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B.A. IIlnupeavman

B B03MOXHOCTH JaTUPOBOK MUI'PALMIl M APYTUX COOBITHI UCTOPUM MOMYJIALMIA 3aKJII0YAETCSl BaXKHOE IPEUMYILECTBO
HEepPEeKOMOMHHPYIOINX («OTHOPOAUTENBCKHIX») TEHETUYECKUX CHCTEM Tepe]] ayTOCOMHBIMH (PEKOMOMHUPYIOLIMMH) TeHETHUECKIMH
cucteMaMu. B Toxke BpeMs MoTy4YeHne Hale)KHbIX JATUPOBOK SABJIsIETCS OOJBILOM MPOOIeMOH, CTaBIIeH MPeMETOM MHOTHX Hay4HBIX,
OKOJIOHAYUHbIX ¥ JaXKe JUKEHAyUHbIX AUCKycchil. [IoaToMy Ha 3TOM BOIIPOCE CTOUT OCTAaHOBHUTHCA MOPOOHEE.

[Mpennonoxum, Mbl OOHAPYXHIM MOHO(MIETHUHBIN KJIacTep raryioTHHoB. Pa3 oH «MOHO(MIETUIHBIH», TO MO ONpeeIeHHIO
MIPEJICTaBJISIET O/IHY JIMHHIO IPOUCXO3K/IEHH S, 3HAUUT BCE TaluIOTHITHI KJIacTepa MPOM30IILIN OT OAHOTO MCXOJHOTO ramiorumna. 1
MIPEJIIOJIOKNM, UTO MBI 3HaeM, OT KaKOTro MMeHHO rarutoruma. C Xo1oM BpeMeHH B pe3yJibTaTe MyTalliii B Ipejiesiax Kjacrepa OyayT
BO3HHUKATh BCE HOBBIE JIOUEPHUE TaIUIOTUNHI (OTINYAIOIINECs] HA OJIMH MyTAlMOHHBIH 111ar), a OT HUX, B CBOIO O4Yepelb, OyayT
BO3HUKATh BHyYaThle ralUIOTHITHI (OTJMYAIOIIME Ha JIBA 111ara), ¥ Tak aajee. M yem OGosibilie IpoiaeT BpeMeHH, YeM O0JIbllle HOBBIX
raIuIOTUIIOB BO3HUKHET, TeM Ha OoJIbIllee YHUCJIO MyTAMOHHBIX 1IIar0B OHU OYIYT OTJIMYAThCsI OT UCXOJHOTO, TO €CTh TeM Ooliee
Pa3HOOOpa3Hble TarIOTUIILI MBI BBISIBUM B 3TOM KjacTepe. CieloBaTesbHO, BEPHO U oOpaTHOe: YeM OoJblliee pa3HOooOpasue
rarIoTHIIOB MBI BUJMM B IIpejieiax KjacTepa, TeM AOJbIIe OH CylIecTByeT. To eCTh 0 pa3HOOOPa3HIO raluIOTUIIOB B ITpeesiax
KJIacTepa Mbl MOKEM CyIUTb O BO3pacTe 3TOro KjacTepa. DTa JIOTMKa MPOWLTIOCTpUpoBaHa Ha puc. 14. ITo cyTu, 3T0 1 eCTh MPUHLIAI
MOJIEKYJISIPHBIX YacoB, T/I€ BPEMs OTCUUTHIBASTCS IPOUCXOAAIIMMYI MyTauusAMU. Ecii ckopocTh MyTalyil OCTOSIHHA, TO Yachl OyayT
paboratb. O60 BceM 3TOM criopa HeT (OrOBOPKHU, KOTOPBIE MBI JIEJIAJIH I10 X0y, TOBOPSI «IIPEAOJIOKHM» U «ECII», pa300paHbI B
KOHIIe 3TOro nozpaszena). Ho cropsl HAYMHAIOTCS, KOTJa MPUXOAUTCS pelaTh, Kak IMEHHO OJCUYMTHIBATh Pa3HOOOpasue TaruloTUTIOB
1 KaK MMEHHO IIePEeBOJIUTH €r0 B TOJIBI.
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Puc. 14. MonexynapHble 4achl: HapacTaHue JepeBa raruiotunoB. [TokasaH NocTeneHHbl pocT JiepeBa ralioTUIIOB: BO3HUKHOBEHNE
HOBBIX I'alUIOTHIIOB B pe3yJibTarte MyTaiuid. A. OJIMH UCXOQHBIHA TaIyIOTUIT (BCTPEUEH Y MHOTHX 00pas3IoB, MO3TOMY OOJIBIION KPYKOK)
Y OJIVH IPOM3BOHBIN (TOJIBKO Y OHOTO 06paslia, MaJeHbKUI KpykoK). b. Bo3HHK yXke Liesblid psi] IPOU3BOHBIX raruioTurios. B. 13
«IO0YEPHHX» TallJIOTUIIOB HAYaIu BOSHUKATD YK€ «BHYYaThle», a YACTOTA MCXOLHOTO raIlIOTHIIA YKe IIOYTH He OTJIMYaeTcs OT JIIoOoro

u3 npou3BoaHbIX. I'. [lepeBo mproGpeno cIokHYI0 CTPYKTYPY, U yKe Hellb3s1 OJHO3HAYHO IOHATh, KAKOH MMEHHO IaIluIOTHI ObLT
WCXOIHBIM.

METO/bI ®PUJIO'EHETUYECKOTI'O AHAJIN3A
IHOCTPOEHHME ®NUJIOTEHETUYECKHX CETEMN.

PoacTBO paccMaTprBaeMbIX FaryIOTUIIOB MPUHSTO OTOOPAXaTh B BUE (DUIOTEHETHUYECKOTo JepeBa. A KOrjia OIHO3HAYHOE JIEPEBO
PEKOHCTPYHPOBATh He yHaeTCsl, M OCTAIOTCS PABHOBEPOSTHBIE BO3MOKHOCTH, UTO MPEBPAIeHHe OTHOTO ralUIOTUIA B IPYTOM IIIO TEM
WM UHBIM ITyTEM, TO 3TO 0TOOpakaeTcsl KaK CIMsIHIE HECKOJIBKUX BETBEH, TO €CTh JEPEBO IPEBPAIIAETCs B CETh. METOJ0IOTHs
MOCTPOEHMS U aHaJM3a (PUIIOTEHETUYECKHX ceTel Oblla XOpOoIIo pa3padoTaHa B MOMYJISIIMOHHON reHeTuke B 90-€ rofpl MpoIioro
Beka. PuoreHeTnyeckue cetr ObUM MOcTpoeHs! B mporpamme Network 4.1.1.2 (Fluxus TechnologY-Ltd.) (www.fluxus-
engineering.com) Ha ocHoBe ajiroputma reduced median ¢ moporom penykiuu, paBHbeiM 1. ITosmydyeHnHsie rpaguku 3atem
PEAaKTHPOBAIMCH U cHaOkanuch Jierenamu B nporpamme Network Publisher (Fluxus Engineering, Clare, U.K.). IToctpoenue
(punorenernueckux ceret Mul mpooauK 1 no rarvtorunaM MTJHK, v no STR rarutorunam Y-XpoMocOMBI.

BBIABJIEHUME RJIACTEPOB I'AIIJIOTHUITIOB.

Ha GosnbiivHCTBE (DMITOTEHETHYECKUX CeTel OOHAPYKUBAETCS Psifl G0Jiee WM MeHee KOMITAKTHBIX KJIACTEPOB TarjIOTUIIOB, BhISIBJICHUE
1 TAaTHPOBKA BPEMEHU WX MMPOUCXOKICHIS CTaIM BaXKHBIM ACIIEKTOM MHOTUX COBPEMEHHBIX MCCIIEIOBAHUIA Y -XpPOMOCOMBI
[Zhivotovsky et al., 2004; Rootsi et al., 2007; Derenko et al., 2007; Haber et al, 2010 u mHorue apyrue padotsi]. [Ipu sToM Hert



JITOPUTMa, aBTOMATUYECKH BBISBJISIONIETO KJIACTEPhI FAaIIOTUIIOB HA CETH, U ONpeesIeHNe YKCia U TPAHuUI] KJIACTEPOB OCTaBJIsIeTCs Ha
YCMOTpeHHe uccnenoBaresst. Takum 00pa3oM, MpoBeIeHHE STO! MPOLeaypbl HEM30€KHO OKA3BIBACTCS 10 HEKOTOPOH CTETICHH
NPOU3BOJIBHBIM. [109TOMY, YTOOB MUHUMHU3HUPOBATH 3TY TPOU3BOJILHOCTb, IIPU BBISIBIICHAN KJIACTEPOB MBI IPUMEHSUIH CJISAYIOIIIe
(popmanmzoBaHHbIE MTpaBHJIA.

e [TockonbKy GONBIIMHCTBO (PUJIOrEHETHYECKHX CeTel MMEIOT YeTKO BBLICIISIONIYIOCS IEHTPAIBHYIO 30HY (BEpOSTHBIA KOPEHb, OT
KOTOPOTO MPOMCXOMUT FAIIOrPyIIIa), Mbl CYUTAIM KIACTEPAMHU TOJIBKO Te IPYIIIBI FAMUIOTHIIOB, KOTOPBIE CBS3aHBI C TUM
KOpHEM uepe3 OJMH U TOT e Y3JIOBO# raruioTurl (MHBIMU CIOBAMH, KJIACTEPAMHU CUMTAIMCH TOJIBKO CTPOTrO MOHO(HIETUYECKUE
BETBH Ha PEKOHCTPYHUPOBAHHOM CETH).

