ejoBa-
1€/biIOCTH, BOOOLLE JIHILEHHbIe jedeKkTa. MX npeuMyllecTBa IIPH MNPOXOXKIAE-
HHH NPEeHaTaabHOro (PHJALTPA YBRJIHYAT BO3MOMKHOCTb MOABJEHHST HEMYTaAHT-
HOTO XYBOPOXKAEHHOrO (MJH C MyTaLkeil TeTeDPO3UTrOTHOMH, 4TO AAcCT B MO-
CJEAyIolleM LHK/AE yXkKe BepOATHOCTh BOSHHKHOBEHHsI MOJHOCTbIO HEMYTAHT-
HOrO IOTOMCTBA Ha OCHOBE MEeXaHH3MAa: paclielseHHe — IpeHaTalibHoe
QHALTPOBaHHE).

Oxnako ans cnabbix MyTalHMi ¥ 5TOT MeXaHH3M OKa3blBaercs Hesddex-
THBHbIM. K He n3-32 KakoH-TO 0cO0OH pexkOMOHHALMH cAabblXx MyTauui, a
BCJIEACTBHE HEYPPEKTHBHOCTH PACO3HABAHMS HX IPEHATANbHbIM (DHILTPOM.

kltak, [AMIUVIOMAHBIM OpraHH3MaM NpHCylla chellHaJpHas CHCTeMa
OYHCTKH OT MYT4LMGHHOTO Ipy3sa. I3 Hee BXOAAT:

1) ycrpaHeHHe NpeHaTaJbHLIM (QHIBTPOM HOBBIX CHJBHBIX MyTalHWil H
KOPpPeJIATHBHO II0 BEDOSTHOCTHOMY MeXaHH3My CBS3aHHOH ¢ HHMMHM 3HauH-
TE€JbHOM YACTH MYTauUMi ciaabblx;

2) ¢uabrpoBanne (C TOH uAH MHOK 3b(PEKTUBHOCTBIO) TOMO- U reTepo-
3HFOTHBIX MYT4LHH C NPEHMYLIECTBEHHLIM NPONYCKAHHEM BO3HHMKAWOLUX 3a
CYET lepepacnpelesieHHst XPOMOCOMHBIX Ha0OPOB NpPH MOJOBOM mpoLecce
HOPMaJibHbIX FEHOTHIOB NPH HAJHYHK T€TEPO3UFOTHOCTH y OJAHOrO
000HX poAuTeNEeH;

3) 0CcBOGOXKAEHHE OT MYTalHil, CBI3aHHOE ¢ PEKOMOHHALMAMU H mocJe-
AYIOWHM NpeHaTalibHbIM (UIbTPoBatHeM 060jice OTHAMOUIEHHBIX W NpeHMY-
LIECTBEHHLIM [IPONYCKaHUEM MeHee OTSTOLUEHHBIX MYTALHUSAMU OOBLEKTOB.

TakuM obpasoM, NpUCyLIHil AHNJIOWAHOCTH BHYTpPEHHe 00YCJOBJIEHHBLM
MEXaHH3M CAMOOYHMIIEHHA OT MYTAilHOHHOIO FpPy3a NIPOTHBOCTOHT MYTaLU-
OHHOMY /[aBJiCHHIO H SIBJAETCH IPEANOCHeIHeH 3alllUTHOH CUCTEMON MHKHBOTO.
Cucrtema 3T7a ouyeHb 3P (PeKTHBHA 1POTHB NOAABJSIOUIEr0 GOMbITHHCTBA CHIb-

HJIH
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HBIX MYTaLH# M MOUTH MOJHOCTbIO GeccHJbHaA (BHe KOPPEJATHBHOH CBA3H €
CWIbHBIMU) OPOTHB ¢1abbix. s u3baBiieHns OT HHX, a TaKXke OT HaMHOro
peXKe YCKOJIb3aIIIUX OT NpeHaTaJbHOro (HJIbTPAa CHJAbHMIX MyTalHu#k octa-
eTCA TOCAeAHAA JHHUS 3allMTLl — NOCTHaTadbHBIH GuabTp. Y ero addexs
THBHOCTb TeNepb yXKe B 3HAUUTEJbHOH CTENeHH ONPEJEJHUT TEMIIBl HAKOI-
JeHHs MyTAaUHOHHOH Aerpapgaiuy reHoMma. Ot Hero GyieT 3aBHCETb OCHOB-
HOH poCT MyTAaUMOHHOrO apicfepra NONYJSILMH H U€pe3 Hero — pasmep alic-
fepra Ka)jaoro mnociaeayiollero nokoaeHusa. OCHOBHOR (a He Becb) NOTOMY,
YTO MO ONMCAHHBIM BbILIE MEXaHH3MaM NpeHaTanAbHBIH GuabTp 6yueT Bce xe
OUHILlaTh MOMYJALHI0 OT MyTauud. Ho NOCKOAbKY Ha Hero, KpoMe HOBBIX,
6yAyT mosaBaTbCd Te MYTALMH, KOTOpPble OH y2Ke MPONyCTHA B NpeAbliyIleM
NOKOJIEHHH, TO H HOBOe GHJBTPOBaHME TEX Ke MyTauui Oyaer Tak Ke Ma-
JgoshekTHBHEM. Bce 3TO CJIEAYCT HCNOAB30BAaTh HE TOMBKO JAJis 00uiel
OLIEHKU COCTOSIHHSA reHO@OHAa, HO ¥ B NOBCEJHEBHOH XU3HH.

C ydeToM ouullawllero AedcTsua QUILTPOB HeOOXOAUMO NPOrHOSHPO-
BaTb MOfIBJEHHE H PaclpoCTpaHeHle MyTaOoHH Kaxk B OTAeJbHOH ceMbe, Tak
H MOnyJsiUHH B LedaoM. Tak, ecan oba poAutens B CeMbe I'ETCPO3UTOTHLL 110
ONMPEJACJHEHHON MYTalMM, TO INOSBJCHHE B NOTOMCTBE TOMO3UTOTHOrO 60/b-
HOro ¢ BepoATHOCTBIO 25 Y% BO3MOXHO TO/ABLKO B TeX ciaydasx, Korja Koad-
GULHEeHT NPONYyCKAHUA NpeHaTaJbHbIM (HJABTPOM TAaKOro HocHTesas Oyaer
paBHATLCA eLUHMIE.

Ecaun e BepOSATHOCTb JHMHHALHK MYTAHTHOrO FOMO3HIOTHOTO TEHO-
THNa (BMecTe ¢ npeHaTasbHOH (POPMOH CYyllleCTBOBAHMSA CIro HOCHTeNsT) Oyner
MeHee eAHHHLBl (a Takoe 110 CYTH CaMOro mpolecca AOJXHO ObiTb NPH IO-
JaBasiiollleM GOJIBUIMHCTBE MYTaUlK), TO yrposa poxieHus GOJbHOTO pe-
feHKa COOTBETCTBEHHO YMEHbIUMTCA. [IPpHHUMNHAJIBHO TO XKe caMoe LOJXKHO
O6BITb U B cjydyae pacnpoCTpaHeHHA MyTauuu B momyasiuud. Ho 3aech cyine-
CTBEHHBIH BKJaj B OrPaHHYEHHE e¢ PaCIpPOCTPAaHEHHsI BHECET TaKxe PHIbT-
pauus reTepo3droT. Boille NPUBOAUAHCL ApryMeHThl B IMOJb3Y peasbHOMH
BO3MOXKHOCTH TaKoro QGHJAbTpoBannsd. KpoMe Toro, Ha nonyJ/IssLHOHHOM YpOB-
He BHeceT CBOH BKJajJ H NocTHatadabHbil ¢uiabTp. ITosToMy B uncTOM BHAe
paBHoBecHe Xapau — Baifin6Gepra Oyaer chnpaBenyuBO TOJNbKO JJs1 NOJHO-
CTbIO HeHTpaJbHBIX IO OTHOIUGHHIO K (HIbTPAM TNpU3HAKOB. B obueM nia-
He 3TO CerojHsi H OroBapHBaercs: «B OTCYTCTBHe BO3MYILUAIOLIHX BO3AeficT-
BMH YacTOTHl TE€HOB M TEHOTHIIOB OCTAIOTCSl [OCTOSIHHBIMH OT MOKOJECHHSA
K nokonenuio». [43]. Ho ato — B nipenesne. A B GoJbIIHHCTBE cayyaeB cpa-
GaTeiBaloT QUALTPEL. B kKoHTeKcTe PyHKUHM (QHIALTPOB, OUHIIAOLIEH nONy-
JAUUI0 OT MyTalHH, NPUY NPOrHO3e PACHPOCTPAHEHUs] NOCAERAHMX HAZO 00s-
3aTeJbHO BBOJAHTh KO3((HUHEHTH HX NPONYyCKAaHHUS Npe- U MOCTHATAJNbHBIM
duaprpamMu. M yuuTHIBaTb, YTO B pa3HbIX MONyJsUHAX 3TH GUIAbTPH OYAYT
paboraTb no-pasHoMy (NpHMEp TOMY -— PaclpOCTPAHEHHOCTb MYKOBHCLMAO-
32 B €BpONEHCKOH H a3MaTCKOH nonmyJasilMsx). A B pasHbIX CTpaHax H3-3a
ocobeHHOCTeH MeNHLHHBI, YPOBHS OblTa M NpeACTaBJEeHHH O ryMaHH3Me HX
s pexTHBHOCTE GyleT HMeTb BecbMa HEOAHHAKOBOE 3HayeHHe.

Teneps, nMo MOBOAY BTOPOro HNOAKPHTEpHUS — CTPYKTYpsl akicBepra. My-
Tzttt aficbepr cOCTOUT M3 JiByX uacTed. IlepBasi, OTHOCHTCALHO MPO-
CTO perlicTpHpyeMas CocTaBagiollas, NpeacTaBieHa (PEHOTHINHMYECKH YEeTKO
NpOsBASEMBIMH (CHJABHBLIMH) MYTAUHAMH, OOYCAOBJAHBAIOUINMH KJaccHye-
CKIle HuCJ/e/CTBeHHbe 00/1€3HH; BTOPAast — MYTAUMSAMH, HCPETHCTPHPYEMBIMH
N0 4eTKHM H3MeHeHHAM ¢eHOTHIa, T. €. 0 CBOEMY NPOSBIEHHIO ClalbiMu
(TuxuMH), BO MHOrO pa3 Gojiee MHOTOUHCJAEHHEIMH, YeM CHJAbHbE. B ycimo-
BHAX 2P (HeKTHBHOrO QYHKUHOHUDGBAHHA Npe- H NMOCTHATAJbHOrO GOHJILTPOB
cocrasisiowne aicbepra OyAyT BeJHUMHON AocTatouHo mocrosinuof. M mo
H3MEUCHHIO B NONyJAsILAH Bepxyllky aiic6epra mMoxKHO 60Jce MeHee Haex-
HO CYANUTL O pa3Mepax CKPBITOH YdCTH, OUCHWBAs, TakuM oGpasom, obunit
MYTaLIIOHHBBIH I'PY3 H €ro AMHAMUKY B MOKOJCHHUSIX. -

Ho npu HapyweHHu paboTsl HHALTPOB CTPYyKTypa aificbGepra neustex-
HO jgonxkna MeHsTbest. CHinkenne 3P@EKTHBHOCTH NpeHATANbIOrO GuAbTpa
NPHBCLET K OTHOCHTCILHO HeBOJbLICMY MOBBIUICHIK BKJI4fa B KaxK/i0e JlaH-
HOC MOKOJICHHE KJAaCCHUECKHX HACJACUCTBEHHBIX GojestHelr {T. e. CHABIBIX
MyTawii) H, KaK MHHHMYM, K TaKOMY ke (HO BO MHOTO pa3 6oJLilic B KO-
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JHYECTBEHHOM BBIPaXKeHHH) y3eJUUYeHHIO caabbix Myranuii. CHHXKeHHE (-
(eXTHBHOCTH NOCTHATAJbHOrO (PusibTpa, ¢ OXHOH CTOPOHBI, YACTHUHO 3aKpe-
IIHT B NOKOJEHHAX HOBBILIEHHBIH YPOBEHb CHAbHBIX MyTalHH (4acTHYHO NO-
TOMY, UTO B Ka)K[0M HOBOM IOKOJIEHHW OHM XOTb W He ¢ BBHICOKOH, Kak pa-
Hee, >QHEKTHBHOCTHIO, HO TeM He MeHee JOJXKHBI 6YAYT NMPOXOAHTb NpeHa-
TadbHbil GuabTp). C Zpyroft CTOPOHBI, CHHXKE€HHe 3P(PEKTHBHOCTH H IOCT-
{aTaJbHOrO (GHIbTPA YBEJHUHT BKJAAJ caabblXx MyTauHd C HenpepLiBHBIM
POCTOM BEJIHUHKIIBL 3TOTO BKJAaJa d3 MOKOJEHHs. B mokojexue. Caeacrsuem
TAKOro npouccca SIBUTCS MOCTOfAHIOe HapacTaHHe OOJIe3HEIHOCTH HaceJse-
Hust, H60 (DeHOTHNHUECKOE NPOSIBJIeHHMe CUJIBHBIX MyTauuit (Kak YKA3kIBa-
JIOCh BbiIUE) BHIPAKAETCH B KJACCHYECKHX HACJACACTBEHHBIX O60Je3HAX, a
deifoTuniueckoe nposiBJeHue CIabelX, KaK NPABHIO, B NJAOXO JAHATHOCTHPY-
eMoM oflleM YXYIUIEHHH 340POBLA.

