O6unue penKkux MyTaU,VII\/'I B l'eHOC*)OH,D,e yenoeeyecTtBa Cyw,eCTBeHHO npesbillaeT COBpeMeHHble OLeHKU

Obwnue MyTaumin B nonynsaunsix noaein obbl4HO onpenensitoT Ha Hebonbwux Bolbopkax. AToT
NOAXO0A NPV U3BECTHBIX METOAAX NMPOYTEHNS HYKNEOTUOHbIX NOCNEeN0BaTENbHOCTAX BEAET K
pPe3KOoil He[OOLIEHKE YCNa Peaknx BapuaHToB annenein. Mexay Tem ux Aons CoctTaBnsieT He
MeHble 65-75% B 60MblwKMX BbiBOpKax.

Mpw cywecTBytOLEM TEMME POCTA HACENEHNS YACNO PEAKUX MyTauuii CTAHOBUTCS
4pEe3BblYaNHO BHYLWMTENbHBLIM U SIBHO HELOYYMTLIBAETCS NPW Pa3nyHbIX FnobanbHbIX
MeOMUMHCKMX NporHo3ax. Kpome Toro, HakonieHne MyTaLuunii Npy pocte HaceneHust o3HadvaeTt
yBen4YeHne MyTaLuMOHHON N3MEHYNBOCTU. A 3TO, KaK Mbl 3HAEM, SIBNISIETCS 3aN10roM BbICTPON
npucnocobnseMocT BUaa npu CTPECCOBOM M3MEHEHWMN YCTOBUIA.

AnoH KerHaH n 9Hgpto Knapk n3 KopHennosckoro yHusepcuteta (Mtaka, CLA) pewann
YaCTHYIO 3a4a4yy No reHeTUKe 0 YNCNe eANHUYHbIX U PeaKUX MyTaunii B YHeNoBEYECKOWn
nonynauuun. OHW yTBEPXAANN, YTO COBPEMEHHbIE METOAbI UCCNEA0BaHMS NPUBOLST K PE3KOWA
HeOoOoLEHKE 9TOM XapakTepUCTMKKN. B cBA3M ¢ aTMM OHKU npegnarann NoAcYMTaTh, CKONbKO
penkux MyTaunin HeceT COBPEMEHHOE YenoBe4vecTBO. C TOYKM 3pEeHUs CTaTUCTUKK, 3TO
O3HavyaeT NoHATb OOPMy U NokasaTenn 4YaCTOTHOro pacnpeneneHns (CnekTp) Mytauui B
reHogooHae.

OpHako aTa yacTHas 3ajiaya BbIBOAMT HAC K PELEeHU0 BaXXHENWNX BONPOCOB MO 9BONOLMN
yenoseka. MNpogonxaeTcs N1 3BONOLMS YenoBeka B HacTosiwee Bpema? Mo cunam nu
COBPEMEHHOI MeanLIMHE CNPaBUTbCS C HaKoMneHneM MyTaunii? Kak BnmsieT nepeHaceneHme
Ha aBoNoLMIO YenoBeka? Ha 3Ty BONpoCcbl HEBO3MOXHO OTBETUTb, UCXOLS U3 NMPOCTOM
NOTUKK, YTO Ha3blBaeTCsl, «Ha nanbuax». Hy>XHbl gpakTbl. 9TV hakTbl MOXHO HaTL B
npeacTaBneHHol paboTe.