® DTOT y3JI0BOH TaIUIOTHUII paCCMaTPUBAJICS B KauecTBe MPEIKOBOro ramiotuna-ocHoaresns (founder) as cBoero Kiactepa.
Boi60op ramioruna-ocHOBaTe sl BakeH P pacyeTe BO3pacTa ¢ UCIOJIb30BaHUEM ITOKa3aTess p.

¢ PaccmarpuBaimch TOJIBKO Kiactepsl, conepskaiiue 10 umm Gosee 00pa3ioB, YToOb U30ekaTh OMIMOOK B pacyeTe BO3pacTa 13-
3a MaJIbIX 00BEMOB BHIOOPOK.

¢ B kauecTBe MOMyJISIMOHHO-CIIEIU(HYHBIX KJIACTEPOB PACCMATPHUBAIIUCEH TOJIBKO TE TPYIIIBI AIIOTHIIOB, CIIEL(PUIHOCTD
KOTOPBIX JUIs1 JaHHOH TOIYJISLMY WM TPYIITBI HOMyIsuil Obuta Beilie 80%. DTo 03HaYaeT, YTO B MOITYJISILIMOHHO-
crielM(pUYHOM KJIacTepe CyMMapHasi 10yt 0Opa3IoB U3 BCEX IPYTHX HOMYJISAHMA He MOKET COCTaBIATh ooiiee 20%.

JATAPOBKMH 110 I'AIVIOTUITIAM
PACYET NJIN MOAEJINPOBAHHUE?
Bce Mpe/iIokeHHBIE METOIbI MOKHO MOJIETUTH Ha METO/IbI PACUETA U METO/IBI MOJIEJMPOBAHHSL.

U3 MeTooB MoieIMpoBaHKs B HAIIEM MCCIIeIOBAaHUY UCTIONB30BaHb! TObKO BATWING (kak omuH U3 Crioco00B JaTHPOBKH
kyactepoB Ha KaBkase, pasznen 4.3) u BEAST (kak oauH U3 METOJOB 1aTUPOBaHUs BeTBe! (PUIOreHeTUYECKOro AepeBa, MOIyYEeHHOro
IO TIOJIHBIM CHUKBeHcaM Y-XpomocoMsl, pasjen 5.4). BATWING kpaTko onucaH HIKE B 3TOM pasjielie, apaMeTpbl IPUMEHEHU s
BEAST - B paznene 5.4. TTockosnbky METO/IbI MOJIETIPOBAHUST MCIIOJIb3YIOTCS peke M OYPHBIX IUCKYCCUI HE BHI3BIBAIOT, B 3TOM
paznesie Mbl OyieM FOBOPUTH HE O HUX, a TOJILKO O METO/IaX pacyeTa.

TPU COCTABHBIX YACTHU PACYETA BO3PACTA.

Pacyer Bo3pacra Kiactepa 04eHb IPOCT: HAJJ0 HAKOIUIEHHOE Pa3HOOOpa3ye MOJeIUTh Ha CKOPOCTh BOSHUKHOBEHHSI MyTaLlli 1
YMHOXHUTH Ha JUIMHY MoKoJieHus1. Harpumep, ecimm pazHooOpasue y Hac olieHuBaeTcs B 40 YCJIOBHBIX eJMHMII, & CKOPOCTb MyTalii 2
eIMHUIIBI 32 IOKOJIEHUE, TO MOHSITHO, YTO 3TO pa3HO0Opa3ue HaKOMMIOCh 3a 20 MOKOJICHUIA. A eCJI HOBBIE MOKOJICHHS JII0/ier
HapOXAAI0TCs, JOIyCTHUM, Kaxable 25 net, To Bo3pacT kiactepa oyaer 500 ner: (40/2)*25=500. Ho Takas TeopeTnyeckasi pocToTa
HaTaJIKMBAETCs] Ha MIPAKTHUECKUE CIIOKHOCTH: KaK KOJMYECTBEHHO BBHIPa3UTh Pa3HOOOpa3ne, KakoBa CKOPOCTh MyTHPOBaHMs, KaKOBa
JUIHA MOKOJIEHU:A ?

C 17IMHOM TIOKOJIEHHSI BCE OTHOCUTENILHO TIOHSITHO — €€ OLIEHKH, ONPEIeIISIOTCS B JeMOrpauecKuX UCCIIeI0BaHUSX TOMYJISINNA, U,
TE€ KOTOPBIE UCTIONB3YIOTCS ISl aHAINU3a Y -XPOMOCOMBI, BAPbUPYIOT HE CIMIIKOM CUJIbHO: OT 25 10 33 niet. C MeTogamMul uyTh
CJIOXKHEe: B Hay4YHOU JIMTeparype Harbosiee IUPOKO UCTIONB3YIOTCS [Ba MeToia — nokasatenu p u ASD, a B reHeTMYecKOo reHeaIoruu
WHOT/IA UCTIOJIB3YEeTCsl M METOJI pacyeTa Mo JI0JIe UCXOAHOTO TarIoTUra. XyXke BCero co CKOpoCcThio MyTipoBanus: 1ist STR
rarioTUIOB Y-XpOMOCOMBI (Ha KOTOPBIX B OCHOBHOM M PACCUMTBIBAJICS BO3PACT FAILIOrPYII [0 Havalla MaCCOBOTO MOJIHOTO
CEeKBEeHMPOBaHUs Y -xpoMocoMsl B 2013 rozy) ObLIM NpeJIOKEHbI JBE CKOPOCTH: «IBOJIOLMOHHAS» U «TeHEAlIOrHuecKasi», U OHH
Pa3IMYAIUCh B TpU pa3a! PaccMOTPUM 3TH TPU COCTABHBIE YACTH MOCIIEOBATELHO, HAYAB C METO/IOB.

METO/J JATUPOBKH C ITIOMOHIIBIO ITOKA3ATEJIA p.

Irot knaccudyeckuil Meton [Forster et al., 1996] ocHoBaH Ha MoACYeTe CpeAHEro Yrciia MyTaliil, HAKOMUBIIMXCS B Npeeaax
KJ1actepa (3To uucio u obo3Havaercs p). s 3Toro Meroa HEOOXOIMMO UMETh (DUIIOreHETUYECKOe JepeBo, MOKa3bIBalolIee
MPOMCXOX/IEHUE BCEX TallIOTHIIOB KJlacTepa Ipyr oT apyra. Takke HeoOXOAUMO 3HATh, KAKOW U3 FAIUIOTUIIOB SIBJIAETCS UCXOAHBIM
(rarmoTumn-ocHoBatess — founder haplotype), T.e. IEpBBIi TaIUIOTHII, 13 KOTOPOT'O MPOM3OIILIA BCe OCTalbHble. PacdeT mpoct:
MOOYEPEJHO PACCMATPUBAETCS KAXKIBIA TAIUIOTHIL, IS TAIIOTHIIA ONPEAEIISETCS YUCIO0 MyTALOHHBIX LIArOB, OTACISIONINX €ro OT
MCXOAHOTO raruioTUIIA-OCHOBATEIISl, ¥ €CJIU TAKOW IalluIOTHUIT BCTpedeH Oojiee YeM y OTHOro o0pasLia, TO 3TO YHUCIO yMHOKAETCS Ha
qucio o0pasuoB. Koraa takoii pacyer mpoBelieH ISl KakI0To TaluIoTHIIA, MOyYeHHbIe BETMIMHBl CYMMHPYIOTCS M ISNIATCS Ha oOlee
YUCII0 00pa3LoB. MOXHO BUIETD, YTO 110 CYTH ITOJCUYUTHIBACTCS YMCIIO MyTAMOHHBIX [IATOB, HA KOTOPOE U3y4YeHHBIe OOpa3IIbl B
CpeIHEM OTCTOSIT OT UCXOJHOTO rarutotumna. IIpiMep npuMeHeHrs 3Toro MeToa rnokasas Ha puc. 15. [Iist mpoctsix
(punoreneTMUECKUX JIepeBbEB pacyeT JIETKO MTPOBOJUTCS BPYUHYIO, HO OH TaKXe aBTOMaTh3upoBaH B nporpamme Network. B paGore
[Saillard et al., 2000] omrcaHa BO3MOKHOCTh pacdyera CTATUCTHUYECKON OIMMOKY MOKa3aTelsl P, a BOSMOKHBIE ITOTPEITHOCTA



o6cyxaatorcst B [Cox, 2008].