TakuM o6pa3oM, Ha OCHOBAHMH aHaJu3a pa3bHpPacMOro KPUTEPHs MOXK-
HO CYAHTb O TOM, Kakas 6yAeT KDYyTH3Ha HAKOMJICHHUS MYTaUHH B MOKOJCHH-
fIX 1 KakKas B HHX CTPYKTypa MyTauHoHHOro aiic6epra. Brllle npuBoaHIHCh
Aalible, XapaKTCPU3YIOUIHE H3MEHEHHs COCTOSIHHsSI 3A0pPOBbi  HaceseHHs
VYKpauHBl H CBHAETEJAbCTBYIOLIHE GO OLILJOMJAIIIEH KPYTH3HE HAKONJCHHS
MyTauuil. DTo CJIeAyeT H3 TOro, UTO KaxJoe MOocAeAylollee MOKOJCHUC Ha-
Muoro GoJgesHeliiee npeaplayuero. Uro kacaercss CTpyKTypsl aficOepra, TO
BCJAEJCTBHE HEJOCTATOUHOCTH MaTepHata CYAHTb O Hell NoKa B NOJHOMR Me-
pe He mnpeAcTaBjsieTcst BO3MOXHBIM. MCXOAst 3Xe H3 TOTO, 4TO HMCCTCH,
MOXKHO C/CJaTh JHUIb oflilee 3aKjtoueiine o GRICTPOM YBeJHUueHHH alicOepra
B LEJOM C ONePeXaloUHM BKJIAAOM ero CKpPhITOH YacTH.

IMocnennum (M3 paccMaTpuBaeMblX 3/1eChb) SABJSETCS KPHUTepHil MyTa-
HMOHHOI BOCIPHHMYHBOCTH opraHisma. [IpeacTaBaeHuss o Hell TOJAbKO Hauu-
HatoT GopMyanposatbesi. Ho u yxle nsBectHoro nocTaTouHo A MOUHMAaHHS
Toro, uTo 6e3 noAOoOHBIX IPCACTABJEHHH OLCHKZ CaMOro MyTarcHc3a HMe-
er 1e GoJiee Yem CHMBOJIMYECKOEe 3HaueHHe. MyTanuoHHAasi BOCIPHHMUYHBOCTh
XapaKTepU3YeTCsl COCTOSIHHEM OPraHudMa, oCOGeHHOCTSIMH ero (eHoTHNA H
TeHOTHNA, B pellallleld Mepe ONpeAeJNSOMMH CcaM XOA MYTayHOHHOrO
npouecca.

Takas (QopMyJHPOBKA MOKeT BBI3BATh NMPHHUHIHAJBLHOE BO3paiKEeHHE.

O6iucnprHATO MHEHHe O TOM, 4TO TeHOTHN INIpeAcTaBaseT coGoH MH-
HieHb JAs MyTauuil noj BAMSHASM BHEUWHHX (PAaKTOPOB M YK HHKak te dak-
TOp, ONpeleJsIoINH 3TH MyTauHU. M, KoHeuHo Ke, He PeHOTHN BJHSET Ha
reHoTun, a HaobopoT. M 310 acficiBuTenpHo Tak. OpHaKo 37ech peub HUET
e O HacJCAOBAHHH NPHOOPETCHHBIX (PEHOTHNHYCCKHX NMPH3HAKOB (UTO O6bIY-
HO MMEIOT B BHIy, HCCAeAyst npolseMy BAHAHHS (eHOTHmA Ha TeHOTHN), a
JIMUIb O TOM, YTO COCTOSHHE (DCHOTHIA KOHKPETHOTO OpPraHi3Ma B 3HaUH-
TCJABHOH MepC ONpeAessieT YpOBeilb MyTHpPOBaHHs rcHoMa. Takum obpasowm,
BAMSHNC (PEHOTHNA Ha IeHOTHN B AAHHOM CJydae paccMaTpHBaeTcs: Cyryfo
B paMKax OOUIIeNpHISITHIX TpeACTaBJeHHH, KoTopble NIPUMEHKHTeNbHO K AaH-
HOMY KPHTEPHIO 3dKJIOUAITCH B CACAYIOLIEM,

TlpeacraBieHust 0 MeXaHu3MaX BO3HMKHOBCHHS MyTalMii 3a nocJaeiiue
JCCATHJAETHS NpeTepnend psii paduKanbHBIX u3MeHeHuil. Buavanac pce cBo-
Auau K reopru MHuweHel. CumTadoch, 4To npobsaema MyTauwuil peuaercs
IIPOCTO: K&K TOJbKO NOBPEXKIANUIHA (PakTop AOCTHr UeJaH (T. C. COOTBCT-
cTByloucit nocnenosatensrocty JAHK) u npopearupoBan ¢ neft (r. e. nopa-
3Hd MHUCHb), TAaK Cpasy NOSBUJCS GHOJOTHUECKHI PC3yJALTAT — B CJAyHAaC
OJUINX THIOB noBpexicuuil {Takux kak paspbelB asoiuoll ucnu JTHK) xaer-
Ka rubier (geragbHbiil 3Q@eKT), B cayuae Apyrux (Hanpuyep, XHMIuC-
cKasg MOAHQHKAIUsSL OCIIOBAHHS) — BO3HHKACT H3MEHEHHE COOTBCTCTBYIOILC-
ro Kololla H PCTUCTPHPYCTSSt MyTauMs. ki B npefcnbHLIX BApHaHTaX B BHACE
BO3ACHCTBHSI 114 ONHOHIITHATYH HYKJICHHOBYIO KHCJOTY B NPOOHPKC IMelllo
TakK 1 6bl10 (KOHCUYHO, TOMbKO ifa YPOBHC HYKJACHHOBON KHCJOTHI, BHC CBA3II
¢ opraxuzmom). Ho npn magabirefiliem y3yuellkd MyTareHe3a 0Kasadoch, UTo
TUKHC MPEACTABICHHA CTOJb KC OTAHUYAIOTCS OT AEHCTBUTCABHOCTH, CKOJb
cama npobupra (Aazke ccan B lec NOMelaJH PAaCTBOP HyKJACHHOBON KIC-
JOTBI) 0T JKHBOIO 0praiisma. BuSCIHJIOCH, YTO PCaJjdbHOC BOSHHKIOBCIIIEC
MyTawiil B pcadbHOM OpraHn3Me B HCCOM3MEPHMO OOJbIICH Mepe 3aBHCHT
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OT B3auMOAeHCTBHSA HacJeACTBEHHOIO anmaparta ¢ KJeTKoH, a 3rofi kaer-
KM — C ADYTHMH KJETKAaMH, a 3THX JAPYIrHX KJIETOK — ¢ OpPraHH3MOM, KOTO-
pbll OHM COCTaBJAIOT B LE/OM, a 3TOTO OpraHu3Ma — ¢ OKpyskalomeH cpe-
AOA H T. A, YeM HENOCPeACTBEHHO MoBpexAaioulero $akrTopa co CBOEH i10-
TEHLHAJbHOH MHLIEHbIO. 3AeCh HIrPalT POJb M CHCTEMbl 3alUHTHI, H CHCTE-
Mbl BOCCTAHOBJIEHHS, H YpOBeHb MetaboJn3Ma, H 0COOEHHOCTH ero mpoTe-
KaHud, H MHoroe Apyroe [46]. HaxoHel, jaxe BO3HHKHYB KakK (QH3HUECKH
H XHMHUecKH peasbHoe cocrosiHie JIHK B BHAe H3MEHEHHOTO OCHOBaHHA,
Takasd KJAaCcCHYeCKasl N0 BceM KaHOHAaM CHTYalHsl MOXKET U He Peasii30BaTh-
Cd B MyTAaUHOHHBIH (PeHOTHN B peasibHOH KH3HH (a He NPH CIEUHAJbHBIX
MEeTOJax BbIsiBJeHHs] MyTauui). B Ky/nbrype — KJAETKH nepeBuBaeMble, 3a
cyAb60fi KaxKA0H H2 HHX MOXHO TPOCJAEIUTH IO W3yYyaeMOMYy Mapkepy. A B
OpraHu3Me Takasg COMAaTHYeCKasi KJAeTKa MMEeeT OrPaHHUEHHOC BpeMs MM3-
HH, YacTo BooOule He geautcs. [lpousolentias Xe MyTauusi B OLHOM JHIUDL
annene (470 Ha caMoM Aesde, KaK NMpPaBHIO, U HMeeT MeCTO) dyallle BCEro
Gyner peueccHBHast UM redH (a 3aTeM ¥ (YHKHUSI) BOCCTAHOBHTCH 34 CYeT
peKOMOHHAUWH H T. A.

3aTo caM ypOBeHb 3alMTHEIX U PeNapaTHBHBIX CHCTEM, XapaKTep BCC-
ro mMerab0o/aHu3Ma, UX COCTOSIHHE B JAHHBIH MOMEHT H T. . OYAYT 0Ka3bBaTh
peliaioillee BJHSIHHE Ha Xxod cofbitHil. M npu «njoxoMm xome coOBITHHS
YTHETEHHOCTb penapallH, CHUXKeHHe 3(P(eKTHBHOCTH 3aLIUTHBIX CHCTCM,
HapyUIeHHe HOPM4JbHbIX METab0JHYeCKHX IMPOLECCOB) MYTAUHH MOLYT
0061/IbHO BO3HHKaTb ¥ 6€3 NOBBIUIEHHST YPOBHsI BHEUIHHX MYTareHHBIX BO3-
nefcTBHHA, TOJMBKO 3a cYeT BHYTpeHHHX cobpiTuit. [TostoMy deHoTHn opra-
Hu3Ma OyneT B OnpefensiiOllefi Mepe BAUSTh HAa MYTAUHOHHBIH IpolLece, B
HeM e camMoM mnpoTekawiuH#. Ho denornn Kaxaoro opraHH3dMa 3aBHCHT
OT ABYX COCTaBJSIOIUHX — €0 TeHOTHNA W BHEHIHHX YCJAOBHH, B KOTOPBIX
CYLIEeCTBYET OPraHH3M,

34ech ONATb MOXET BO3HHKHYTh BO3pakeHHe. MOXHO MOMeHATh BHeLU-
HHE YCJOBHS KaK YroAHO, HO Y KO3/a OT 3TOI0 He BBIPACTYT Kpblibs, a ¥
BOpoObsi He nosABATCH KonblTa. M sto toxe 6esycaosHo tak. Ho, Kak yxe
OTMeuaJoch Bbille, dHAJH3 RJIHAHHA (DEHOTHNA Ha TeHOTHI, PaBHO KakK H
BHEIIHHX YCJOBHH Ha peasjH3auHIO T'eHOTHNa B (GeHOTHNHUECKHE NPOsABJe-
IMsI, pacCMaTpPHBaeTCsl TOJNBKO B TJaHe BJHSHHS BCEro 3TOr0 Ha Takuce
NposiBJeHHs] (eHoTHNa (M COOTBEFCTBEHHO WX H3MEHeHHd), KOTophle 00y-
CJIOBJHBAIOT YPOBEHb MYTAUHOHHOTO Dpolecca JaHHOTO OpPraHU3Ma.

ITocMOTpHM, YTO MpPH 3TOM JOJIKHO NPOHUCXOIZHTb (H C TeHOMOM, H ¢
(GEeHOTHUIIHYECKHMH TPOSBJCHHSMH, BJHUSIOUIMMH Ha HETO, H C H3MEHEHHEM
deHoTHNA NOX AefCTBHEM BHEIUHHX YCJOBHI).

Haunem c nepBoocHoB — ¢ reHortuna. Ilockoabky oH onpexenser de-
HOTHII, TO OT TOTO, KaKOH HMeeTCsl FeHOM, 3aBHCHT H COCTOsIHHe (eHOoTHIa.
M ecan reHOM yKe COZEPKHT MYTALHIO, BAUSIONLYIO Ha CTOPOHBI (DeHOTHNIA,
onpeneAIMe TEMN MYTareHe3a, T. €. NOBPEX/JIEHHS 3TOr0 CaMoro TreHo-
Ma C 3aKpelJieHHeM NOBDeXACHHH B BHAe MYTalUH, TO TAKOH reHoM MNpen-
OIpPENeJHT U CBOe COGCTBEHHOe YCKOpeHHoe H3MeHeHHe. Ho peanusyercs
3T0 npeaonpeneseHde depes (eHOTHn. A CAeACTBHEM CAMOFO H3MEHeHHs
CTaHeT YCKOpeHHoe MYTHpOoBaHHe reHoMa (T. e. camoro cebs). ITogoGHoe
YCKOpEHHOe HaKONNeRwe MyTauHH OyleT MMEeTb MeCcTO KaK B JJaHHOM Opra-
HH3Me, TaK U Y €r0 MOTOMKOB, T. €. B NOKOJeHHsIX (eXeJH, KOHEYHO, TaKas
MyTaUHsl B NOKOJEHHSAX Oyaer coxpaHsiTbcs). M 3mech MBI CTaJKHBaeMcs
C NepBoH OCOGEHHOCTBIO HAKOMJEHUS MYTalUH#, KOTOpasi MOXKeT OBITb Ha-
3BaHa BJHSHHEM I'¢HOTHIIA HA TEHOTHT (T. €. BJAUSSTHUEM IreHOTHIIa Ha CaMoro
cebs1, xoT M nocpencTBoM deHOTHNIZ), HAM 3PPeKToM ayTOMyTarcHesa.
HMwmetoTess n TOMy sKcliepHMeHTalbHble MOATBepKAeHHA? MMmeloTes u Bech-
Ma MHOTOYHCJIEHHbIE.