Yucno nioperi Ha nnaHeTe HeyoepPXMO U CTPEMUTENIBHO pacTeT — 3TO 0OWEN3BECTHbIN U
TPEBOXHbI, HET, faxe nyrawowmii, akT. 10 Tbicsy neT Hasan YenoBe4YecTBO NCHNUCNANOCH
HECKObKMMY MUNNIMOHaMK, TENEepPb Xe Hac 0KOMo 7 MUNNapooB.
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PocT uncneHHoCTn HaceneHns HeoOHOPOAEH, B NocneaHue 2—3 TbiICA4M NeT, Kak NokasbiBaroT
neMorpagounyeckme PEKOHCTPYKLUNN, PEFUCTPUPYETCS €ro ycKopeHue. 9T1 NPoLeCcChl JONXKHbI
Tak UM nHavye otTpaxaTbCsa Ha cocTaBse reHodooHaa, No KpanHen Mmepe B reHopoHLEe OOXKHbI
HakannMBaTbCa HEMTPanbHble MyTauumn. TeopeTnyeckun, 4em ctaplle MyTaums, TEM Yalle oHa
BCTpeYaeTcs B NOMNynsunm, YeM oHa MoONoXe — TeM pexe. VIHbIMn cnoBamu, y cTapbix
MyTauuin 6biNo 4OCTATOYHO BPEMEHW, YTOObI YBENMYNTD YAaCcTOTY 3a CHET BEPOSTHOCTHOIO
aperidpa, a y Monoabix Takoi BO3MOXHOCTM He 6binio. Te MyTaumm, KOTopble BCTPeYatTcs ¢
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4acToTON 5% W Bbile, NOABUNNCH HECKONbKO AECATKOB ThiCAY NieT Ha3an, a Te, YTo
PEerncTpupytoTcs ¢ Yactotom MeHble 0,05%, BHeapununcb reHodoHa 2—3 ThiCA4YM NeT Hasaan.
B cBA3M C 9TUM CNEKTP YaCTOTbl MyTaUNA ABNSETCSA BAXHOW reHETUYECKOMN U
neMorpagun4eckorn xapakTepnuctmkon. 1o cnekTpy HemTpanbHblX MyTaLMin MOXHO
PEKOHCTPYMpPOBaTb AeMorpaduyeckyto nctoputo. Ho Tonbko B TOM cnyyae, eCnm 3ToT CrekTp
6onee NN MeEHee TOYHO BbISIBNEH U3 COBPEMEHHbBIX BbIGOPOK. [leno B TOM, 4TO HeBONbMe
BbIOOPKM COBEPLLEHHO HEAAEKBATHO OTPaXaroT YACNO PeAKMX 3NIEMEHTOB, B pe3ynbTarte
CNeKTp CUNbHO nckaxaetcs. MNoyemy Tak BbixoamT? MNoTOMYy 4TO 0ObIYHO peaKkue BapuaHTh
reHoB 0TOPaKkoBbIBAIOT, CHUTAS UX TEXHONIOTMYECKMMM N METOLANYECKMMM OlMbKaMm
npouyTeHns. B pe3ynbTtate 13 BbIGOpKY yaanseTcs 60NbWUHCTBO BAPMAHTOB FrEHOB, KOTOPbIE
BO3HWK/IN HEABHO, TO €CTb B nocnegHue 2—3 TbicA4mM net. A Bellb 3TO UMEHHO TOT Nepuos
4eNOBEYECKOW NCTOPUW, KOTAa POCT YACNEHHOCTM Obin cambiM BbICTPbLIM. TO eCTb 13
PaccMOTpPEHNS N3bIMAaeTCs BECbMa BHYWUNTENbHbIA 06 bEM peanbHOM MyTauNOHHOM
N3MeHYMBOCTM. [03TOMY XOpOoLWOo Obl NMOHATL, Kakas YacTb peasibHON KapTuHbI
oTbpacbiBaeTcs, koraa npmeoaatcs obwwme rnobanbHble OLEHKM MyTaLuNOHHOM N3MEHYNBOCTN.

OO6bI4HO 3TN OLIEHKN CTPOSATCS Ha Ba3e pas3nnyHbIX AeMorpaduyecknx nokasartenem, Takumx,
KakK YACNEHHOCTb HACeNeHns N CKOPOCTM pocTa. MIHbIMM cnoBamu, CKOPOCTU POCTa,
YUCNIEHHOCTb HaceneHns (TouyHee, 3 PEKTMBHAS YNCNEHHOCTb HACENEHMS) YBA3bIBAIOTCS
B3anMO0DOPasHO CO CnekTpamm MyTaunoHHOW U3MEHYNBOCTY. B cnose «yBs3biBalOTCSA»
ckpbiBaeTcs Lenas obnactb nccnenoBaHuns, kotopas npegnaraeTt UCnonb30BaHNe pasfimyHblX
MoOenen nemMorpaoun N reHeTUkKM — POOHYI0 BOTUMHY CTATUCTMKOB U BMONHGOPMATUKOB.