P - 3TO CpeAHee YMCNO MyTauWid oT
MCXOAHOMO FannoTHNG A0 BCEX
BCTPEYEHHEIX annoTMNoe

N - uscno ofpasuoe ¢ AaHHEIM
rannoTUNom

n=1

L - AnvHa BeTEM, T.&. YWCNO
MYTALUMOHHBEIX LWAroe OT AAQHHOTO
rannoTvna Ao MCXoAHOro

p=(EnL) /N

p=(6%1+1%2+3%2 +9%0) /20 = 0.7

Puc. 15. Pacuet Bo3pacTa KJjlacTepa rarjioTUIIOB C TOMOIIBIO MToKa3artens p. [TokazaHo epeBo poJICTBa raryIOTUIIOB: OJUH UCXOTHbIN
(60BIION KPYXOK, BcTpedeH Y 9 00pasiioB) U 10 MpoM3BOAHBIX TAINIOTUIIOB, U3 HUX JEBSTh FAIUIOTUIIOB BCTPEUEHBI TOJIBLKO Y OIHOTO
00pa3iia Kax/Iblid, a ISCSATHIN rarIoTUI BCTPEUeH Y IBYX 00pastoB. s raruioTuna, BbleIeHHOrO 3eJIeHbIM, MOMUCAHBI TOKA3aTe ! N
(BcTpeueH y onHoro odpasiia) u L (OTCTOUT OT MCXOAHOTO TaryioTUIa Ha IBa MyTAIIMOHHBIX Iara). [TpoBesieH pacuer mokasarensi p —
CYMMHMPOBAHO YKCJIO 0OPA3IIOB B raluiOTUNAX, yMHOKEHHOE Ha YMCJIO [IIar0B OT JAHHOTO TaruioTHUIA O UCXOAHOTO: MeCTh raliIoOTHIIOB
OTCTOSIT Ha OJIVH IIIAT U MTPE/ICTABJICHBI OTHUM 00PA31[OM KaxIbii (6% 1), O/IMH rarioTUi OTCTOMT HA OJIMH AT U [TPEJICTABIICH JIBYMSI
o6pasiamu (1*2), Tpu raruioTHIia mpeCTaBIeHbl OJHUM 00pa3IOM U OTCTOST Ha [Ba mmiara (3%2), MCXO/IHbIN raruIoTHIT MPeCTaBIeH 9
oOpasiamu 1 OTCTOUT caM OT ceOs1 Ha HOJIb ITaroB. BenmurHa p B TaHHOM TipuMepe coctasser 0,7.

JATHPOBKHU C IOMOIIBIO ITOKA3ATEJIA ASD.

JIJ1st MCITOJIb30BaHMS 9TOrO BTOPOrO METOA He TpeOyeTCsl 3HATh HU IAIUIOTUII-OCHOBATEb, HA CXeMY BO3HUKHOBEHHS U3 HEro
OCTaJIbHBIX TaIlJIOTUIIOB. MeTo[ COCTOUT B ONpeJeIeHIH CPEAHNX KBaApaTHUHbIX pasnnumii (average squared difference — ASD)
mesxay STR-ramotrnamu [Sengupta et al., 2006]. To ecTh BHOBb Kak Obl pacCUMTHIBAETCSI CPEAHEE PACCTOSTHUE OT HCXOAHOTO
raIuIoTHIIA 10 KaXI0T0 IraluloTHIIA B BRIOOPKE, HO 32 NCXO/HBIN raruloTHII 1o KaxaoMmy STR-mapkepy nmpuHumaeTcst He
Npe/inoiaraeMblii raruIoTHII-OCHOBATEb, a CPeIHEB3BEIIeHHOe 3HaueHre 3Toro STR-Mapkepa Bo Bcex n3ydeHHBIX 0Opa3iax.
HakoruieHHOe pa3HO0Opa3ue OLieHUBAETCs TakKe MHaYe — I10 JIUCIEePCUM 3HAYEHUIl B pa3HbIX 00pasliax BOKPYT 9TOrO CPeJHETO.
ITpoBoauTcs pacuer oTaeabHO i Kaxaoro STR-mapkepa, a 3aTeM pe3ysbTaThl 10 BCEM MapKepaM yCpPeAHSITCs. DTOT pacuyeT
HECJIOXHO TIPOBECTH BPYYHYIO, a yi00Hee Bcero — npocto B Excel.

JATHPOBKH 10 JOJIE HCXOAHOI'O I'AIIVIOTHUIIA.



Ir1OoT MeTo/ TpeOyeT TOJbKO 3HAHMS TOTO, KAKOW TarIoTHI SIBJIsIeTCst UCXOqHbIM. OMpesensieTcs ero 4acToTa, U U3 Hee
paccunTHIBAETCS MpOIIElee BpeMs: YeM OOJIbIIIe MPOIILUIO BPEMEHH, YeM MEHbIIe CTAHOBUTCS 3T YaCTOTA, MOCKOJIbKY UCXO/HbIN
FaIUIOTHII [TOCTENIEHHO MYTUPYET B MPOM3BO/IHbIE. Y ObIBAHKE IO UCXOAHOTO TAIJIOTUITA OMUCHIBAETCS JToraprudMuIeckon popmMyIiou,
WCIIOJIb3yeMOH BO MHOTHX OOJACTSIX HAYKH: HAIIPUMep, [T XapaKTePUCTUKU PAANOAKTUBHOTO pachaja (IoJisl HepacHaBIIMXCs siep
yOBIBaET CO BpEMEHEM) FUTH TSI XapaKTEPUCTUKHU CJIOBAPHOTO COCTaBa (JI0JIs1 He 3aMECTHBIIMXCS CIIOB U3 ciucka CBojemnna yobBaeT co
BpEeMEHEM 0 TOMY K€ 3aKOHY). DTOT METO/I UCIIOJIb3YeTCsI TOJIBKO B TeHeTHUecKol rereaiornu u B JJHK-reneanorny u He ObUT
OITyOJIMKOBaH B IPU3HAHHBIX HAYYHBIX XKypHasiax. [IoaToMy s 3aTpyAHSIIOCH IPMBECTH TOUYHYIO CCHIJIKY — HO CPEJIM TT0JIb30BaTeler
MeTo/ia OOLIEHPHHSATO CYUTATh, YTO OH ObUI pa3paboran IMurpruem AnamMoBeiM U AHatosmeM KitecoBbiM.

CPABHEHUE METO/JOB PACYETA.
Pamxupyst METOIpI OT ITPOCTOTO K CIIOKHOMY, HAUHEM C JIOJIM UCXOAHOTO TaruIoTHIIA.

Ero I0CTOMHCTBOM SIBJISIETCS TO, YTO AEPEBO (PUIIOTEHETMYECKUX OTHOIIEHUH TaIlJIOTUIIOB — KOTOPOE HA MPAKTUKE HEJIETKO
PEKOHCTPYMPOBATH HAJIEKHO — 3HATh He TpedyeTcs. Ho Tem ke moctonHCTBOM 0oOnanaet u metoa ASD. Henocratkom — 1 BechMa
CYIIIECTBEHHBIM — METO/IA JIOJIM UCXOIHOTO TATIOTUIIA SBJISIETCS TO, YTO OH IPUMEHUM TOJIBKO JJISl CAMBIX TIPOCTHIX
(pustoreHeTUUECKUX CXEM, JIMIIb [JIs1 CAMBIX HaYaJIbHBIX ITAIOB UCTOPUM HOBO# raruiorpyiisl. Hanpumep, B npumepax Ha puc. 11 stor
MeTo/] ObLT Obl MPUMEHUM TOJIBKO B ciiyuasx A u B, a yxe B ciiydyae B morpeniHocts rnpu ero npuMeHeH|H CTAHOBUIIACH Obl OTPOMHOM:
BeJlb CTOUT B BHIOOPKE CJIyYalHO OKA3aThCsl HE JIBYM, 4 TPEM MJIM OJHOMY 00pa3liaM C UCXOAHBIM TarjIOTHUIIOM, U €r0 J0JIs1 U3MEHHUTCS
B IIOJITOpa-/IBa pa3a, a 3HAYMT, KapAWHAJIbHO U3MEHUTCS M OlleHKa Bo3pacta. OT 3TOro HeJocTaTKa CBOOOJHBI M MeToA pacyeta ASD, u
METO/I pacuera p.