B nepByl0 ouepeAb,— 3TO yXKe XOPOIIO H3yYeHHBble Ha KJACCHUECKHX
MOJCJIbHBEIX 06bEKTaX TeHH-MyTaTophl. Tak, ecan JAHK-nosuvepasza uszwe-
HeHa TakKUM 06pa3oM, YTO NPH KONHPOBAHHH MATPHHUBI AONycKaer GoJblie
omnbOK, yeM HEeH3MeHeHHasl, TO yXe B CHJAY MeXaHM3Ma Ipouecca H coMa-
THYCCKHE, U TeHepaTHBHble KJETKH AaHHOTO OpraHHaMa OyAyT COLep:KaTb
NOBBILICHHBI NMPOUEHT MYTAaHTHHIX reHoB. IlpH MyTauusx B reHax, obecrmc-
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YHBAIOUIUX TOYHOCTh H 3(P(EeKTHBHOCTh penapalui, OyAyT YCKOPDEHHO MyTH-
pOBATh IeHOMbI BCeX KJeTOK M T. /.

B cusy oueBHAHBIX TPYAHOCTEH NpH HCCJIEAOBAHHM TAaKHX AaHHBIX MJA
yeJoBeKa MX 3HAUHTEJNbHO MeHblle, 4eM, ckaxeM, Aas 6akrepuit. Ho u ouu
y:Ke HauWHalOT HakanauBaTthcs. Tak, IPH NUrMEHTHOH KcepoaepMme Hapy-
WeH OAHWH M3 3TAlN0B penapalud, YTO NPHBOAHT K MOBBLIIIEHHIO YaCTOTH
BO3HHKHOBCHUS MyTauud [47].

Ipu nogarpe EMeercsl yMEpeHHOH CHABl MYTAlHS B T€He THIIOKCAHTHH-
ryauuabocdopudosunrpancdepassl (CHabHAss MYTalHsAs B 3TOM TeHe BeleT
K TSXEeJOMY HacJ/eJCTBEHHOMY IOpaKeHHIo — curipoMy Jlew-Haifigna).
W y 6oabubix noxarpoél (y 57 ua 64 o6cieloBaHHbX, T. €. B 89 % cayuaes)
o6HapyxKeHO yrHeteHue penapatuBHoro cuHresa JIHK [48]. @ukcupyorcsa
TdKHe HADYUIEHWS TeHOTHIIA, KOTOpble NPHBOAST K PA3JHMYHBEIM NPOSBJEHH-
M HecTaOHJAbHOCTH I'eHOMa 4eJiOBeKa.

Tak, y Hocuteael PoOepTCOHOBCKOH TPAHCAOKANHHM YaCToTa BCTpeyae-
MOCTH KJETOK CIIepMbl C KDYNHBIMH XDOMOCOMHBIMH HapyilueHHsIMu Oblia
NnoJABep:KeHa Ou€Hb IUHPOKUM H3MEHEHHAM, AOXOAs y HEKOTOPHIX HHAHBH-
AyymoB o 87 % [49]. Haanume y xseToK, BXOASLINX B MeH03, onpejesieH-
HBIX MyTalliii pe3Ko MOBLIIIaeT MyTareHe3 B JHHHH PENPOAYKTHBHBIX KJe-
tok [50]. Ilpn curapomax [flayHa, 6a3a/bHOK/JCTOYHOTO HEByCa, aTaKCHH-
TeJeaHTH3KTa3uH uMeercs aedexr penauxkauud JHK, npusoaswuit k xpo-
MOCOMHO HecTaGuabHOCTH [51]. ,

Bojee cnabble HapylleHns penapalud (He BLI3BIBAlOHlUe pAa3BHTHA
KJaCCHUeCKHX HACJEACTBEHHEIX GOJe3Hell) UMEIOTCH y WHPOKOro Kpyra Jio-
Zel, BHelIHe 310poBrIX [52]. Y 17 Y% moHopoB ofHapyxkero Hebo.bllOE NO-
BHIIIEHHEe YaCTOTH CECTPHHCKHX XPOMATHAHBIX 0OMeHOB (BCero B CpeAHeM
#a 30 Y% no OTHOUIEHHIO K OCTaJbHEIM JOHOpaM). Ho npu BoszefictBum Ha
JuMQOUUTH 3THX JlOAell AUSNOKCHOYTAHOM YHCJO CECTPHHCKHX XpPOMATHA-
HBIX 06MeHOB y 3TuX 17 % mno CpaBHEHMIO ¢ OCTa/bHOH YAaCTbIO NMOMYJASILHH
yBesnunaoch Ha 75 % [D3]. Takux mpHMepoB HakKanJuBaeTcs Bce GOJbHIE,
Nx HaunWHaloT yxKe YYHTHIBATH NpothecCHOHaJbHO. B wacTHOCTH, BHIABHra-
€TCsl KOHIENUMS O TOM, 4TO HHKaKasi THTHEHHUYeCKasl CTaHAapTH3alHsA He 3a-
INMIIAET Ha NPOU3BOACTBe palOuYMX ¢ NOBBLILIEHHOH reHEeTHUECKOH UYBCTBU-
TeJNbHOCThIO OT MYTAUHOHHBEIX BozieicTBul [54]. STo 6e€3yCi0BHO IpaBHJb-
Ho. Hanmo smnumb nobaBuTh, 4TO JIIOAH OCTAlOTCS JIOAbMH H BHE TNMPOH3BOA-
ctea. [lostomy Be3se — B OLITY, HA NMpHPOXe, I'lle, KAK YKa3blBajoCh BHILIE,
BpeNHBIX (DAaKTOPOB B HEKOTOPLIX pernoHax noboJblle, YeM Ha HHOM BpeA-
HOM NPOH3BOACTBE, AJS TeX, Y KOro reHeTHYECKH MMeeTcs NMOBBLILIEHHAs BOC-
IPHHMYHBOCTD K MYTHDOBAHHIO, U BC€ OKDYKEHHe, BKJIOUAST «UHCTHII BO3-
JYyX», MOXKeT ObITb MYTAreHOM.

ChaeayeT TakKxe OTMETHTb, UTO K NOBBIIIEHHOMY MYTHPOB&HHIO BEAYT
¥ TeHeTHYeCKHe HapyLleHUs, He CBS3aHHble HEMNOCPEACTBEHHO ¢ OOMEHOM
HACJIeICTBEHHOr0 MaTepuaJa. Tak, y NOTOMCTBA MblleH ¢ HaCJAEACTBEHHBIM
AuabeTOM pe3KO BO3PAaCTaJO KOJHUECTBO TeCTHpyeMBIXx Myrtauuit {55]. po-
30¢ua ¢ kaaccuueckuMu Mytauusamz (apaug White-Bar, forked-Bar, White-
forked u npyrue), Bpome 6Bl HHKaK ¢ penapauuell HJid HHBIMH CHCTCMaMH
Bosaeicteusg Ha JIHK wve cBsizamHbiMu, obpabatbiBanm auxnodocom. M B
3aBHCHMOCTH OT T€HOTHNA y 11OTOMCTBA YacToTa (eHOTHMHUeCKuX aHoMa-
Jaui yBeswuuBasack B 20—200 pas [56]. Boobiie xe HapyiueHHE, npHBO-
JSIIHX K YCKOPEHHOMY MYTHPOBaHHIO, H3BECTHO yKe JOBOJLHO MHOrO. B 06-
ebH0JOrMYeCKOM [JaHe HeT HUKAKHX COMHeHHit (M COOTBETCTBEHHO MO-
POXKJAAIOUIUX TaKHe COMHEHHS 3KCNEPHUMEHTAJbHBIX NaHHBIX HJH TEOpeTH-
YecKHX pacyeToOB), KOTOpble XaBaju Obl OCHOBaHHME AyMaTbh, UTO B 3TOM
NJaHe YeNOoBeK NPHRIUHUIHAJBHO OTAHYACTCS OT XOPOLIO H3BECTHBIX MOJe-
geii. Ho u3 sToro cJaenyer, 4To NpH CHUXKEHHM 3bPEKTHBHOCTH QHILTPOB
(na elle mpHW MOIIHOM BHeIIHEM MYTareHHOM JaBJIEHHH) HApPSAy ¢ MHBIMH
MyTauusMUy OyLyT HakalJIUBaTbCsd W MyTalUM MyTaTopHoro Tuna. M omstb
e TAaKOro THIIA CHJAbHBlE MYTalUHU elue KaK-TO NPEHATaJbHHE GHALTP y6e-
peT, HO cjaabble npoiayT u obecmedar NpoLecC CaMOYCKODEHHS' ayToMyTa-
reHe3a. M6o mo cBoeMy MexaHH3My (MYTAaUHH YCKOPAT MOSIBJEHHE HOBHIX
MyTalHKi, KOTOpble B elte GOJbIIeH Mepe YCKOPSIT TOSIBJEHHE HOBBIX MyTa-
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uu#, KoTopele.. H T. J.) ayToMyTareHes 6e3 JONOJHHUTE/bHBIX OJOKATO-
pPOB — Ipouecc CaMOyCKOpPsIOWHHACA. kM axwb 6A0KaTOPHL CNOCOOHB! TaKOH
CaMOpasroH AepXKaTh MO KOHTPOJEM, PENATCTBYS ero peasH3alul H yaep-
XKHBasf B INpejesax BHYTPCHHe NPHCyLled (T. €. B HOpMe —JIHLUb NOTEH-
LMaJbHOH) BO3MOMKHOCTH. JaKHMH OJOK4TOpAMH Ha YpoBHe FeHotoHaa No-
NYJASUHH 3YKApHOT SIBJSIIOTCS YXKe YNOMHHAaBlUMecsl Npe- U NOCTHaTaJbHEIHR
¢uabTphl. A1 MHOTOK/IETOYHLIX OPraHM3MOB B COMaTHUYECKHX KJeTkax 6uo-
KaTOpOM SIBJSETCS NOCTOAHHO ACHCTBYIOIIHH MeXaHH3M THOEJH NOBpexAa-
eMbIX KJAeTOK M 3aMelleHdss HX HOBLIMH, OepYHIMMU HadaJo H3 JHHHH CTBO-
JOBBIX KJeTOK (Hau jgaxe rubenn Ge3 3aMmellleHus). Jas OXHOKJAETOYHBIX
e TaKHe MeXaHH3MB (YHKIMOHMDVIOT Ha YPOBHE MOMYJASILHH — NOCTOSH-
Had rubesJb OAHHX KJETOK H 3aM€Ha HX APYTHMH NOA JKECTKHM KOHTpOJEM
orbopa Bo BceM ero MHOroo6pasuu. B cayyae MHOrOK/IETOYHBIX OpraHH3-
MOB BCCX YPOBHeH CJOXKHOCTH — 3TO 3JMMHHAUUSI HOCHTENS (M ero MmOoTOM-
C€TBa) TeHoMa, HayaBIIero MYTAaUHOHHBIH camopasroH. Y To/bko 4enaoBek
cymen OJ0KHpOBaTb IOCTHATAJAbHBIA GHJIBTP H CHU3HTb 3(P(PEKTHBHOCTD
NPEHAaTaJbHOrO, yCTPaHsisg TaKHM myTeM 0JOKATOPH H 3alycKas MyTaUUOH-
HBIH cCaMOpasroH.