Tak yto KeliHaH u Knapk pabotanu ¢ pa3nmyHbIMM eMOrpaconuyeckumMm Mogensimm, a Ha
BbIXOZE MOJy4Yany CnekTpbl MyTaLMOHHON N3MEHYNBOCTU. VI3 BO3MOXHOro cemencraea
Mogenew oHV BbIbpany MOAENb C MOCTOSHHLIM POCTOM HACENEHMUS, MOLENb C ABYMS

6y TblNIOYHBIMM FOP/bIWKAMI B MEPUOL BbIXOL4A EBPOMNECKOro YenoBeyectsa n3 Appukin um
nepexuBaHnsa NegHNKOBOro nepmoaa. W, HakoHew, TpeTbs MOAENb, MOMUMO ABYX Oy TbINOYHbBIX
rop/iblWek, y4nTbiBana yCKOPEHHbI POCT B NocneanHe asa-tpu teicadeneTtus. anee
nMnTpoBanmck Boibopkm B 50, 500 1 5000 nHAMBMAYYMOB 1 ANS HUX CPABHMBANNCH
nonyyarowmecs CnekTpbl pacnpegeneHna mytaumin. B Tpetbenn mogenu (yCKOPEHHbI POCT U
nBa Oy TbINOYHbIX FOP/bIWKA) NONYYNNIOCh PE3KOE YBENNYEHNE 0OMNNS Penknx MyTaumin —
64% onHopas3oBbix MyTauum npotne 13 n 18% B NepBoOil U BTOPON MOLENAX COOTBETCTBEHHO.
OpnHako aToT adhdpekT HabnaaeTcs ToNbKO NPY MaccuBHoW Bbibopke B 5000 nHAMBMAYYMOB,
a npu Boibopke B 500 NHAMBMAYYMOB pasHuLia MeX Y BTOPOWA 1 TPETbEen MoaENbIO
nonyyaetcs nuwb B 8%. Kak cnpaBeanvnBo ykasbiBaloT aBTOpbl paboThl, Takyko pasHuLy nerko
NPOMNyCTUTb UK CNUCaTb ee B OWNOKN METOAOB.

BbibpaB B kayecTBe 6a30Bol TPETbIO MOAENb (OHA NapaMeTpu3oBaHa peanbHbIMY AaHHBIMA 1
Nnyylle BCEro onucbiBaeT peanbHy0 AEMOrpanyeckyto KpUBYH), aBTOPbl NPeanoXunm
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CPaBHUTb NMEIOWMECH AaHHbIe N0 PeaKMM MyTaunsM C MOOENbHBIMA. DTU OaHHbIE OHU B35/
13 npenblaywmx paboT no reorpadomMyeckomMy KapTUpoBaHuo Mytaumii. B aton pabote
y4uTbiBaNUCb gaHHble no cocTasy 1 Yncny SNP B nocnepgosatenbHocTy yqactka B 100 Thicay
HyKneoTnaoB y 692 yenosek u3 11 paioHoOB Mupa. 3TN AaHHbIE MONYyYEeHbl C NPUMEHEHNEM
HexecTkoro counbTpa ons penkux SNP, n0aToMy BbICOKMI MPOLEHT peanbHbIX peakux
MyTauuid 4ONXEH NPUCYTCTBOBATb B Bblbopkax. MuHMManbHblin padmep BbIOOPKM AN HAPOLOB
Esponbl (CEU), Kutaa (CHB) n AnoHum (JPT) coctaBun 90 nocnenoBaTtenbHOCTER; NO3TOMY B
MOOensax nmmTmposanack Boibopka B 90 MHAMBMAYYMOB.
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PesynbTaTtbl cpaBHEHUs JalOT SICHOE NpPeacTaBneHne, YTo HabnoaaemMble CNekTPbl C
N3BECTHbLIM 0OMNIMEM MyTaUWIA, BKNOYAS U PeLKME, ONUCLIBAIOTCS TONbKO MOOENbIO
YCKOPEHHOro pocta HaceneHus. laxe B 6onbwoii Boibopke B 1000 MHANBUAYYMOB ANst

10010 A npoYTEHHOI NocnenoBaTebHOCTN 06HapyXmnTcs 1,9% HOBbIX BAPMAHTOB (@ 3TO

57 000 BapunaHTOB, ECNN FOBOPUTb O YMCNE, a He 0 NpoLeHTax). N B 0bpaTHy0 CTOPOHY — MNpw
YCKOPEHHOM pocTe 0653aTenbHO CyWeCTBYET Bbicovaliee 0bunme peakmx MyTauuia, nnoxo
nopparoleecs pacno3HasaHuio.