O nmByx gocromHcTBax Metoga ASD yxke ckazaHo Bbiie. HegoctaTkoM ero siBisieTcs Ype3MepHasi YIpOIIeHHOCTh MOJIENTH: Be/lb
«CPEeTHeCTATUCTUUECK U AIUIOTHIT BOBCE He 00513aTeNbHO SIBJISIETCS MPEAKOBBIM, U, [IABHOE, YCPeIHEHUE 3HAUCHUH 110 BCEM
JIOKycaM Kak Obl HITHOPUPYET, YTO B AEHCTBUTEIIFHOCTH OHH He SBJISIIOTCS HE3aBUCUMBIMU U CYIIECTBYIOT JIUIIb B TIOJTHOM CIIETUICHUN
IPYT C IPyTOM B BHUJEe KOHKPETHHIX TalUIOTUIIOB.

HOSTOMy HanOoJiee 000CHOBAHHBIM SBJISIETCS [TOKA3aTENb P. Ho u on He CBO60)1€H OT HEJOCTATKOB. Be,l'lb JJId €ro MCIoJIb30BaHU A
Tpe6yeTCﬂ — HE€ BCEr/ja M3B€CTHOEC — APEBO POACTBA IrallJyIOTHUIIOB.

Pesiomupyem: koraa 1epeBo poACTBa ralIOTHIIOB PEKOHCTPYHPOBAHO HAJEKHO, ONITUMAJIEH METOJ P, B IPOTUBHOM Clly4ae
1iesiecooOpa3Ho nprMeHnuTh ASD, a pacuer 1o JoJie UCXOJHOTO raruioTHIA He ONITUMAaJIeH HU B KaKOM Cllyvae.

CKOPOCTDb MYTUPOBAHMNA.
Jl71s1 omipeeneHrst CKOPOCTH MyTHPOBaHMS JIIOOBIX YYAaCTKOB T€HOMA BO3MOJXKHBI JIBa MOAXO/A: TIPSMOM MOACUET 1 KalnOpOBKa.

ITepBblii MogX0A — NMPSMOM MOJCYET — COCTOUT B CPABHEHUH T€HOTHIIOB POJMTENIEH U UX TIOTOMCTBA. XOTsI MyTallM1 CITy4aloTCst
PEAKO, HO MpH OOJIBIIMX BHIOOPKAX MOKHO OOHAPYXKHUTh JOCTATOYHOE MX KOJIMUYECTBO. YacToTa BCTPEUaeMOCTH MyTaHTHBIX ajjieseil B
MOKOJICHUH TIOTOMKOB IO CPAaBHEHHIO C ITOKOJICHUEM pOJMTEN el U Oy/IeT CKOPOCThIO BOSHUKHOBEHHsI MyTaluil. Takue nccnenoBanus
st STR-MapkepoB Y-XpoMOCOMBI ObUTH TIPOBEIeHbl HEOJAHOKPATHO — B OCHOBHOM Ouiaroziapst Tomy, uto STR-mapkeps Y-
XPOMOCOMBI YaCTO F'€HOTHIUPYIOTCA IIPU ONpeieleHUH OTLIOBCTBA. B pe3ysbTaTe Takux onpenesaeHnil HaKarIMBaloTCsl MHOTHE COTHU
Cly4aeB, KOrja OTIIOBCTBO HECOMHEHHO MOATBEP:kAaeTcs (B TOM UKCIIE [0 APYTMM MapKepam), a 3HaUMT, UMEIOTCS TEHOTUIIB! OTLOB U
CBIHOBEH, 1 MOJKHO OIPEZe/UTh, KaK YacTO B HUX NPOMCXOAMINA MyTalmy. Takux uccieqoBaHuil ObUIO MPoBeeHo HeMao [ Gusmao et
al., 2005; Sanchez-Diz et al., 2008; Ge et al., 2009], kax /it pa3 Ha Bce OOJBIIMX 00beMax BHIOOPOK. Pe3ynbTaThl BceX STUX padoT
COBIAJIY, YTO SBJISETCS BKHEHIIMM MOATBEPKACHUEM KOPPEKTHOCTH 3TOM OLIEHKH 4acTOThl MyTanuil. CpeiHss cCKopocTh
MyTUpoBaHusi n3ydeHHbX STR-MapkepoB (00b4HO ucmob30Bascs 17-mapkepHbiii Habop Y-filer) cocraBnsiet 2.1%¥107 Ha JIOKYC 32
nokosienue. To ectsb 1 cpeguectatucTudeckoro STR-mapkepa BeposITHOCT MyTHPOBATh MPH HIepeaade OT OTHA K CBIHY COCTaBIISIET
0,0021 — npuMepHO 1BagAaTh O/IMH IAHC U3 IeCATH ThICTY. [I0CKOJIbKY 9Ta CKOPOCTh MyTHPOBAHHUS ONpEAEIeHa IIPH IPSIMOM
TIOZICUETE YKC/Ia MyTallMid B U3BECTHBIX POJOCITIOBHBIX, OHA IMOJTyUYrJIa Ha3BaHNE «T€HEAJOTHYECKON».

Bropoii noaxoj — KanuOpoBKa — COCTOUT B ONpeie/IeHUH Pa3HOOOpa3ys ralIoTUIIOB, HAKOIUIEHHOTO IOy IALMed 3a BpeMs ee
CyIIECTBOBaHUA. I 3TOr0 HY:KHO U3Y4UTh MOMYJIALMIO, [UIs1 KOTOPOI N3BECTHO BpPeMsl €€ «OCHOBAaHUsI», M HAlTU B HEHl KylacTepsl
TraruIOTUIIOB, BO3HUKINME 32 Bce BPEMs CYLIECTBOBAHUS MOITYJIALMK M POCTA €€ YUCISHHOCTH OT HeOOJIBIIOro YUCIa OCHOBATeN e 10
COBPEMEHHOM YMCIIEHHOCTH. IIOHATHO, YTO 9TOT MOAXOJ, HAMHOT'O CJIOJKHEE M Y Hero 0oJibllie MOTeHIMAIbHBIX NCTOYHUKOB
HOTPEeLIHOCTH. B To ke BpeMst moaxo[ KaIuOpOBOK SBJISETCS OOLIETIPUHATHIM B HayKe — AOCTATOYHO NPUBECTH NPUMep KUTMOPOBOK B
PasMoyrIepoJHOM MeTOo/ie JaTUpoBaHus. I1py 3ToM ompesenseTcs A0l pacHaBIIMXCsl AaTOMOB JUIsl 00pasiia ¢ U3BECTHBIM BO3PACTOM U
OTCI0JJa BBIUHUCIISIETCS, C KAKOW CKOPOCTBIO pachafaloTcst aToMbl. 1 3Ta CKOpOCTh MOTOM MPUMEHSETCS U1 pacdeTa Bo3pacTa JIpyrux



00pa3LOB, AJIsI KOTOPBIX TOXKE ONpefelieHa A0l pACHaBIINXCsl aTOMOB, HO Bo3pacT HensBecTeH. Ckopocts MytupoBanus STR-
MapKepoB Y-XpoMOcoMsl OblIa onpeeiieHa B padore [Zhivotovsky et al., 2004] Ha aByx npumMepax. My mociyuii KiiacTepsl
raIuIOTHUIIOB, HAKOIUIEHHBIE B TIOMYJISAIMY Maopy, c(hOpMUPOBABILEHCS B pe3yIbTaTe MUTPAlK OJIMHE3UHIIEB Ha I0TOJIE
HeoOuTaemyto HoByio 3enanmmio He mozanee 800 siet Ha3al, M B NOMYJISLIMKU Lblrad bonrapuu, copMUpoBaBIIMXCS B pe3yJIbTaTe
WCTOPUYECKH IATHPOBAHHOW MUTPALMY MTPEIKOB LbIraH U3 VIHANM U MX pa3ziesieHus Ha SHI0TaMHble TpyIbl BHYTpy EBporsl okosio
900-1000 ner Hazan. K coxanenuo, 1pyrux paboT 1o KanuopoBke ckopocT MyTtupoBanus Y-STR mMapkepoB He ObIJIO ITpoBeIEHO,
MO3TOMY OTCYTCTBYIOT HE3aBUCHMBIE MTOATBEP:KAEHU (KaK, BIPOYEM, U OIPOBEP:KeHNUsI) 3TON ckopocTu. IIpu onieHke 3TUM MeToAoM
11 cpeaHecraructuyeckoro STR-mapkepa BepossITHOCTh MyTHPOBaTh IIPU NepeAaye oT oTha K cbiHy coctasiser 0,0007 — mpumepHo
CeMb IIAHCOB U3 AECATH ThICAU. ITa CKOPOCTh MOJTyYMIa Ha3BAHUE «3BOJIIOLMOHHOI», TOCKOJIBKY OIpeAesieHa 1is
SBOJIIOIIMOHUPYIOLIEH MOMYJISIINY.