Teneps mocMoTpuM, Kak OYAYT BJAMSITL HA IeHOTHI BHEIUHHE YCJOBHS,
OMocpeAysich uepe3 H3MeHeHHs, BBI3blBaeMbie B (eHoTHIe. B Tex ciayuasx,
KOTZa BHelllHee BO3JeHCTBHe BLI3OBET OTBET OPTaHH3Ma TOJBKO B paMKax
KOMIIEHCATOPHOrO npolecca (B mpelenaXx eCTeCTBEHHOro AHamna3oHa), AJs
reHOoTHNAa OHO PeaNbHO OHIYTUMO He 6yaeT. Ho ecau HopMaJbHBIX KOMIIEH-
CaTOPHBIX OTBETOB OKaxKeTcss HEAOCTATOYHO, TO ITO NPHUBEIET K JErKo Npo-
THO3HDYeMOH (moka To/JbKO B oOlledi ¢opMe, KOHEYHO) IeNH COOHITHIL.
UpesMmepHast Harpys3ka (6oJsiee NMpaBUJbHO — Neperpyska) OGHOXHMHUYECKHX
NpPOLECCOB IOJ BJAMSHUEM BHEIIHHX YCJOBHH BBHI3BIBAeT ycHJeHue (4pe3Mep-
HOe) mpoleccoB, o6pasywIUHX 3HAOFE€HHble [OBPEXAAMIIME COCAHHEHHS
(mepekHcH, paguKaJabl ¥ Jp.), NCTOIAIOTCS 3alUTHBlE CHCTEMEI, ociabeBa-
eT pemapauds U T. 4. B pe3ysnbrarte GEHOTUNHUECKH [IOJ AeHCTBHEM BHeLI-
HUX (DAaKTOPOB BO3HHKaeT TakKas Ke CHTyalMsl, KaK ¥ NpU MYTalUUsX B re-
HaX, KOHTPOJHPYIOIIKX MYTaUMOHHHIH mnponecc [46]. MOXHO rOBOpPHTBH O
MYTaTOPHOM (PE€HOTHIE KaK O TaKOM COCTOSTHHH OPraHH3Ma Ha HereHeTHue-
CKOM YpOBHe ((epMeHTH 3alUMTHl W penapalHH, COAEPKaHHe MepeKuceld U
palHKaj0B, COCTOSIHHE CHCTeM, FeHepHPYIIHX APYyrHe I[OBpEe)KAalollNe
MaKpOMOJIEKYJ/bl, peaKIUOHHbIE COENHHEHHS U T. A.), KOTopoe 06YCJIOBJH-
BA4€T IOBBHIIIEHHYIO NOBPEXA2aeMOCTb IeHOMZ, 3aKpelJsieMyio B MyTallH,
T. €. U3MeHeHHe nepBuyHOH mocaenosaresbHocTH JIHK. Ilonobubiii myra-
TOpHBIH (eHoTHn MoxKeT (HOPMHPOBaTbCA KaK IOJ AeficTBUeM FeHOB-MyTa-
TOpOB (MYTaTOPHOrO I'€HOTHNA), TAK W BHEIIHUX YCJOBHH, K KOTOPBIM He-
06X0AMMO OTHOCHTb He TOJbKO MYTareHHble COCTAaBASIOIlHE BHEIUHei cpe-
Jbl, HO H Bce (akTOpbl, NPHBOASALLHE K MIOAABJIECHUIO CHCTEM 3alUMTHI, pena-
pauuH, HapyULeHHI0 HOpMaJbHOro MeraboauaMa M T. 4. (T. €. BCero TOro,
YTO NEPEBOAUT HOPMaJbHBIH HeHOTHI B MyTATODHHIH).

JIaHHEIX O TOM, UTO NOJ BJHSIHAEM BHEIUHHX YCJIOBHH IPOHCXOIAST H3-
MEHeHUs, BeIYyLiHE K BO3HHKHOBEHHIO MYyTaTOPHOro (eHoTHNA, He TaK yX
u Majo. Ho HocsT OHH pa3pO3HeHHBIH XapakTep, TaK Kak NpeACTaBJEHUs
0 MytaTopHoM ¢exoTHIEe TOJNbKO HauyuHaloT popmupoBaThed. Bor Tomy He-
CKOJIbKO NpHMepoB. ITecTHUHA NeHTaxJopgeHOJ, KpOMe CBOEro HENocpe-
CTBEHHOTO MelicTBUS, aKTHBHUPYET (epMeHTH NepBof craaun OGHOTpaHCcGOp-
Mallid KCEHOGHOTHKOB, B pesynbTaTe NMpu WX HAJHYMUH BO3HHKAET MyTaTOp-
el penotun. M ecan xpbicam HapsaAy ¢ AaHHBIM HECTHUMAOM jAaBanu 2,4-
JMHHUTPOTOJYOJ, TO 3TO BBLI3BIBAJO YCHJeHHe 06pas3oBaHus aAAYKTOB AM-
putporoayoaa ¢ [HK [57]. [Tonaparmomuit BHYTpb CBHHEI MOAABJSET Me-
Tuauposaune JIHK B opranusme [58], k0TOpoe BOBJIeUeHO B IpoLeCC 3JH-
MHHAUHH BO3HHKAaIOUIHX Ae(eKTOB reHeTHwyeckoro Marepuana. M cHmxenne
metuauposanus JJHK npuBoxuT K pasHOOGpa3HEIM NOBPEXAECHHUSM B FeHO-
me [59]. B MomenbHBIX 3KCIEePHMEHTAaX YCTAHOBJIEHO; YTO TPEXBaJieHTHBIMH
XpOM TNOHHXKaeT TOyHocTh penvinkanuu JHK [60]. A nma opraHuaMeHHOM
YpOBHe, KaK H3BECTHO, XpOM NOBBIIIaeT vacToTy Myrauu#. Ho ucxons us
ONMHCAHHOTO MexaHH3Ma (NaJeHHe TOYHOCTH PeIIHKalMH) XpoM crnocober-
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ByeT MytareHHoMmy adderry u geficturo uubix JHK-rponHmix ¢aktopos.

YBennuuBas Kak oblilee KOJUYeCTBO MYTaUHH, Tak M MyTallHH, BOCCO3-
JalolIHX MYTAaTOPHBIH T€HOTHIl, MyTRTOPHEIN (eHOTHN OyAer Taxkxe crmocob-
CTBOBaTb MYTaLlHOHHOMY caMopasroHy. M sjgech BHIsIB/IfeTcs ellle OAHH ¢ak-
Top camopaaroHa. Yem 6oJblie MyTauH#l B oprakusMe, teM OoJsie3HCRHee
3TOT OprauusM, Tem GosblIé ero HeOGXOAMMO JieYHTh. A OueHb MHOrue (ec-
Jn BoOOWIC He GOJBUIKHCTBO) JeKapcTBa H JeyeOHBIE NpoueAyphl aubo ca-
MH MYTareHHBl, JHO0 BOCCO3Z4AlOT MyTaTopHul ¢edorun. Tak, nocje o6-
JYUeHHs, KaK H MocJe XHMHOTEPaNuH, YHCJIO GOJLHEIX ¢ Pa3jHYHBIMH TH-
NaMH OnyxoJiell CyIIeCTBEHHO BO3DACTAeT U JLJHTEAbHO COXpaHSeTCs KOJIH-
yectBo nospexgenuil JJHK Bcex THNOB B COMAaTHYeCKHX H TeHEpaTHBHBIX
kaeTkax [61-—64]. XumMuoTepaneBTHUecKHe IpenapaThl, KpoMe TOrO, HEIo-
CPCACTBEHHO BJHAIOT Ha (epMeHTH HyKJeHHOBOro o6MeHa (B YacTHOCTH
IOHK-ronouzomepasnt) [65, 66]. B peaynbrate opraHuzM HeusGexxHo Oy-
JAET Jlerye BOCHPHHUMATH MYTAIMOHHBEIE H3MEHEHHs H MOJA BJIHSHHEM JpPYTHX
¢akTopoB. o Myrarewamy ¥ (uacTo OJHOBPEMEHHO) BOCCO3AATEASIMH MY-
TaTopHoro (eHoTHNA 3a CUeT HCTATHBHOrO BJAHMSIHHS: Ha (epMeHTHI, ydacT-
BYIOIIHe B penapaudH, TOYHOCTH PenJIHKALHHA U T. A., ABJAAIOTCA MHOTHE aH-
ruTyBepKyaesHsle mpemaparthl [67], JekapcTBa NPOTHB NCHXHYeCKHX 60O-
gesnelt [68], aHaabretuxku [69] W aaxe 3KCTPAKTH JEeKapCTBEHHBIX pac-
Tenntt (70}. A nockosbky MepoH BceMy sIBASIeTCH KOJHYeCTBeHHasd OLEHKa,
ro, KpPOME€ KOHCTaTaliH, Halo e€lle H HayyYHTbC ONpelLeasiTb ypOBeHb
MyTaTopHoro (eHOoTHNa B DHAEe CTelleHH €ro OTKJIOHEHHS OT HOpPMbl
(npuHuMaemoil 3a HopmaJabHbli ¢enotun). M sgecs moka Boobile HHYEro
He CAeJaHo.

[TockoabKy B peajbHOH KH3HH BCe B3aHMOCBSI3@HHO, TO YPOBEHb MY-
vaTopHoro ¢geHoTuna Oyaer onpeiessiTbCs KaK MYTAaTOPHBIMH HapyLIEHUSIMU
8 reHOMe, TaK K MYTareHHBIMH BO3AeHCTBUSMM OKpyKeHus. ToNbKo Takoe
coyeraHue SABJSETCA peaJsbHbBIM (PaKTOPOM PHCKa NOSBJIEHHSI HOBBIX MyTa-
uni. Tloka ke oHO BooOIlle HUKAK He YUHThIBaeTcs (H naxe He obcyxia-
©TCs1) NPH OLLEHKE ONacHOCTH BO3HHKHOBEHHS HOBBIX MyTaLHUH.

CyMMupys MaTepHa/sbl aHAJM3a MYTaIUOHHOH BOCTIPHUHMYHBOCTH, MOXK-
K) BBIAEJUTb TpH ee yposHf. IlepBhlli XxapakTepuayeTcs BBICOKOH aHTHMYy-
TalHOHHOH ycToitunBocTblo. s 9TOro Hamo, 4TOGH TeHOTHN He COAEPXKas
MyTauui, MpUBOAALIMX K 3aMeTHOMY YBEeJHUYEHHIO MYTHPOBaHHS, a (eHo-
YUO He MojBeprajca AedopMHDPYIOIHM BHeWHHM Bo3xeHcTBusaM. M toraa,
nepedpasHpys H3BECTHOe BBIPAXKeHle, MOXKHO YTBEPXKAATb, YTG «B 310DO-
BOM TeJie — 3A0pOBHIt reH». Bropoit ypoBeun OyneT XapaKTepH30BaTbCH
NOBBILIEHHOH MYTalMOHHO# BocnphHuMmMuuBoctbio. Ho oOHa eile He HOJXKHA
NPUBOAKTL K camopasroHy. Tak OyneT NpH OTHOCHTEJBHO HENJHTENIbHOM
(1—3 noxoseHHs) mnpebGbIBaHHH B Ae(hOPMUPYIOIUX BHEIUIHHX YCAOBHSAX,
NOAAEPKUBAIOLINX MYTAaTOPHBIH ¢peHOTHI, HO He 3aTPOHYBLIMX ellle B Cy-
ecTBeHHOH Mepe reHoMa. HaxoHnen, npu 3HAUHTENBHBIX MNOBPEXACHUAX
reHoMa (/a elte Npd YCJOBHAX, NOXXEPIKHBAKIIUX MYTATODHHIHA theHOTHN),
KOTXa BO3HHKAaeT MYTAaTOPHLIM TeHOTHI, HaUHHAETCs W NPOTPECCHpPYeT Tpe-
THH ypoBeHb — MyTaUHOHHEIE caMopasrod. Ilepsuifi ypoBeHb AnA YKpaHHEL
B I[eJOM MHHOBAJ, MOXHO TOBOPHTb TOJbKO O TOM, YTO YacTh ee Haceje-
HHs (Kakasi?), XUByUlas HA ONpedeJIEHHOH TepPHTOPHH, HAXOAHUTCSA Ha BTO-
pOM, a 9aCThb — Ha TpeTbeM YPOBHsX. M Tam, rae OOWJH RO TPEThEro ypoB-
ust, takrop caMopasroda 6yler s YKpauHw (ocofeHHO ee Haubogee
TPSI3HBIX  PCTHOHOB, Ja elle H J[AaBHO TPS3HBIX) OYKBaNbHO C KaXXAbLIM
rojaom nipHobperaTs Bce Gosbiiec 3nadeHHe. Ero HeoOXOAHMMO YUHTHIBATD,
OJHAKO MCTOJHYECKH B 3TOM HalpaBXeHHH paboTel He TNPOBOAATCA,
10Ka MOXHO OCHOBBIBATHCS HA CBEAEHHAX JHWb O TeX MYTalHsAX, KOTO-
pble  BBI3BIBAIOT HecTaOHJIbHOCTb TeHOMa (HanpuMmep, JOMKOCTb Xpo-
MoOcoMBl), 0OIleM YypoBHe caabblX MyTaUu# (PerHCTPHPYEMBIX B BHIE
nposieieHusl obuiefl 6oe3HeHHOCTH), YPOBHE Harpy3KH BHEIIHHX YCJA0BHHE
Ha ye/JOBeKa U T. A.

Ho nake no TakMM KOCBEHHBIM OLI€HKAM BHAHO, YTO B YKpaHHe KaK
ypOBeHb MYTATODHOTO FeHOTHIA, TaK H OOIIHE ypoBeHb MyTartopHoro de-
HOTHIIa He NPOCTO BeJHKH, a yXKe 3aMeTHO peajiH3yloTcs B BapHaHTe ca-
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MopasroHa. TaKOBH KDHTEPHH ONpeleseHus] H MPOrHO3a COCTOSIHHS TEHO-
$onaa.