MpoBeneHHas paboTa 3acnyXnBaeT BHAMaHUS Mo TpeM npuynHam. Nepeas N3 HUX —
npakTnyeckas, u cBssaHa ¢ MeguuMHON. Bbicokast CKOPOCTb pocTa YMCAEHHOCTU Nony nsaumm
BEAET K YBE/IMYEHMIO MyTaALMOHHOI0 rpy3a. 910 o3Ha4vaeT ocnabneHve B CpeaHEM 340POBbS
yenoBeYecTBa U yBeNM4eHne pucka 3aboneBaHuin ons Kaxaoro otaenbHoro yenoseka. C
3TOIN NPO6NEeMoit AONXHbI MO Maee CrpPaBAsSTbCS MEAUKN U eCTECTBEHHbI 0TOop. Meaunkm
OynyT NeYynTb KOHKPETHbIX Noael, eCTECTBEHHbIN 0TOOP NocTapaeTcs ynyywmTb CMTyauuio B
uenom. Mpn aToM 3T hakTopbl — 0TOOP 1 MeanumMHa — paboTaloT B NPOTUBOMONOXHbIX
HanpasneHnsx. OrpOMHbIV FPy3 CKPbITOW (reTePOo3nUroTHOM) My TauNOHHON N3MEHYMBOCTI
BeOEeT K MPOTUBOCTOSHUIO 3TUX ABYX ABUXUTenen. Bropas npuynHa, no KoTopon
cneumanuctam cnegyet obpatuTb BHUMaHUE Ha NOJTyYeHHble pe3ynbTaTbl, —
mMeTtogonorunyeckas. Ilemorpadguyeckne oueHkK CKOPOCTU pocTa YesioBevyecTBa N OTAE/bHbIX
HaLWiA (paBHO Kak 1 apyrve aemMorpadounyeckme xapakTepucTkin) MoryT ObiTb
BEpUAULMPOBAHbI MO rEHEeTUYECKUM AaHHbIM. A OHM B CBOIO o4epelb OO/TXKHbl NPUHUMATb BO
BHMMaHWe U Hefoy4YeT peaknx BapnaHToB annenen. Ecnu urHopmposatb 3TOT aodPEKT, TO
COOTBETCTBYOWME AeMorpaduryeckme nokasarTenm oKkaxyTCs 3aHUXEHHbIMU.

TpeTbs NpMyYnHa — NonbiTKa OTBETA HA BONPOC O COBPEMEHHON aBoNtoLMM Yenoseka. MHorve
Noan 3a4arTCs BONPOCOM, OEACTBYET NN B HACTOSILEE BPEMS ECTECTBEHHbIA 0TOOP Ha Halw
BUA, HE OCTaHoBMIachk nu Bruonornyeckas SBONOLMS YeNOBEKa BOBCE, OTAABWMUCH Ha BOJIIO
KynbTypHbIM TeHAeHUMsaM? B paHHo paboTe cogepXaTtcs pakTMieckne oaHHble ans otBeTta
Ha 3TOT BaXHbI Bonpoc. [Npn COBpEMEHHOM YCKOPEHHOM POCTE YeNoBeYeCcTBa B HALIEM
reHogoHae 6e3HakazaHHO cCOOMPaAETCSH OrPOMHOE YMCIO Pa3HOOOpa3HENWNX My TaLNIA.
Cny4dncb kakoe-HMbyab HeopanHapHoe cobbiTue (MPUPOLHOE NN CoLManbHOE) — 1 ToTHac
BbISIBATCS FeHbl, CNOCOOCTBYIOWMNE €ro YCNEewWwHOMY NepexXmBaHnio 1 NpUcnocobneHnto B HOBbIX
ycnosusix. Kpome Toro, wmpokas MyTauMoHHas U3MEHYMBOCTb npeanaraeT bbicTpble (OBa-Tpw
NOKONEHUS) peLleHns TeKywWwmx 3aiay CywecTBOBaHMS YyenoseyecTea. TakumMm aagadyamMmm MoryT
6blTb, HaNPUMep, NOBLIWEHNE CTPECCOYCTONYMBOCTI B YCNOBUSIX MEepeHaceneHns n
yBE/IMYEHNE TONEPAHTHOCTM K TEM WU NHbIM 3a60NEBAHNSM.
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