Kak BHIUM, «9BOJIOLIMOHHAS» U «T€HEATOTMYECKas» CKOPOCTH Pa3InyaioTcs B Tpu pasa (!) — ceMp IIaHCOB WM ABA/INATh OAMH IIAHC
U3 OecsaTH Thicsid. [109ToMy M BO3pacT raruiorpyIi, pacCYMTaHHBIN P UCIOIb30BAaHUH TOW WIIM MHOHM CKOPOCTH, OYIEeT pa3inyaThcs B
TpH pa3a. HayuHsle TucKyccHu O 9TOM MpoOiieMe ONMCaHbl 1y Th HUKE.

JJINHA ITIOKOJIEHU S

Jlis lepexo/ia OT JaTUPOBOK B YHCIIE MIOKOJICHUH K JaTUPOBKAaM B rojlax TpeOyeTcs 3a/1aTh AJIMHY TOKOJIeHHsl. B naHHOM
WCCIIeJIOBAaHUM BO BCEX METOJIaX HaM MPHIILIOCH MTOJIb30BAThCS ABYMsI pa3HBIMU BEJIMUMHAMU JUTUHBI TIOKOJICHUS [JTs IBYX
MYTAIIMOHHBIX CKOPOCTEH.

I[Tpu KCIIOIb30BaHUM SBOJIOLIMOHHON CKOPOCTU MYTHPOBAHMUS, IJIMHA TIOKOJIEHHSI IPUHUMAJACh PABHOW 25 JIET, TOCKOJIbKY
9BOJIIOLOHHAS] CKOPOCTh ObLjIa MEPBOHAYANILHO OMpe/iesieHa B rojlaX v MepecunTaHa B MOKOJICHHS [PU UCTIONb30BAHIUY MMEHHO TaKOW
IUTMHBL TToKosteHns [Zhivotovsky et al., 2004].

[pu rcnoIp30BaHUM TeHEeAIOTHYECKO CKOPOCTH MYTHPOBAHHS, AJIFHA ITOKOJICHUS IPUHUMAIack paBHOH 30 romaM, TOCKOJBKY
JAHHAS BEJIMYMHA IPUMEPHO COOTBETCTBYET IJTHHE TIOKOJICHUS 111 MY>KUHH, OTIPEeJICHHON B IeMOTpapuecKuX UCCIeIOBAHUSIX
[Fenner, 2005], 1 Ta e BeJMYNHA ObUIA ONpeieieHa T KABKA3CKUX OIS TP UX TeHETHKO-IeMOTpahnIecKOM UCCIIeIOBaHUI
[[Touemxosa, 2008].

JATUPOBKMU 110 ITIOJIHBIM CUKBEHCAM Y-XPOMOCOMBI

B camebie rociieaMEe ropl B M3yUEHUH Y -XPOMOCOMBI MTPOU30IIIA «TIOJTHOTEHOMHAs PEBOJIIOIHST» — CTaJIM CTPEMUTEIHLHO
HaKaruIMBaThCs JAHHbIE HE M0 HECKOJIBKUM JecAaTkaM STR-mMapkepoB, a 10 HECKOJbKUM MIUIMOHAM MO3MLIMI Ha Y-XpOMOCOMe,
Kaxaast U3 KOTOPBIX ITpe/CTaBIIsieT cobol noreHuanbublii SNP-mapkep. U xoTs ckopocts MyTupoBanust SNP MapkepoB HaMHOTo
MeHblle, yeM STR, HO 3a cYeT nX OrpoMHOro 4YKciia Terepb Kax/ablii CEKBEHMPOBAHHBINA 00pasel] XapaKTepru3yeTcsi CBOUM
cOOCTBEHHBIM HAOOPOM M3 BCTPEUYEHHBIX TOJBKO y Hero SNP-MapkepoB, 1 Kax/1asi BETBb Ha JIepeBe TOKe HeCeT HECKOJIbKO
crietpUYHBIX A7 Hee MapKepoB. TeM caMbIM pelaeTcsi HpodieMa HEOJHO3HAYHON PEKOHCTPYKIIMK iepeBa — AEPEBO Telepb OObIYHO
PEKOHCTPYyHpYyeTCs OAHO3HAUHO. [IpeIkoBhIi raluIOTUIT TOXKE YETKO OIpesiesiseTcs Mo AepeBy. To ecTb CHUMAIOTCSl OCHOBHbIE
npo0JIeMBl, CBOCTBEHHBIE IPUMEHEHHUIO P-TIoKa3aTtess. MeTos pacyeTa BO3pacTa rariorpyr o NOJHOT€HOMHBIM JaHHBIM CTOJIb
NpO3payveH, YTo OOBIYHO Jake He 00CYKIAeTCsl, HO IO CYTH 3TO MIMEHHO P — CpeiHee YHCIIO MYTALMid OT IPEAKOBOTO y3Ja-rarIoTHIIA
JIO TaruIOTHITOB-TIOTOMKOB CIIY’KHT MEPOH BO3pacTa KJlacTepa, MPOUCXOASIIEro OT 3TOro NpeJKoBoro y3ia. Mepoi Bo3pacra,
BBIPQXEHHOTO B YKCJIE MyTaIlMid — HO Belb HY’)KHO 3HaTh TaK)Xe CKOPOCTh MyTUPOBAHHUS M AJIMHY ITOKOJICHHUS ?

CKOpOCTb MyTHPOBaHUS [UIsI TIOJIHOTO CEKBEHNPOBAaHMSI Y -XpPOMOCOMBI YK€ Olpe/iesieHa BO MHOTHX HcciieqoBaHusx. [Ipuuem B
ormume ot ckopoctd STR, 1 npsAMOIt nozcyeT, ¥ KaIMOPOBKHY MOJIyYeHbl B HECKOJIBKUX paboTax, IpHUeM /il KaTMOPOBOK
UCTIOJNIb30BaHbI caMble pasHble moaxomasl (puc. 16). Ha 3Tom pucyHke nokaszaHbl BEIMYHUHBI CKOPOCTH, MOJyYEHHBIE BO BCEX STHX
uccneoBanusix. BunHo, yro nepBonavansHo (cratbu 2009 — 2012 rogoB) pa3zdpoc ObUT MOYTH JBYKPATHBIHA, HO TIOUTH BCE
HOCJIeAYIOINE UCCIIeIoBaHUs (MOKHO Ha/IesAThCsl, O0Jiee OCHOBATE bHbIE) AAJIU OJIM3KHE OLEHKH, U LEHTP TSDKECTH OIpe/Ie/IeHHU
CKOPOCTH SIBHO HAXOIUTCS OKOJIO Benu4uHbI 0,8* 10° MyTalyi Ha HyKJIeOTH] B rof. To ecTh I1s CpeAHeCTaTUCTUIECKOTO HyKJIeoTHAa
Ha Y-XpOMOCOME BEPOSITHOCTh MyTHPOBATh 3a OJIMH IOfl COCTAaBJIsIET IPUMEPHO BoceMb 11aHcoB U3 10 Musmapaos. Pasymeercs, mis
OJIHOTO OTAEJBHO B3SITOrO HYKJIEOTHA 9TO BEChMa PEKOe COOBITHE, HO €CJIM CeKBEHUPYIOTCs, CKakeM, 10 MUJUTHOHOB HYKJIEOTHIOB,
TO BEPOSATHOCTb MyTALlMU XOTsI OBl OTHOTO 32 OJIMH I'OJl COCTABJISIET BOCEMb IIIAHCOB M3 CTa. A 3a CTO JIeT — YK€ BOCEMbJECST ILIAHCOB
u3 cra. To ecTh oqHA MyTanus Mpou3oiaeT B cpenreM 3a 120 ser. 3HAUMT, 3a THICAYY JIET (3TO HEOOJBIION CPOK IS OOBEKTOB
TMOMYJISIMOHHBIX UCCIIENOBAHMI) TPOU30HAET yXKe LEJIBIX BOCEMb MyTalllii, TO €CTh 10 YKMCITy MyTallii MOXHO OLIEHUTh BO3PACT
raIuIor pyIibl C IPUEMIIEMOM CTAaTUCTHYECKOM MOTPEHTHOCTBIO.