Ecau cBectn Temepb BCce HCXOLHBle cocTaBjsoline (M KpUTepHd MO-
CACAHEH H3 HHX), TO NOJYYHTCA CHAEAYIOLiee NOCTPOEHHE, KOTOpoe HeoOXo-
JHMO Y4YHTBIBATb NPH OLIEHKe M'eHOQOHAA M [POTHO3E ero M3MEeHeHHH.

1. Jemorpaduyeckas cocraBjgioulas.

2. DKonoruuecKas cocTaBJSIOLLAs.

3. I'enernveckas cocTaBasioumias (HENMOCPEACTBEHHOE COCTOsSIHME reHO-
douna).

3.1. banmaHCOBEIR KPUTEPUH TeHEeTHUECKOH COCTaBAAIOLIEH.

1.1, MyTanuoHHO paBHOBeCHOE COCTOSIHHe TeHodoOHAA.

1.2, MyTanHOHHO HepaBHOBeCHOE COCTOsIHHE TeHOgOoHAA.
.1.2.1. HepaBHOBeCHO HaKamJHBaImIllee MYTalUHH COCTOSHHE.
.1.2.2. HepaBHoBecHO ouMIlailiee OT MYTalMil COCTOSIHHE,
2. Kpurepuii MmyrausonHoro aicéepra.

.2.1. CocrosiHHe cucTeM OCBOGOXKAEHHS TeHOMOB OT MyTanuit.
.2.2. Ctpykrypa MyralluoHHoro afic6epra.

3

3.

. Kpurepu#i MyTanHoHHO# BOCHPHHMUYMBOCTH,
1. ¥poBeHb BBICOKO# AaHTHMYTareHHON YCTOHYHMBOCTH.

3.3.2. YpoBeHb MOBLINEHHON MYTaLHOHHOH BOCIPHUMYHBOCTH

3.3.3. YpoBeHb MyTaUMOHHOTO CAMOPa3roHa.

OaHako npexie uem mepeiTH K oOuiedl oneHke (W o6uieMy mporHO3Y)
HeoGXONUMO MOHATb, C Ye€M COOTHOCHTb COCTOsIHHe reHoMa. Belb cama 10
cefe B BHIEe CYMMBEl [OCJEAOBAaTEJLHOCTH OCHOBAHHH H CTeNeHM ee OTKJO-
HeHHsi B OOlleM M HOOMHAMBUAYYMHO OT HeKoH Apyro# ({peasbHO CyIleCT-
BYIOIefl WM YCJOBHOM) MOCaefoBaTeNbHOCTH OLEeHKa HH4ero He gacT. Ona
npuobpeTaerT CMEICA TOJBLKO INPH CONOCTABJAEHHH C KaKHM-TO (BeuoTHnoM,
00yc/IOBJNBAaEMbIM aHAJAH3HPYyeMOR NOCJeN0BATEJNbHOCTLIO, T. €. KOHKpeT-
HBIM TeHOTHNOM. M yxe 3flecb BOBHHKaeT IepBas HEONPEAE]EHHOCTb — UTO
NpHHHMATbL 3a 3TaJOH cpaBHeHHs. Hamo cpasy oTMeTuTh, UTO MOKa 3TOT
Bonpoc He uMmeer pemeHus. Ho B HekoeMm ofllieM BHAe Ha HEro MOXKHO
OTBETHTD.

Kasanoce Ovl, 3tansoHom Oyaer (B KakoM-To Oyayuiem) nocjiejo-
BaTENbHOCTb MaKCHMAJbHO 3J0POBOTO YeJOBEK2, KOTOPOIO TOJbKO YAaCcTCH
HaiiTH, HanpUMep CTOJETHEero HMHAHBUAYYMA, COXPAHUBUIErO SICHBIH YyM H
(u3nyeckyo KpenocTb tesa. OgHAKo KaxKe B HAease AJs MYXKUHH H JKeH-
HIHH 3TH NOCJ€A0BATE/bHOCTH HE COBNaZyT. ByAyT oHM uveM-TO oTaHuaTbCA
¥ MeXJAy 3THHYeCKHMH rpynnamu. HakoHen, naxe-iBa npakTHYeCKH 3740-
POBEIX HHAMBHAYYMa TOTO 2Ke CTOJIETHEr0 BO3pacTa OAHOMO Nosaa H OAHOH
ATHUYECKOH NPHHAAJNEXKHOCTH TapaHTHPOBAHHO He OYAYT HUMETL IOJHOCTBLIO
HAEHTHYHble TeHOMBl. CeromHst 310 y2Ke OUEBHAHO, IO3TOMY MOXHO TOBO-
PHTb TOJIBKO 0 KAKHX-TO AHANA30HAaX HOPMBI [10 NOCJAEA0BATENbHOCTAM KaX-
JIOTO T'eHa, DEryJATOPHBIM YYacTKaM H TOMY, YTO ITOKa CUMTaeTCsi «He3Ha-
YallUMH» padoHaMH reHoMa. JTo CToJb Gosbliasi paboTa, CPOKH BBITOMHE-
HUS KOTOPO} flakKe HEeBO3MOXKHO mpeiActaButh. ONHAaKO LIS TeX reHoB, QyHK-
MM KOTODBIX yKe H3BeCTHBl W KPUTHUHBI AJsl 3[0POBbSl, a CAMHU TCHBI, H3-
MeHeHHSI B HHX M CBsI3b U3MEHEHWH ¢ KOHKpeTHOH (yHKUHMeHl H (eHOTUNOM
B 11€JIOM HHTEHCHBHO H3YYalOTCSs, aHaJH3 H NPOrHo3 Bo3MOxKHLI. Kpome To-
TO, YK€ CEerofHsl OPHHIUIHAJbHO BO3MOXKEH IO pSAAY IeHOB aHAaJH3 B [10KO-
JIEHHSX, a TaK¥Ke BBISBJEHHE TEMIIOB MYTALlHOHHOrO Ipolecca, NpoOTeKalo-
Iero B KJeTKaX KOHKDETHHX HHAMBHAYYMOB (OAHAKO 3TO — OPEAMET ca-
MOCTOSATENBHOrO aHAJUTHYIECKOTO 0630pa).

Haxkonen, peassHa onenka OOLIEro COCTOSIHHS FEHOMa IO YPOBHIO
Gose3HeHHOCTH (XOTSl 37ecb HeOOXOAHMO YCTPaHATh HAKJAaAKH UYHCTO
BHEIIHHX BO3JeHCTBHIl, 4TO Bcerga CJOXKHO ¥ Tpebyer 00sI3aTeNbHOrO
060CHOBaHHUSA).

Takum 06pa3oM, 3a 3TaJOH MOXKHO NPHHHMATh Takol AHAaNas3oH u3Me-
HeHHH mocJeJoBaTeNbHOCTEH KAXKAOrO KOHKPETHOTO TeHa, KOTODPHIH He TIpH-
BOMMT K DPETHCTPHPYEMOMY CYIIECTBYIOIIHMH METOAAMH CHHXKeHHIO (YHK-
LHH M He BJHsSeT ‘Ha (eHOTHN B LesJOM (B IJaHe yXYAIIEHUS 3R0POBLs).
B TakoM BHAe H3MeHEHHWS I'eHOMa Y3Ke MOTU'YT aHaJH3MPOBATBCS IO OTAE]L-
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HHIM XOPDOULIO M3YYEHHBIM MapxepaMm M (EHOTHNY B IeJOM Kak HETerpaib-
HOMY NOKa3aTeJl0 COCTOSHHUS TeHoMa. :

Caenywouuii BOnmpoc, KOTOPBIH Haxo YTOUHHTh,— 3TO 00/1aCThb HCCHAE-
JOBAaHHA, T. €. JQHAaNda30H H3MEHEHHH, B Ipelesax KOTOPOTO HAJO BECTH
anagus. B obued opme on pewiaercs OTHOCHTEJIbHO NPOCTO: HEOOXOAHMO
AaThb OLEHKY COCTOSSHUS COBOKYITHOCTH TE€HOMAa BCEH NONYJSUHH BO BCCM
KHana3oHe MEXAy TEOPeTHUeCKH KpaiHumu 3HaueHusmu. Ocraercs onpe-
JeNUTh 3TH Kpaliue 3HadeHUs. B HaeasbHOM BapHaHTe — 3TO MONMYJSILHS,
y BCCX YJIEHOB KOTOPOH IreHOM COBepIIEHEH, B HeM HET M3MeHCHMH, BBIXOAs-
WHX 3a AHanason Hopmbl. Takoit monyJastuuu 6Bl 6Bl NPHCYLL H TEOPETH-
yecKH NpelenbHLIH BapHaHT COBOKYNHOro (peHoTHMAa: 3a HCKJIOYEeHHEeM He-
CYaCTHBLIX CJy4YaeB, BCe OCTaJbHLIe peasIH3yIOT MAakKCHMaJbHYIO, T. €. BHAO-
BYIO NPOAOIKHTENBHOCTh KH3HH, a caMa CMEepPTHOCTb NpHobperaer npsMo-
YyroaLHblfi Xapakrep. B KH3HH TAKOro, K COXKAaJIeHHIO HET, TeHOMBl y JI04eH
He Te, HO TEOpeTHYECKH 3TOT mnpedes Oaarogapss paboTraM FepOHTOJOrOB
MOHSATEH.

Ha apyrom noJioce JeWT HHas KPpalHOCTh — BBIMHpaHUe TOMYJSALHH
BCJCACTBHE BHIpOXKAeHHA. KpoMe HeKHX 06IIHX coobpa’keHHH, COrIacHO KO-
TOPBLIM BBIPOXXJAE€HHE NPHUBOAWT K BBIMMHDAHHIO, a IOCJe BbIMHDAHHS NOMy-
JSIUHS NepecTaeT CYWIeCTBOBATb, 3[ech HHKakKHX OoJlee JeTaJbHBIX Ipef-
cTaBacHull moka Her. Ilonpo6yem ke pa3obpaTeCs, UTO Takoe BBIPOXKIAEHHUE.
[Tock0AbKY OHO CBSI3AHO ¢ HapPYLIEHHSIMH TEHETHUECKOro almnapara, mpej-
CTaBJIeHHs O BBIPOXKJEHHH COOTBETCTBYIOT TAKOBBIM O MYTalHsX, HX Ha-
KOMjleHun ¥ (eHOTHOHYECKOM mnposiBIeHHH. B Kjaccmyeckom BapuaHTe Ha-
CJIeICTBEHHBIE BO/e3HH — 3TO (DEHOTHIIHUecKOe MPOSBJieHHe MYTalHi, a my-
TalUHi — H3MelCHUS T'€HOMa, NMPUBOJAALINC K YETKO PErHCTPHPYEMBIM 1aTo-
aorusm. OcTanbHble e OTKJIOHEHHS B reloMe NPHHUMAIOTCA 34 €CTeCcTBEH-
HYIO reTepOreHHOCTb MOMYJALHH, T. €. (PaKTHUSCKH 32 HeKHH AHANAa30H HOP-
mbl. 13 3TOrO BLITEKAeT, UTO BBIPOMKAEHHE HOJKHO CONPOBONKAATBbCS HApa-
CTAIOLIHM yBeJHYEHHEM KOJHYECTBA KJIACCHYECKHX HacJeJCTBEHHBIX 6oJe3-
Heill 1 3aKOHUYHTBLCSI COCTOSIHHEM MOMYJISILHH, IIPH KOTOPOM HEMYTHPOBABIUAS
yacTh hepellia B NMOCTPENPOAYKUHOHHBIH MepuoA. A Te, KOTO OHH NPOH3BE-
JH Ha CBET, IPaKTHYECKH Bce HeCyT JUOO AOMHHAHTHBIE MyTaUMH, 00YyCAOB-
JIUBAIOHIC HacJcACTBeHHBle 00J1e3HH, JUOO TOMO3HTOTHBI MO PELEeCCHBHBIM
MYTalWsgM, MPUBOASIIIAM K TaKUM XKe SpKHM (PeHOTHMHUYecKUM 3(pdCKTaMm.
Obuias ke NOPa)KEHHOCTb MeHOMOB TaKOBa, YTO NOTOMCTBO MX ofJajare-
Jaeft (ecan oHo Boo6llue OKaXKETCHd BO3MOXKHHIM) OyaeT HecTH ONATL JH60
HAOMUINAHTHLIC  CHJBHbBIC MYTAIHH, .HHGO OKaxeTCcd TOMO3UTOTHBIM 110
CHJWNBIM  PEIleCCHBHBIM MYyTalusiM (NMycTh JazKe MU HHBIM, YeM OJHH U3
poauTesed). '

[Toao6HBIH  aMOKaJHNTHYECKHH BapHaHT NPOTHBOPEUHT PpeaJsibHO Ha-
faonacMoil KapTHHE, NPH KOTODOH He perucTpHpyeTcs Hapacramlluec yBe-
JHUeHMe JKHBOPOKAEHHBIX € KJaCCHUECKHMH HACJAeACTBEHHBIMU OOJEC3HSIMH,
a Tau, rie pocT OTMedawT, oOBIYHO HeT JUVIHTEJbHBIX KOPPEKTHHIX HalJalo-
IICHKI, TO3BOJAIOUIMX YTBEPKAATh, UTO 3TO CJACACTBHE POCTA MyTAUMH, a
e yavulllgBiIeficss AWarHocTHKY. Jla u B oKpyxaiollefl NPHpoLe BBHIPOXK-
jgenre (TakoTo »Ke THMa, eCTeCTBEHHO) He perdcypupyercs. CylefoBaTC/b-
HO, HHKAKOT'O BBIPOXKJAEHHA HC TOJBKO HCT Ccﬁqac, HO OHO M paHee HC Ha-
faoaanoch. TakoBB DpelcTaBJeHHs o He0JaronpHATHOH KPaHHOCTH, co- -
raacHO KJAaCCHUYCCKHM B033PEHH${M, H OUEHKAd Ha HX OCHOBE HpOHIJIOI‘O H
HacTosicro. B Biage HeKoH aOcTpakKuUUW BBHIpOXKAeHHe AonyckaeTcs. Ho 3To
TOJMILKO KaK MOCACACTBHE rao6anbHOH siepHON KaTacTpodbl AU HHOTO [JO-
6aa5HOTO KAaTacTPOPUUECKOr0 YMONOMELIATEAbCTBA, CIOCOGHOTO NIPHBECTH K
rao6aabHoil cynmepkartacrpode. Torna yk u redHodoHay nocraHercs. A BO
BCeX HIBIX CJAYYasX ol CKOMIEHCHpYyeT, cBaslaHCHPYeT, cpenapupyer u T. A.
oKpyalouine Ge306pasus (¢ KOTOPBIMH BCe PaBHO H, KOHEUHO ke, Heob-
xomMo BopoThes). M BLHIpOX,1€HHE mpebpaillaeTcs B CTOJb Xe abCTpakT-
HYI0O KpafHOCTb, KaK 4 COBEpILIEHHO HEMmOBpeXAeHHbie TEHOMEI YJEeHOB
TIONVASIIHH.

ITocMoTpuM Temepb, Kak 6yAer BLINIALETb BBHIPOXKIAEHHE NPH coueTa-
HUH, KaK 3TO HMEeT MeCTO B peasbHOH KH3HH, CHJABHBIX H CJa6EIX MyTa-
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uuit. He 6yaeM moka aHa/nH3upOBaTh YCJAOBHS, MPUBOASIIKE K AerpafaiHi,
a4 NPeANOJOXKHM, 4T0 OHH HMeWTcsA. Torna nmpoH3oKAeT HAKONJEHHE MyTa-
UUHA KaK CHJAbHBIX, TakK M ¢aabbx. Caabbix MyTaluil, Kak yxe 0TMe4aJoch,
0 NOPSAKY BEJHYMHEL NOJXKHO OBITh NPHMEPHO B CTO pa3 OoJbllie, yeM
CHJbHBIX. DTO MO YCJAOBMAM BO3HHKHOBEHMS. A 1Mo yCJAOBHSIM HaKONJIEHHS
cjafble MYTAaOHH MMEIOT ellle M CyllecTBeHHble NMPEHMYLIeCTBa, TaK Kak Ha-
MHOTO XYyXe€ OT(QHJbTPOBLIBAIOTCH M JydYllle COXPAHSIOTCsS (Bblllle 3TO YXKeE
YHIOMHHAJOCD) .

ITosromy Aerpamanus paxke TeOpeTHUeCKH HE MOXKeET HATH Tak, Kak
3TO BbIT€KAaeT H3 KJACCHUYCCKHX mnpeictaBieHHH. POCT CHJAbHBIX MyTallUH
(1 Kak cJeACTBHE — KJAaCCHYECKMX HacJeACTBeHHBIX Gosesuci) Oyaer He
CTOJIb MHTEHCHBHHIM, K4K MOXHO OXKHA2Tb, a NIPH ONPEAEJCHHBIX YCJOBH-
X, OMMCAHHBIX BHILIE, TAKOTO pPOCTa BooGLie MoOXKeT M He OBITL. A BOT Ha-
KoIJecHHe caabpix MyTalu#i npoucxogutb Oyxer. Ho ¢eHoTHnuueckn OHH
peaausywTcss Kak obimas GOJIe3HEHHOCTb HaceJeHHs, CyXKeHHC AHana3oHa
BHEIIHUX YCJIOBHMH, B KOTODBIX BO3MOXKEHN alAanTUBHBIH orBeT 0es nepeXxoia
K NaTOJOTHH ¥ YBEJHUYEHHIO OOILEeH CMEpPTHOCTH, HENPOXOXAeHHe PenpoAyK-
oMl Oe3 MCKYCCTBEHHBIX BO3AEHCTBHH (TeX CaMBIX «PEeNpOAYKTHBHBIX TCX-
HOJIOPHH»), a 3aTeM YyiKe HENPOXOKAEHHEe PDeNpOAYKUHH AaCe M C KX KO-
MOIILIO M T. A. B Takom KOHTeKCTe BLIpOXKAeHue Oyaer 03HadaTh, Uto 10-
SABUBIUHECS HOBBIE YJeHBl NONMYJASUMM B CUJY CBOHX OHONOrHYECKHX OCO-
GenniocTell TakXKe He CMOTYT CYLLeCTBOBAaTh, HO He CMOT'YT He B pC3yaLTaTe
NMPHHUMITAAJbHO HECOBMECTHMbBIX € XKH3HbIO MYTalUMH, a B peatbHBIX YCJI0-
BUSIX OBITHS BCJEACTBHE TAKOH xuJocTH eHoTHna (mo mokaszareasm obuichH
60/1e3HEHHOCTH), AJSI KOTOPOTO YKE M NPOCTO XODPOLUHe YCJOBHA HeJocTa-
TOYHB, A Te, KTO MOXeT CYLIeCTBOBAaTh, yiKe He cNOCOOHBl K PENPOAYKUHH
Jaxe NPH NOMOUIM paszpabOTaHHBIX K O5TOMY BPEMEHH pPEMNPOAYKTHBHBIX
TeXHOJIOTHH.

Ho 310 — KOHeuHasi, TepMHHaAbHas cTafus jgerpafanuu. o Hee monmy-
JSI¥A Kak-1o gosxHa gofitn. Kax? Hexoaa ns ofmux coobpakCHHH, oue-
BH/JHO, CYLIECTBYET ONpeJeseHHBI CKPBITHI Nepuoa HAKOMJIeHHsT MyTaluil.
ITpu Hem HakonJehHHe MyTalHH (eile pa3 OTMETHM — B OCHOBHOM CJa0bIX)
¢enorunnuecky 6o Boobmie He 6yaeT sameTHO, Au60 OGyAeT KOMIICHCH-
poBaTbCA yayylleHHeMm OBITa, MeAWUHHB, nutaHusg u T. a. Ckoanxo Oyaer
JJATBCS CKPBITHIH NEproj — OAHO NOKOJICHHE, AeCsTh, CTO,— 3aBHCHT B KO-
HEUIOM HTOTe OT BHEIUHel MYTalMOHHOH Harpy3kH M 3ddekTuBHoCcTH QUILT-
pos. 3areM npojoJKalolleecss HAKONJIEHHe MYTalUMH HAayHeT NMPHBOANTL X
theHoTHNIHYECKYM MNPOSIBAEHUAM, KOTOpBle OYAyT 3KCTPAaNOJHPOBATLCA lia
BCIo monyJsipHio. Ha ypoBHe nonynsiuuu OHM 6YAYT HOCHTL XapaxTep nep-
BBIX IIPH3HAKOB pocTa OoJsie3sHCHHOCTH (Aaxe npH xopollem ObiTe M pas-
BUTOH MeJAHIIHHE) M CYXEeHHS TOr0 AHana3oHa BHEIIHHX YCJAOBHH, K KOTO-
pHIM BOBMOXKHA HopMmaJbHas ajganrtauusi. [To anajioruu c 607€3HbIO, TaKoH
nepuoj HecmelnM(pHUecKHX K ellie cJalbbix B Macmrabax NONYJSUMH OTKJIO-
HeHHI OT paHee HAOJIOZABIUErOCH MOXKeT OBITh Ha3Bal NPOApPOMaJLHOH
craguei (sTamom) BhipoxAaenus. Ilpu najbHeflleM HapacTaHWH MyTalH-
OHHOTO Tpy3a JHOJKHA HAacTYyNHTh ocTpast daza BEIPOXKIAEHHS, BO BPEMsl KO-
TOPOH CTEMEHb NOBPEXAEHHOCTH FeHO(OHAA yiKe Takas, uTo OOJE3HEHIIOCTh
NPHHUMAET MAacCOBBIH XapaKTep U OXBaTbiBaeT BCe BO3PACTHBIC KATETOPHH,
NPOHCXOASIT SBHO 3aMeTHble pOCT Ofllleil CMEPTHOCTH M CHHXKEHHe DOXK-
AaCMOCTH.

Bce 3To BejeT K NPEBBINEHHIO CMEPTHOCTH Haja poxkaaemocti o (B
OTCYTCTBHE BOHH, roJofa, CTHXHHHBEIX GeAcTBHH) M HauWBaeTcs (QH3HUeCKoe
HCUEe3HOBEHUE MOMYJSIINH.

HaxkoHen, mpu RasbHelilleM pasBHTHH @pollecca HaCTymaer ero Tep-
MUHaJ/JbHas CTaAus, XapaKTepHble NpPOSBJEHHS KOTOPOH OMHCAHbl BLIILE.
ITpu rtako# eHOMEHOJNIOrHH BBIPOXKAEHHS NpUBEJEHHble paHee HaHHLIE INO-
Ka3blBalOT, 4TO HaceJeHHe YKpawHbl B Ledom B 50—60-e roaml npouwio
CKPHITBIH MepHoA (XOoTs HayaJcss oH paMbure), B 70—80-e — npojapomaisb-
HBEIH # ¢ koHHa 80-x rofioB BoLwio B octpyto dasy. Ho 310 — B nesom. A ue-
Jloe HMeeT CBOH cocTaBasiowiue, ¥ nmpu meTanbHOM aHaJH3e KapTHHa oOKa-
JKeTCsl HAaMHOTO CJIOXKHEe.
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Hukakoit npouecc B nonyJaduun Boofiue, a TeM 6ojee B CTOIb OOJMBIIOIH
M CTOJIb TeTePOreHHOH Mo YCJAOBHAM CYLIECTBOBAHHS B DPa3HbIX ee PETHOHAX
H MO THHYECKMM COCTABJSIOIINM, KaK Hace/eHHe YKDaWHb, He HAET H He
MOXKeT WATH paBHOMepPHO. [1o KaKWM-TO NMOKa3aTeasTM NPOUECC MOXeT OT-
PaxaTb CPEAHIOI BeJHYHHY [Js NMONyJdunH B uejgoM. Ho mo apyram — oH
6yner nrorekath OBICTpee HJH, Hao6opOT, MeasteHHee. M 3aecs Heobxoau-
MO" BBECTH ellle OZHO MOHATHE — «AHpPepeHUHaNbHOEe BLIPOKACHUEY.

Kak yxe 0TMeua/och, 10 Pa3HbBIM NPUYHHAM HE BCE KMBOPOXKIEHHBIE
OCTaRJAKT NOTOMCTBO. B pesysnbTare HX reHOMBl 3JMMHHHPYIOT U3 [ONY-
aaupn OnHAKO HN TAKOM HMHAMBHAYAJbHOM YDOBHE 3JHMHHALHIO TeHOMOB
He OTHOCSAT K KaTEerOopHH «BBipOKAeHHe». B TO ke BpeMs HHAMBHAyaJbHas
SAUMHHALUS TeHoMa — 3TO Npsmoe cJaeAcTBHe QYHKUMOHHDOBAHHUS (UILT-
poB. XoTs OHO AZJieKO He BCErja O4YeBHAHO B CBeTe CYLUECTBYIOLIMX TIpeA-
cTaBaenuil. 3a UCKAIOUEHHEM KpaHHUX MPOSIBJAEHHH, MOCTHATANbHBIN DHALTP
GYHKUHOHHPYET «i10 TEHETHUECKUM MOKA3aTeNsIM», KOTOPble MOryT 06ycJa0B-
auBath Jl06ble BU3NUECKHe HIH NCHUXHUECKHE NMPOSBAEHHS, HO Pe3yabTaToM
ABJISIETCA MCUE3HOBEHHE KOHKPETHOTO IeHOMa. A caMo HCUe3HOBeHHe pea-
JH3yeTcst no GEeHOTUNY, 3TUM XK€ TEeHOMOM ONMpeleieMOMY.