BaskHO, 4TO MOJTHOreHOMHAs! «3BOJIIOLIMOHHAs» CKOPOCTH (TTOoTydeHHas 1o KannopoBkam 3acenenust Capnunuu [Francalacci et al.,



2013] u Amepuku [Poznik et al., 2013]) coBnana ¢ HOTHOT€HOMHOMN «T'€HEaJOTMIECKON» CKOPOCTHIO, TIOyYeHHOM 110
MHOTOYUCIIEHHBIM UCIIaHACKUM poaocioBHbiM [Helgason et al., 2015]. PacxoxaeHue mMexy 3Tou u 0ojiee paHHEH reHealorn4ecKUMu
ouenkamu [Xue et al., 2009; Helgason et al., 2015] cocraBnsier suiiib 13% ¥ HECOMHEHHO, YTO MPEANIOYTEHUE ClieyeT OTAaTh Oojee
MO3/IHEN U OCHOBAHHOM Ha HECPaBHEHHO OOJIbIlleM 00beMe JAHHBIX «UCIAHICKON» cKopocTh. KoHeuHo, 100ast U3 3THX OLICHOK He
OeccriopHa: HalpuMep, UCIOIF30BaHHAS JIaTa 3aceeHuss AMepukH (15 ThIcsd JieT) BechbMa yCJIOBHA, MOCKOJIBKY, HATIPUMED, TIPH
KamMOpOBKe CKOpOocTH MyTHpoBaHus mutoxoHapuanbHoit [JHK [Forster et al., 1996] Ta ke nata npuHAMaach paBHOH 25 ThICSIYaM
JIeT.

Crioco0 OIeHKH CKOPOCTH MYTHPOBaHUS, UCIIOIL30BAHHBIN B Halllell cOOCTBEHHOU padoTe [Balanovsky et al., 2015] Mbl Ha3BasM
«KJIAHOBBIM», TIOTOMY 4TO OH SIBJISIETCS] IPOMEKYTOYHBIM MEX1y KaTMOPOBKOH U MOJCYETOM MO POAOCIOBHOM: CKOPOCTh OIpe/iesieHa
M0 pa3HO0Opa3uI0, HAKOTUICHHOMY B THOIMYJISIMH (YTO POAHUT C KAIMOPOBKOIT), HO M3yUeHHAsI Ka3axCcKasi MOMyJISALIS aprbHOB, KaK
BBISICHUJIOCH, IIPOMCXOAUT NPEUMYIIECTBEHHO OT OIHOTO OCHOBATEJIsI-POJIOHAYATIbHUKA (UTO POTHUT C MOACUYETOM IO POIOCIOBHOM).

Hakower, B padore [Karmin et al., 2015] ucrnoib30BaH elie OiMH HOXO0/: MOJICUYET YKCIa MYyTAIIHi, 10 KOTOPbIM COBPEMEHHbIE
FaIuIOTUIIBL OTJIMYAIOTCS OT CEKBEHUPOBAHHOTO [peBHero oopasua JHK, KoTopblii (hrioreHeTHIeCK: MOXKET CUMTATHCS X MPEKOM
(TouHee, pacroyokeH Ha (PUIOTEHETUYECKOM JIEpeBe OUeHb OJIM3KO K CBOEMY OOIeMy HPeIKy ¢ COBPEMEHHBIMU TralIOTHIIAMU).

Yro xe KacaeTcs BOIIpOCa O IJIMHE IMMOKOJIEHH A, TO ITPU OLICHKAX «ITOJJHOXPOMOCOMHBIX>» CKOpOCTefI B Ka4eCTBe BBOJHOMI I/IH(I)OpMaHI/II/I
HCIIOJIb30BAJIMCh OAThl B rogax (Bper{ 3aCCJICHUA Cap)lI/IHI/II/I u AMepI/IKI/I, BpEM: JKN3HU OCHOBATEJIA KJIaHA, JaTUPOBKA JPEBHETO
06pa3ua), MO9TOMY U CKOPOCTHU YKa3aHbI Cpa3y B MyTallUsAX Ha roa, U HET HCO6X0)II/IMOCTI/I MMPOMEKYTOYHOI'O MEpeCUETa YEPE3 NJINHY
IOKOJICHUA.

Wtak, B oTimuune ot ckopocTeit MytupoBaHus Y-STR-MapkepoB, B KOTOPBIX KOHKYPHPYIOT JIB€ OIIEHKH, pa3IWYaloIiecs B TPH pasa,
CKOPOCTH MYTUPOBaHHMs IIPH AATHPOBKAX MO MOJHBIM CUKBEHCAM Y -XPOMOCOMBI ONpeesIeHbl C TPUEMIIEMOI TOUHOCTBIO, 1
CYILIECTBEHHBIX Pa3HOIJIACHI B 9TOM BOIIPOCE HET.

OuemHn CHOPOCTH MYyTHpOBaHMHA
NPOTAMEHHBIY YYACTHOB Y-xpomocomi,
onyGnukoBanHbie K 2015 rogy.

OnA Kampod OUEHHM YHazamm cnocob ee
MNoOAYYeHHH, CCEINKA H&a OPANAHANEH YR
CTAaTHHD, M noxKazaHo, B HKaHy YacThk
Iﬂ.HEr‘I-E JOHA l:HIJPIJEI'E'I\l-'.I oHa monagaeT.

Xue et al., 2009 - apavel rogo e mo gy ohpasgas

Mendez et al., 2012 - nepenoc syrecomnoll chopocna
e Francalaccl et al., 2013 = waanbpossa ne vacenesiso Capaarme

e Helgason et al., 2015 - nprescil nogoiey no 753 of pasyass

e armin et al., 2015 - sanwliposun no gpeased gHE
== Balanovsky et al., 2015 - wssissann suaubpsnim

= lf— Pagmik et il., 2013 = cpnuliposna no necesssEm A wspesm
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CKOpPOCTb MYTHPOBAHHMA NPH NOAHOM CEKBEHHPOBAHMK Y-XPOMOCOMbI
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(uncno myTaumii Ha MUANKaPA HYKNEOTHAOB B roa)

Puc. 16. OLieHKH «IIOJTHOT€HOMHOM» CKOPOCTH MyTHpPOBaHusA Ha Y-xpoMocome. [Xue et al., 2009] — ckopocts 1*10-9 myTtarmii Ha
HyKJ1eoTH[ B rof. [IpoBeneH npsiMoii rmojacyer MyTaluii o 1 poiocsioBHO# Mexay 2 oOpa3iamMu, pa3ieieHHbIMU 13 MOoKoJIeHUsIMU.
[Mendez et al., 2012] — ckopocts 0,62%10-9 myTanmii Ha Hykjaeotus B rog. Ha Y-xpomocoMy mpocTo nepeHeceH CKOpOCTh, IPUHATAS
st aytocoMm. [Poznik et al., 2013] — ckopocts 0,82%10-9 myTanumii Ha HykJieoTus B roi. KanuOpoBka 1o 3aceneHnio AMepuKHy,



MpUHUMAas 1aTy paBHO# 15 Thicsuam niet. [Francalacci et al., 2013] — ckopocts 0,65%10-9 myTaimii Ha HykJIeot ] B roj. Kanmioposka
0 apXeoJIornIecKuM fatam 3aceneHns Capavnanu. [Balanovsky et al., 2015] — ckopocts 0,78*10-9 myTarmii Ha HyKJIEOTHA B TO.
KanmOpoBKa 1o BpeMeHH KU3HU IeHealorYecKoro MpejiKa U3yUeHHBIX Mpe/ICTaBUTeNel poJa Ka3aXxoB-aprbiHOB (CIPaBeJIMBOCTD B
JaHHOM CJIyYae TeHeIOTMIeCKHX MpeJaHui IIOATBEPXKAAETCS COBIIAJCHHEM C PEKOHCTPYMPOBAHHBIM T€HETUIECKIM JIEPEBOM).
[Karmin et al., 2015] — ckopocts 0,74*10-9 myrtanmit Ha Hykneotun B roa. Kanm6poska no apesHeit JHK, natupoBanHo#M
PaanoyriIepoIHEIM METOJIOM, M COBpeMEHHBIM oOpasiiaM — ee moromkam. [Helgason et al., 2015] — ckopocts 0,87%10-9 myTarmit Ha
HyKJIeoTH1 B Tofl. [IpoBelieH mpsIMOii ToicyeT MyTaIwii o 274 poJoCIOBHBIM MeXIy 753 obpa3iamu, pa3neieHHbIME 2449
MOKOJICHUSAMU. 7KeNIThIMU CTpEJIKaMu MOKa3aHbl JIBE MepBbIe OMyOJMKOBAHHbBIE OLIEHKH, @ KPACHBIMH — PE3yJIbTaThl IOCJIESIHUX
UCCIIeJOBaHUI.