CaeavIOLUM reHETHIECKHM YPOBHEM sBJAsleTcs ceMbsl. B KaxIwlft naH-
"HBIIT MOMEHT MOJKHO ONPCACJHTh PCNPOAYUHPYIOIIHE Aaphl ¥ NPOCJedUThH
cyALOY X MOTOMKOB. B psie cayuyaeB okaXkercs, 4YTO BCAeACTBHE PYyHKUHO-
HUPOBAHHA (PUABTPOB POX HEKOTOPHIX CeMell MOJHOCThIO TpekpaTtuTes. Mx
reHOMBl 3JHUMHHHDPYIOT H3 nonyasuuud. Pox xe Apyrux cemefr Gyacr npo-
nomkarhes. OaHako B cjaydyae 3JUMHHaUMH FEeHOMOB ONpeleseHHBIX ceMmel
B GOJLUIMHCTBE CJAYUYaeB CYHTAIOT HENPaBOMEDHBIM TOBODHThL 00 HX BLIDOXK-
zenun. s cemeit (3a penvafluuM HCKJIIOUeHHeM HHOPHAMHTA) B KaXKAOM
MOKOJEeHNH WAeT reHeTHUeckoe padfasnieHue. M ecau 3JWMHHHDYeET IeHO-
o cevbl, To BMecTe ¢ HUM (B TOi YacTH, KOTOpas BAMJIACH M3BHE) 3JH-
MHHHUDVIOT H 4acT¥ reHooHNOB ApPYrux ceMeil. [J03TOMY HCUE3HOBEHUe PO-
Ja H2HIHOH CeMbH MOMKHO paccMaTpHBaTh KaK AHMHHALHIO MHKDOHONYJs-
UMK, B KOTOPYIO BOBJIEUEHBl T€HOMBI NMPSMBIX JIIOTOMKOB A2HHOH mapel po-
aATeqacH BMecTC ¢ pa30aBJSBUIMMK HX TEHOMAaMM JADYTHX 4YJeHOB ToH cyb-
MOMy.IS1HH, B KOTOPYIO BXOIHJIA JaHHAsA CeMbA.

3nech MOJKHO OXUIATH BO3PAXKEHHH NMPOTHB NPEACTABIEHHUS O TOM, UTO
npekpalicHlie pPOA& CEeMbH, OTC/AEIKEHHOH B HECKOJbKHX [OKOJEHUSX, fB-
JIsIeTCs AKTOM TeHEeTHYeCKOH Jerpajlallid COBOKYIHOCTH ONpeiesIeHHLIX Te-
HOMOB. T'7i2BHLIM 13 HHX OyRer TO, YTO NPH MNOJOBHBIX OTCJAEKHBAHHAX
NPaKTHUECKY HHKOTAa HeT HaHHBIX 06 OOlIeNpH3HAHHLIX B KayecTBe IpPH-
YUH BBIPOIKACHHS HAapyIUeHHsx reHoMa. HacTo u mo (eHOTHIaM npeiacTa-
BUTEJN HCUE3HYBILEro poja KaKyrcs 0e3yKOPH3HEHHO 3AODOBBIMH. A ec/iH
paccuuTaTh CTATHCTHYECKH, TO Bpolde 6b Tak ¥ BooOue AOJKHO OBITh: KTO-TO
JIMHHHDYET, KTO-TO MpoxoJaxaer cBolt pox. M Bce, Takum obpasom, cBo-
JIUTCS K CCTeCTBeHHBIM GUYKTyauusMm. Burasaut 1o ouenb ybeanutennHo.
Ho pas6enem Bce no saeMmeHnTaM. HauyHeMm ¢ ecTecTBeHHBIX dayxTyauuil,
DAYKTYAUHH, KOHEUHO €CTh, HU UTO UX BBI3BIBaeT, H YTO TaKOC «eCTCCTBEH-
HBle»? JIIoan He MOJEKYJbl, KOTOpble ABHTAIOTCS XaOTHUECKH H SBJSIOTCS,
CJeN0BaTeNhbHO, YAOOHBIM MaTepHaJJoM AJS CTAaTHCTHYECKOro aHaJ/Hu3a, oc-
HOBaHHOIO Ha 3JeMEHTAapHBIX cayyafHbIX cobbituax. M 1o, yto yenoBcue-
CKYIO MONYJSILHIO MOXHO B KaKOM-TO NpHOJIMXKEHHH OMHCATh CTAaTHCTHYE-
CKH 1O TeM HJM HHBIM MMOKa3aTeassM B LeJOM, BOOOIle HHYOTO He IOBOPUT
0 NMOBeleHHH KOHKDeTHHIX qoneH. M mouemy oaHa ceMbs NMpeKpaTtuiaa CBOE
CylleCTBOBaHHE, a4 BTOpas HeT — BCerja HMeeT COBEDIIEHHO KOHKPEeTHHe
NPHUYMHBL, NPUHUHIKHAJIBHO OT/JIHUHbIE OT YHCTO BEPOATHOCTHHIX B HX IOHMU-
MaHUH cTaTHcTHKOH. KoHeuHo, Bce HEBO3MOXKHO CBOAMTL B UHCTOM BHAe M
K redoMaM. Ho ecnyu dyesnoBek, Kak, BOpodeM, H Jw0ooe Apyroe CyllecTBo,
"IpencTaBnser cobol peasU3alMIO ero reHoMa (BKJIKYAd U MHANMA30HBI H3-
MeHeHHs GEeROTHIIA NOA BJAHAHHEM BHELIHHX YCJOBHH), TO cOpacHiBaTb 3TOT
CaMBIl TEHOM CO CYETOB H CBOAHTBH BCe K CJAYHal0, COYETAHHIO BHEIUHHX yC-
JOBHH W T. J. BBe CBA3W C TeHOMOM HEBO3MOXHO. B KOHIe KOHIOB, B 3IH-
JEeMHIO KTO-TO 6oJieeT, a KTO-TO — HeT, XOTA BO3OyauTe s JoGHpaeTcs U 1o
TOTO, KTO 3abojes, H A0 TOTO, KTo He 3abosnen. B Taxesnofl cuTyauuu oauH
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Oyner 60poThCcst KO KOHWA, a Apyrofi mokoHuuT ¢ coboit. IIpu noxape oAuH
BHINIDLITHET C TPETbEro 3Taxka H, OTAeliaBIINCh yluMbOamH, HAyHeT CnacaTh
JOM W ceMblo, a Apyroff o1 ctpaxa 3abbercss moi kpoBaTh M cropuT. OaHa
CceMbsl, ¥ KOTOPOK «BCe €CTb», NMPEKPAaTHT CBOH poA, a Apyras U OeACTBYET
1 CO BCEMH OMACHOCTSIMU CTAJIKHBaeTcs, HO pacTteT ee poA u T. 4. U Tak —
B GosbluvHCTBe cjaydaeB, XOTsS H cJaydaliHocTell B HX UHCTOM BHAE TOXe
XBaTaeT — OT B3pbiBa norubJau JIOOH, cAyyadHO OKa3aBuUIHeCs pPAJOM C
HUM, CaMoJIeT ymaJ Ha JOM U NOXOPOHHJ LYK ceMblo H T. A. [loka Her
METOIOB, MO3BOJISIOIIHX OUPEASJHTb, Ile YUCTHIA CJAydal, rae He UYHCTHIH,
a TAe TOJAbKO NpOsSIBJeHHe OCOOEHHOCTEH reHoMa, peaJsd3alusl ero Kakof-To
Aeexktnoctu. Ho 1o, uro B 3HauuTeAbHOH Mepe cyldbba uesoBeKa — B €ro
TeHOMe, yXKe He MOXKeT BBI3bIBATb COMHEHHI.

IlosTOMy NpHuUMHaMy HpeKpalleHust poAa B KpaHHRX BapHaHTaxX MOXKET
6bITb Ha OZHOM IIOJIOCE YKCTas CAy4YalHOCTb, a Ha APYrOM — MOJHOCTHIO
reHeTHUYECKH AETEPMHHHPOBaHHOE BHIpOXKJAeHHe, B mopaBafoleM e (0Jb-
IIHHCTBE CJay4YaeB HMeloT MecTo 06a daktopa. M Ha BCe 3TO HaKJAaABBALTCH

. ellle TeHeTHYeCKoe pa3BaBJeHHe: CeMbS-TO pacTeT He cama no cebe — napt-
HepaMy ce UYJeHOB ABJASIOTCH uJeHb Apyrux ceMmeil. Ho oueHb 4acto B CHAY
YCJAOBHH KH3HW, COUMAJJbRO# CHCTeMbl, TPaAHUKMH ¥ T. J. CKJAaABIBAIOTCH
OTHOCHTENbHO TEHEeTHWeCKH 32MKHYTHEe MHKPOMONYJISUHH — OTAE/bHOE Ce-
710, pafioH TOpORa BO3Jie MpPEANpHATHS, oyar OJHOTO 3THOCA (PEeHeTHUYECKH
H30JUPOBAHHOTO BCJeACTBHe OCOOEHHOCTed TpaZuLUA) cpeldd KOPECHHOTO
oBHTAHUSA WHOrO 3THOCA W T. X. B TakKHX MHKPONONYJASLUSX HHOe 3HaueHHe
HMeeT W BKJAX IeHETHUeCKOl COCTaBasOmWel B Mpouecchl sauMuHauuu, On-
peaessomedt Npu 3TOM MOXKET GBITh IMHMHUHALHS, TeHETHUECKH AeTCPMHIHH-
poBaHHasl, B TOM 4YHCJe U NOA XellcTBHeM BHEIIHWX YCJA0BHA. BHeuinue yc-
JIOBHS, ¢ ORHOH CTOPOHEI, BJHSIOT Ha FeHODOHA HenocpeAcTBEHHO, MeHSR
€ro K XyIAlleMy 3a CYeT BO3HUKHOBeHHss myTauuit. Ho ¢ apyroit croponml,
HU3MeHsIsT TEHOMBl M, TakuM o6pa3zoM, omocpedysick B TeHotOHAE, BHEILIHHE
ycaoBHss 6yAYyT OKa3biBaTh BJIHSHHE Ha MHUKPONONYJSALHIO M 4epe3 (PeHO-
TUNB (peasu3yeMble TeHOMaMHu 3Toro redHodoHaa) useHoB coobmecTBa.
W torpa reHeTHYeckass COCTABJSIOLAsT JUMHRAUNH, T. €. MOJHOTO BbLIPOXK-
JleHKs, B BHAe Ipekpalllerust pofa {Kak AJsd OTAEJbHBIX CeMell MHKPOIO-
nyJasiiHd, TaK ¥ caMoil MUKPOMOMYJ/ISILHK B LEJOM) CTAHOBHUTCS 3HaUHTE/b-
HOHl W mpi onpedeseHHBIX YCJAOBHSAX pellatollieil.

B koHue KOHUOB, laxke B CHAY TOJNbKO JOTHYECKHX IpEACTaBAeHHH
JOJI’KHA CYLIEeCTBOBATh CHMMETPHR TOHATHH. W ccam nmpHHATO NOHATHE
«auddepeHInaNbHas MIOCIOBHTOCTbY, @ OHO CErOAHS HH Y KOTO HE BHI3BIBACT
COMHEHH#, TO HEBO3MOMKHO OTPULATb ¥ TOHATHe «AH(DbDepeHUHanbHoe BHI-
poxaeHue» (KOTOpoe NIDH PacCMOTPEHHH ero 4Yucro (beHOTHNHUecKy, 63
aHa/s¥3a MeXaHWU3MOB, BRITASAUT Kak «HuddepeHlHasbHast MHMHHALHNAY ).

D10 0CcOGeHHO HAlVSAHO NPOSIBASETCS HA NONYJISUHH ¢ NOCTOSHHOH
uucseHHoCThIO, TTOCKOMbKY HJsT Hee BO3MOXKHO (Mo onpele/eHHio — «IocTo-
sIHHasi YHCJEeHHOCTbY) TOJbKO NepepacnpefeneHne TeHOQOHAOB MHKPOMNO-
nyasguui, To Haanyge AHpdepeHUHaNbHod NJOAOBUTOCTH He OCTaBJsieT HH-
Yero WHOTrO, KpoMe npusHanus auddepeHunaspbHoll anuMuHauun. HHaue
NpOCTO KOHUBI ¢ KOoHLaMH He cofiayrcs. M sT1o jgaxe yxe He mporHo3, a
MOBCeNHeBHAasl peasbHOCTb. B TO Ke BpeMs KOHUeNnuus reHodoHna tuenose-
YeCcKOH TMONVAAUKH TpeSyeT COXpaHEHHS] WHIWBHAYAJbHBIX TeHO(MOHAOB
(ceMbH, MUKPONONYJSUWUH, 3THOCA), KOTOpoe (COXpaHeHHe) HHaue Kak B
MOKOJeHHAX pealin3oBato OBITH He moxeT. Ceroaus sto HeBo3moxkHo. Ho
Heo6XoAHMO XOTHt OB NOHATH, YTO CJAeXYeT CAeJaTb AJf 3Toro B GyaylieM.
OrreT MoXeT 6bITb AaH Ha OCHOBe aHanu3a I[PHYMH, JIeXKallHX B OCHOBE
BHIPOXKACHUS. Bhillle Takofl aHanu3 6ulj npoBefeH. IlepBoe (M coBeplUeHHO
QUEBYWAHOE) U3 TOTO, UTO HAAC CHEJATh, CBA3aHO ¢ O3J0POBJIEHHEM 3KOJO-
rud, 6nITa, SKOHOMUKHM, 06lllero YpOBHs XHM3HH. Takoe 0310pOBJEHHe CHa-
uaja OPEeKPATUT POCT, a 3aTe€M CHH3UT OOMIYI0 MYTaUMOHHYK HArpysky Ha
renodona. Crenyoluii war MeHee OYEBHMAEH, HO He MeHee BaxeH. Jlas
KaX/JOTO Ye/JOBEKAa, CeMbH, MUKPOMONYJISUUM HMEITCS CBOH 0COOEHHOCTH
B clekTpe MyTauuit (B OCHOBHOM cJalbiX) W COOTBETCTBEHHO CBOE MVTa-
LUHOHHOe BocnpustHe (akTopoB okpyxeHus. CiefoBaTe/bHO, AOMKHO OBITH
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HHAUBHAYaNbHOE TEeCTHPDOBAHHEe W HHAMBHAYAJbHbIE PEXHMB MaKCHMAaJb-
HOrO TpPeAOTBpallleHHs pocTa MYTaUKHOHHOTO rpy3a. Ho cambiM BasKHBIM
KOMIIJIEKCOM Mep IO BBEIXOAY H3 COCTOSHHS MYTAaUHOHHOIO CaMOpasroHa B
6yayuleM sIBATCS CIeUHaJbHBle TEXHOJOTHH HO BLIUHCTKE MONYJSILHH OT
MyTanui. Bes HUX TepMHHANbHAS CTaAHs BBIPOMKAEHUS HJsi MHOTHX DErHo-
HOB OKarKeTcd JHIIb AeJOM BpeMeHM (H BecbMa HegaJsekoro). Takas BH-
YHCTKa HEBO3MOXHA 3a CYeT NMOCTHATAJbHOr0 (GHIALTPOBAHHA B CHJY NPHH-
LNHNHaAbLHOrO NPOTHBOPEUHS U IYMaHH3My, U caMOH KOHUEMUUH rexodoHAa
4e/0BeueCKUX NONYJAsSuNi (CoXxpaHeHHe H3OPAHHBIX reHO(OHLOB H 3IJIHMH-
HalHusg HOCHTeJeH OCTaJbHBIX He MOMKET jlaKe pPacCMaTpUBATBLCH, XOTS HMEH-
HO OHA CeroAHsl NMPaKTHYECKH ONpenessieT CTPYKTYpPY AeMorpauyecknx Ha-
McHeHu#l Ha niaHere).