HAYUYHBIE JMCKYCCHUN

TpexkpaTHble pa3anuusi MeXIY «IBOJIOLMOHHOW» M «T€HEaTOrnYeCKON» CKOPOCTSIMUA MyTHPOBAHHUS ITPECTABIISIOT COOOH HAyIHYIO
npo0OJiemMy, CTaBIIyIO MPeIMETOM OXKUBJICHHBIX qUCKyccuid [Zhivotovsky et al., 2004; Di Giacomo et al., 2005; Zhivotovsky et al.,
2005; Zhivotovsky et al., 2006]. EctecTBeHHO, 4TO HaUOOJIbIIIEE YUCIIO CTATEN 110 STOMY BOIPOCY OMYOJIMKOBAHO aBTOPOM
«3BOJIIOLIIOHHOI» cKopocTH TTpodeccopoM JILA. JKUBOTOBCKMM, MCKABIIMM MPUYHMHBI TAaKKX pasnuuuil. [locnenusas u3
NePEUMCICHHBIX Pad0T TOJBOJUT UTOTH AUCKYCCHH U MpeylaraeT 0ObsSCHEHUE Pa3IMIMil MEeXIy CKOPOCTSIMHU.

O6mbsicuenue [Zhivotovsky et al., 2006] 3akiouaeTcst B TOM, YTO TAIIOTUIIBI BOBHUKAIOT B MOMYJISIIMU B TAKOM KOJIMYECTBE, KaK
CIIe/TyeT U3 «TeHEANOTHYECKO» CKOPOCTH, HO YaCTh M3 STHX TaIIOTUIIOB 3aTeM JIUMHUHUPYETCS Apeii(hoM TeHOB, U TIOTOMY IIpH
PacCMOTPEHUY COXPAHUBIIAXCS TAIUIOTHUIIOB (& TOJBKO MX, ECTECTBEHHO, M MOKET U3YUHTh UCCIIeOBATENb B PEATbHOM MOMYJISIIIAH )
00OHapyKMBAETCs] MEHbIIIee Pa3HOOOpa3ue, YeM pa3HooOpasue, BO3HUKABIIEE MO X0y HCTOPUH TOIMYJISIMHY, a TIOTOMY H
paccuuThiBaeMasi 1o STUM JIAHHBIM CKOPOCTh MYTHPOBAHUS OKa3bIBAETCSI MEHBIIE. DTO MPEATIOIOKEHHEe ObLIO MTOATBEPKICHO
KOMIBIOTEPHBIM MOJICTUPOBAHUEM, M ObLT C/IEJIaH BaXKHBIN BBIBOJI, YTO COOTHOIIIEHUE «TCHEATIOTMUYECKON» U «3BOJIIOITUOHHON»
CKOpOCTEl MOXET ObITh He TOJIBKO TPEXKPATHBIM, a MPAKTUYECKH JIIOObIM, B 3aBUCUMOCTH OT KOHKPETHBIX JIeMOTrpahuIecKux
apaMeTpoOB IMOIMYJIAIMH, a TAKKE B 3aBUCUMOCTH OT — BO MHOTOM CTOXaCTHUYECKOH — JeMorpapuueckoil HCTOPUM KOHKPETHOM
ramiorpymnmnbl. THOro oObsICHEHUsI TPEXKPATHBIM Pa3/IMuUsIM CKOPOCTEH B HAYUHOM JIMTEpaType MpeJIoKeHO He ObLIO, U 00bsCHEHHE
SJMMUHAIMEN YACTH TallJIOTUIIOB BOIIIO B OOMXO/I.

B 10 xe BPEMA OCTABAJIOCh HETTIOHATHBIM, KaKoW Bce XKe CKOPOCTBIO ITOJIb30BATLCA Ha IPAKTHUKE. MmHorue HCCIEa0BATEIM 110J1araiu,
YTO MOCKOJIbKY 3BOJIOLMOHHAS CKOPOCTH Obl1a MOJIy4Y€Ha HE U1 CCMCﬁ, a IJid HOHyIIHLIPIﬁ, TO UIMCHHO €€ JIOTUYHO UCIIOJIb30BAaTh JJIA
JAAaTUPOBOK UCTOPUHU TIAIJVIOTPYIII B IMOMYJIAIUAX. HeKOTOpre APYIrrue€ aBTOPLI NPEANIOYNUTAIIA I€HEAJTOTNYCCKYI0 CKOPOCTb, @ BO MHOT'MX
pa60Tax NPpUBOJWINCH PACYCTHI 11O 0benm CKOPOCTSM. HOCJ'[CHHI/Iﬁ BapuaHT 0COOEHHO HarysiIHO MOKa3bIBaJI p€aJIbHO CYIIECTBYIOLIYIO
HEOMPEACJICHHOCTb B OLICHKAX BO3pacTa OOJILIIIMHCTBA rariorpymit. HOSTOMy OOJILIIIMHCTBO CIICNUAJIMCTOB NIPEAINOYNTAIN HE
OCHOBBIBATh CBOU BbIBOJBI HA CTOJIb IIATKOM CI)yHILaMeHTC, KaK TéHETUYCCKUE JaTUPOBKU, U MPEANTIOYUTAIN APYT€ OCHOBAHUA, TAKHUEC
Kak FeOFpanI/I'{CCKI/Ie 3aKOHOMEPHOCTH B paClpOCTPAHECHWU TrallJIOrpyIirl, rpaAuCeHThI UX pa3Hoo6pa3Hﬂ, CpaBHEHUE C
JIMHIBUCTUYECKUMHU U apX€OJIOIr'MYCCKUMUA JaHHBIMU U APYTUe€ MOAXOAbI.

K Bompocy cpaBHeHMsI AByX CKOpOCTEll Mbl BEpHEMCS B IJ1aBe 7, B KOTOPOH MOKaXeM, UTO FeHETUYECKUE AATUPOBKHY, ITOSyUYEHHbIE IS
reHoonnoB KaBkasza ¢ ncrosib30BaHneM reHeaJlorHuecKoil CKOPOCTH, OKa3aluch B Kyla 0ojiee XOpOLIeM COTJIACHH €
JMHTBUCTUYECKUMU 1 ICTOPHUYECKMMH JIATUPOBKAMH, YEM TOJTyIEHHBIE C TOMOIIIBIO «3BOJIIOLIMOHHOM» CKOPOCTH. JpyruM yKazaHuem
B TI0JIb3Y «T€HEAJOTMUYECKOW» CKOPOCTH SIBJISIIOTCS] JAHHBIE MTOJTHOTO CEKBEHHPOBAHMUS Y-XPOMOCOMBL: B HUX «9BOJIOLIMOHHAS
CKOPOCTb HE OTJINYAETCS CYIIECTBEHHO OT «I€HEAIOTHYECKO», a 3Ha4uT, U 111 STR-raroTunoB «3BoMOLMOHHAS» I0JKHA OBl OBITh
65M3Ka K TBEpJO YCTAHOBJIEHHON (HE3aBUCHMMO MTOKAa3aHHOW BO MHOTHX HCCIIEIOBAaHMSX) «T€HEATIOTNUECKO» CKOPOCTH.

B pa6ote [Karmin et al., 2015] 111 HECKOIBKMX JECATKOB TaruIorpymi ObUTH COMOCTABIIEHBI JATHPOBKH, moydeHHble 1o STR-
MapKepam U 10 JAaHHBIM MOJHOTO CeKBeHMpoBaHuA. OKa3ajiock, YTO [J1 MOJIOABIX Taruiorpyn (B npegenax 5-10 Teicay sier)
«3BOJIIOLIIOHHAS1» CKOPOCTb CHJIBHO 3aHM)KA€T BO3PACT, U JUIs1 COOTBETCTBUS MOJIHOT€HOMHBIM pe3yJibTaTaM CKOPOCTb MyTHPOBAHUSA
STR-MapkepoB J0JiKHa OBITh OJIM3KA K FeHeaJOrM4ecKor WIu Jaxe IPEBOCXOIUTD ee. 3aTo Juisd OoJiee IPeBHUX TariorpyIl
«3BOJIIOLIMOHHAS» CKOPOCTb MOJXOAUT JIyUllle, a HAUMHast IPUMEPHO ¢ BO3pacToB nopsiaka 30 TICsY JIET CKopocTh MyTHpoBaHus STR-
MapKepoB, TpeOylomascs JJIs1 COBIAIEHNs PE3y/IbTaTOB C IOJTHOTEHOMHBIMY, (PaKTUUECKH COBIIAJAET C «3BOIOLMOHHON» CKOPOCTHIO.