Bynyumuwe texHoJMOrHd HAOAKHB OYAYT CTPOHUTBCA Ha HCIOJb30BaHUH
BO3MOXKHOCTEH npeHaTadbHoro ¢uabtpa. Ero norenuman orpomen. Tak, y
5-MeCAYHOro KEHCKOro IJ0Aa YHCJIO 3apOJBILIEBEIX KJAETOK COCTaBJaseT
npumepro 6,5-105. OByssguuu e pocruraior He Gosee 400 [71]. Ocrann-
HbIC THEHYT. DTO 3HAYUT, YTO IperaMeTHbll UABTP NPOXOAUT TOJIbKO Of-
Ha kjaeTka u3 16 250, 1. e. 0,06 %. [ToreHunansHaa 2OPeKTHBHOCTL GHIbLT-
poBaHHs 3zech cocTaBusier 99,994 %! Ckopee Bcero, rubenb GOJbIIMHCTBA
KJETOK HOCUT cayyafiHbii xapaktep. Ho ecawm a1y rubenn, manpumep, ny-
TeM peajH3alHH SKCIIPECCHH MYTAHTHBLIX IeHOB (0coGeHHO co caabbeiMH My-
TAUHSIMH) CACJAATHL He CaydadiHOH, TO peasu3alds NOTCHUHAJbHOH 3ddek-
THBHOCTH, cocraBasoman 99,994 %, ouennr GbicTpo (u abCOMOTHO TyMaH-
Ho!) BBIUKCTHJIA OBl DONYJSILMIO OT MyTauu#k. MoXHO AyMaTb, 4TO aHaJjoO-
TrHYHasi MOTEHUHaNbHAass BO3MOMKHOCTL (hHJABTPOBaHHSA HUMeeTcd K mpu dop-
MHPOBAHHH MYMKCKHX TeHepaTHBHBIX KJeTOK. [lanee HauWHaeT BBIYHCTKY
MyTaUKRi caeaylomee 3BeHO npeHarasdbHoro ¢uabrpa. M3 100 oByanpoBas-
HIMx sitiuekJaeTok He OGosiee 35 ROHAIIMBAKTCA N0 DPOXKICHHS [72]. Ecau
Tenepb y4ecTb H 3TQ 3BeHO, To ofiias nmoTeHUMaNbHas 3(HEeKTHBHOCTL Npe-
naransnoro ¢uasTpa cocrasut 99,998 %. B s3ToM mnJaHe mocTHaTaJbHEIN
QuILTP MOTEHUHAABHO Kylda MeHee 3pdekTuBeH (XOTS UMEHHO OH B OC-
HOBHOM ofecneuyBaJs A0 CHX TOp ycTpauewue caabeix myrtauui). Tak, cc-
JI¥ TPHHSITh, YTO CcpeAHssA ceMbs uMmeeT 10 neTeil, a nonynaslug crabusabHa,
TO JNBOEe H3 3THX AeTeli JaayT MOTOMCTBO, a4 BoceMb — HeT (B abCTpakTHO-
ycpeaHeHHoM BapHaHTe). M moteHunaneHas ab@exTHBHOCTL GUALTPOBAHHS
coctasut 80 Y. Hda eme B aHTUryManHOM BapuaHrte. [losTomy B 6yayuiem
aJbTE€DHATHBL NOBBLILIEHHIO 3((PCKTUBHOCTH mNpeHaTaJbHOro ¢pu/abtpa (Ka
BCEM €ro MpOTHXKeUHH) NPOCTO HeT.

Jlns YKpawHbl B NpPOTHO3 H3MeHeHHs TreHodOHZA HaceJeHHS NMpHHAAeT-
Cs 3aKJaajblBaTb W ApPYTHE NMapaMeTphl.

B MHorostHuuecko@l nOMyJsllud, K KOTOPOH OTHOCHTCS W HaceJeHHe
YKpauHbl, BO3IIHKaeT CJIOXHoe IMepenserenie AuddepeHInantbiEIX npotec-
COB B NOMYJISIIIHU, ONpefiesieMoe TeHeTHUECKH H OMOCPEAyeMOe Yepes BHElI-
HHE VCJIOBHS XH3KHH. DT0 M «rubJjble MecTa» B padoHax GoJblIOH XHMUH,
TSXKENOH MeTANAYPrHH B T. 4. DT0 ¥ AubdepeHuHabHasi MJIOAOBHTOCTL H
andodepeHnnasbHOe BBIpOKAEHHE. DTO U pa3Has CTENEeHb STHHYECKOH 3aMK-
HYTOCTH (T. €. CTCMEHb FeHeTHUYeCcKOH CaMOH3OJSALHH) U MHOroe Ipyroe.

[Toka HeT ZaHHBIX 0 AudepeHUHaNbHON 3JHMHHAUMU (BBIPOMKAEHHUH)
Ha ypOBHe ceMeH W MUKpononyJasinui. B syummx Tpamuupsix colHanHCcTH-
YeCKOro peaJusMa aHaJusupyercs oblias CMepPTHOCTb, ofllas 3a6oJeBae-
MOCTb, oBllast poxaaeMocTh. Bce 310 pa3buBaercs mo OTAeJbHHM Goses-
HSIM, KPYNHBIM pernoHam (ropogam). Ho HHKOrZa He MpPOCJEKHBAIOT CYAb-
6y cemeil, cyab0y UX BerBeH, XHUBYIIUX B pal3HbIX perHoHax, nuddepeHu-
aJbHyI0 SJAUMHHALHKIO YW IJONOBHTOCTb MO MUKPOMNOMYJASHUSIM, THOCAM.
A oT peanpHOCTH TakKHM OBOOIUEHHBIM NYyTEM YHTH HEBO3MOXHO. YKpau-
Ha — PEer’oH ¢ yXe ‘HauaBLIEHCS YMeHbIIATHCS o6liell YHCJIEHHOCTHIO Hace-
JeHust {(Haxe 3Tan paBHOBecHs MuHHOBaaH). M mo 3tomy dony nuddepeH-
{lHajbHas TJAOAOBHTOCTH (KOTOpasi peasbHO CYLIECTBYET) CTAHOBHTCS OI-
penensomel HapaBHe ¢ AuddepeHUHaNbHEM BHIPOXIEHHEM, YPOBEHb KO-
TOPOro elle NMPeACTOHT ycTaHOBHTb. M peanbHoe auddepeHunanbuoe pac-
npefeseHde MUKDONONYJSUHA U 3THOCOB II0 MECTaM <«THOJBIM® U He OUeHb
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cyumectByer toxe. [Ipn arom puddeperunanbHas sAMMUEAUMA B uenoM (a
JAJI MHOTHX PErHOHOB 3TO YKe BBIPOXKAEHHE, KOTOpOe HHMKaKo# TepMHHO-
JIOrHeH HEBO3MOYKHO 3aTylUleBaTh) B KOJAHUECTBEHHOM BBHIPaXe€HHH MepeKphl-
Baer auddepeHUUaNbHYIO NJIOAOBUTOCTh TOXE B UEJIOM — BE€Ab NONYJIALUS
ymenbmraerca! Tak KTo ke 3MMMHHHDYeT, ¢ KaKOH CKOPOCTHIO, OUEMY H K
KaKHM MOCJAeACTBHAM 3To npuBeler? Kro BesiefcTBue AuddepeHuHaIbHOM
TIJIOJOBUTOCTH 3aMeIlaeT TeX, KTO 3JAHMHHHPYET, ¢ KaKOH CKOPOCTLIO, IO-
YeMy H K KaKHUM IOCJIeICTBHAM 3To mpuBefeT? U wTo mpoHCXOomuT ¢ Hace-
JeHHeM YKDaHHBI, ecIH YYHTBIBATb He OOLLYIO CTATHCTHKY, a PeaJiHH, ¥ He
MOOAMHOYKE, a B HX B3aHMOZLeHCTBHH? M kak 2To OyaeT pasBHBATLCSI BO
BpeMeHH W NPOCTPaHCTBe, H K yeMy npusefer? K coxaseHuio, atu Bonpo-
CHl YK€ HeBO3MOMKHO OTHECTH K KaTerOpHU MpPOCTO «TpyAHBIX». OHM BO Brex
OTHOUIEHHUAX KpalHe COnmMaAbHO omacible. M ayulle 6 HX He 3aTpardBaTh
BooGue. Ho ot aToro mporexamoline Npolecch He ocraHOBATCA. OT KU3HU
MOXHO YHATH, TONBKO YHRS M3 XH3HU. Jlng oTAeNbHOro uyesnoBeka (H ero
6/IM3KHX) 3TO Tpareiusi. A 4To ecThb YXOA U3 XKH3HM DPOJA, MHKPOMNOMYJH-
1nHuH, 3THoca? W Kak 3To COOTHECTH ¢ FYMaHH3MOM, KOHIleNuue#d reHodoH-
Ra, mousaTHeM o Gyaymem u T. A.? Ilpuiigerca uccnenoBaTh Bce 3TH TPYA-
Hbe W oNlacHble NpobJeMB! W MCKaTb IYTH HX pewenns. Ho xpaTe yxe He-
BO3MOXKHO — aHaJ/M3 NOKa3biBaeT, YTO HaceJeHHe YKPaHWHBl B LE/JIOM Oe-
peilio B CTaJHI0 YCKOPEHHOTO BHIPOXKJAEHHA, H TOT 00l npouecc COCTO-
T H3 CJOXHOTO DepenseTeHHs NpoHeccoB AuddepeHIHaJbHBIX, AOTOJHH-
TeJbHO OTArOIIANOIIHX IIPOUCXOASIIEE,

Summary. The concept of genofond initially arose in connection with tasks of
selection in agriculture and foreseed preservation of rare and vanishing species as their
single representatives. In recent days the question of human genofond preservation arose.
However, the term of genofond concerning human has to have qualitatively another mea-
ning-totality of genomes of all humans but not those separate persons. This requires spe-
cial analysis and, as element of such general analysis, a prognosis of genofond state,
For evaluation of genofond state and for prognosis of its change it is necessary to for-
mulate suitable criteria. There three components of genofond state evaluation are formula-
ted: 1) demographycal; 2) ecological; 3) genetical.

In genetical component (genofond state per se) there three criteria are distinguished.
These criteria are subdivided in subcriteria,

1. Balance criterium of genetical component with variants:

1.1. Mutationally equilibrated genofond state;

1.2. Mutationally nonequilibrated genofond state (I.2.1. — nonequilibrated mutation-
accumulating state; 1.2.2.— nonequilibrated mutation-clearing state).

2. Mutational iceberg criterium, including:

2.1. The state of system, clearing genome from mutations;

2.2. The structure of mutational iceberg.

3. Criterium of mutational succeptibility:

3.1. The level of antimulational resistance;

3.2. The level of elevated mutational succeptibility;

3.3. The level of mutational self-start (self-moment}.

On the basis of offred construction it is performed the detailed analysis of Ukrainian
population genofond state and of prognosis of its development.

It is noted, that taking into account available (mostly indirect) data, anxious situ-
ation is forming and that the prognosis, as such, is giving no grounds for optimism.
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