HWrak, 10 MHEHHMIO aBTOPA, OKOHYATEJIHOM SICHOCTH B 9TOM BOIIPOCE HET, HO OOJIBLIIMHCTBO apIYMEHTOB YKa3bIBAIOT Ha
000CHOBaHHOCTb TIPUMEHEHH S B OOJIBIIMHCTBE CITyYaeB «I€HEaJOrMYECKOM» CKOPOCTH MyTHPOBAHUS ITPU 00pabOTKe JAHHBIX 10 Y-
STR mapkepam. Bripouem, 3TOT BOIpoc MoTepsi CBOI0 OCTPOTY, TIOCKOJIBKY BO3PACT IaIuIOrPYII TETEph JOCTATOYHO HAIEKHO
OIIpesiesIsieTCsl IO pe3yJIbTaTaM MOJIHOTO CEKBEHHPOBAHMS Y -XPOMOCOMBI. A IS IJaTUPOBOK TEX COBCEM MOJIO/IBIX KJIACTEPOB B
npejenax 9TUX ramIorpyi, rae TpedyeTcs: uCroyb3oBaHue ObicTpoMyTHpyommx STR MapkepoB, cama UX MOJIOIOCTb
(pubsmKkaoInas nX BpeMEHHOM MaIla30H K AMaIa3oHy N3BECTHBIX TeHEaIor i) 0OOCHOBBIBAET MTPUMEHEHHE K HUM
«T€HEAJIOTMYEeCKON» CKOPOCTH.



OKOJIOHAYYHBIE " JIZKEHAYYHBIE IJMCKYCCHUHA
OKOJIOHAYYHBIE ITUCKYCCHU.

CJI0BOM OKOJIOHAayKa — HaeloCh, He OOMIHBIM — HA30BEM MCCIIEIOBAaHMUS B 00JIACTH FeHETHYECKOH reHealoriy, OCKOJIbKY HX B
OCHOBHOM TIPOBOJIAT JIIOAY, KOTOPbIE caMy ceOsl Ha3bIBAIOT «JIIOOUTENSIMU», IPOTUBOIOCTABIIAS «IIPOdheCcCHOHAIaM» — OOBIYHBIM
TIOIYJISIIIMOHHBIM TeHeTHKaM. JTo Ta cepa, uTo Ha 3amajie Ha3bIBaeTCA Citizen science — HAyKOH, KOTOPOW 3aHIMAIOTCS He
npoecCHOHABHBIE YUeHBIe, 2 OOBIYHbIC OO, DTH UCCIIeJOBaHHS ISHCTBUTEILHO HAXOAATCS 0OKOA0 HAYKU — SIBJISISICh HAYYHBIMHU T10
MIpeIMETY UCCIIEI0BaHNM, OHHM He BCEra CIIeAYyIoT CTPOroi HayqHoi Metofosnorni. OHM HaXOASTCS OKOJIO HAyKH M (popMasIbHO,
MOCKOJIbKY HE MHTETPUPOBAHBI B CJIOKHUBIIYIOCS CTPYKTYPY HAYKH, XOTsI MHOTJa B3AaUMOJEUCTBYIOT ¢ Hell. HacToiYMBOCTb, SHTY3HA3M
Y HECOMHEHHasl TAJIaHTJIMBOCTh TOMOTAI0T MHOTHM IPEICTABUTEIISIM T€HETHUECKOW TeHeaIoTHH TTOJyYUTh 3HAUMMbIE Pe3yJIbTaThl,
YacTh U3 KOTOPHIX CO BPEMEHEM BXOIWT U B aKaIeMUUECKYI0 HayKy. OJJHaKO OTCYTCTBHE HAaBBHIKOB KPUTUYECKOTO ITOJX0/a,
MOBEPXHOCTHOCTh TIO3HAHWI M CKJIOHHOCTb K aHTQ)KMPOBAHHBIM MHTEPIIPETAIMSM IPUBOIAT HEKOTOPHIX APYTHX MpelCcTaBUTeen
TeHeTUUECKOH 'eHeaIoruu K BbIBOJAM, MMEIOIIUM C HAyKOI Majio o01uero.

Boo0i1ie e riiaBHOe, HO JIETKO MPEoJOIMMOe PACXOXKICHUE MEXy FeHETHUECKON reHeaIorueil U Moy IsMOHHON TeHEeTUKOM KpoeTcst
B IPUYMHAX NICHUXoJormyeckux. [IpencraButesnsiM HayK HeJerko MpUHATH (hopMy, B KOTOPOH reHeTH4ecKasi FeHealorus nojaeT CBou
pe3y/IbTaThl (HaIpUMep, B BUJIE CEPUM HE BCETja CBS3AHHBIX MEX/Ly cOOON KPaTKHX «IOCTOB» Ha MHTepHeT-dopyMax). [IpeacraButenn
e TEHETUYECKON I'eHealorHy, II0X0kKe, CKIIOHHBI KOMIIEHCHPOBATh €CTECTBEHHO BOSHHUKAIOILEE B MX HOJIOKECHHH «JTIOOUTENIEeH»
OLIIYIeHNEe HEeMOJTHOIIEHHOCTH OCTPO KPUTUKOH B aipec MOMYJISLMOHHBIX T€HETUKOB-«IIPO(EeCCHOHATIOB.

N3mo006/1eHHBIM npeaMeTomM 3TOM KPUTHKU SABJIACTCA KaK pa3 CKOPOCTb MYTUPOBAHUA.

Hey,HI/IBI/ITCJ'[I)HO, YTO I'€CHETUYECKaA IreHeaJ1oruda Bbl6paﬂa IUIL CBOUX PACYE€TOB «I'€HEAJIOTMYCCKYI0» CKOPOCTb MYTUPOBAHM A, KOTOpad,
HCﬁCTBHTCHBHO, MOATBEPIKAACTCA HE TOJIbKO Ha IMapax «OTEl-CbIH», HO U Ha OoJee FJ'[y6OKI/IX reHeayiorusix. Ho YAUBUTEJIbHO, C KAKUM
9HTY3Ua3MOM KPUTHUKYETCA CKOPOCTb «3BOJIIOLIMOHHAA» . Takasa OCTpOTa XapaKTE€pHa i1 BOIPOCOB IMPUHIUIINAIIBHBIX, & CKOPOCTb
MYTHUPOBaHUSA BOBCE HE ABJIACTCA KJIIOYEBLIM BOIIPOCOM I HOHyJIﬂl_lMOHHOf/JI T€HETUKU, BEJIb JaTUPOBKU 110 UBMEHYMNBOCTU STR-
rarjioTUuIioB Y—XpOMOCOMLI ABJIAIOTCSA OYE€Hb HE3HAYUTEJIbHBIM €€ Pa3aeJIOM.

['eHeTHKH, KaK IPaBIJIO, CO3HAIOT TPYAHOCTh HAJEXKHOTO OIpe/ie/IeHNs] BO3pacTa ralulorpyIIibl — Beb Jake eIy PelnTh MpodieMy
CKOPOCTH, OCTaHETCsI BOIIPOC HEMOJTHOTHI BHIOOPKH IaIIOTUIIOB (MHOTHE PEabHO CYIIECTBYIOIINE TOABETBH B aHATU3UPYEMOM
BBIOOPKE MOTYT OTCYTCTBOBATb), HETOUHOCTH PEKOHCTPYHPOBAHHOTO JiepeBa (Jaxe MpH MCIIOIb30BAaHNH OOJIBIIOrO YHCIa MAPKEPOB Ha
JiepeBe OCTaloTCs — MyTh He BCeria 0ToOpaxaeMble — PEeTUKYJISLMH, TPEeBPALIAIINE ee B 3aIyTAHHYIO CETh), U IaXe TOYHO
OIIpe/IeJIeHHBIN BO3PACT raruIorpymIis! He BCerja oMoraeT JOCTHYb 1111 — JaTUPOBaTh COOBITHS B ICTOpUHM monyJisinuii. K Tomy xe B
psie cilyvaeB TPYAHOCTh B OIPE/IeNIeHNH a0COIOTHOTO BO3pacTa raruiorpyIin He CKakeTCs CYIIECTBEHHO Ha BBIBOJAX, TOCKOJIbKY IS
pelIeHrsI MHOTHX 33/1a4 JIOCTAaTOYHO OTHOCUTENIBHOTO BO3PAcTa, TO €CTh BAKHO OIPE/IeNieHNe MOCIIeJ0BATEIbHOCTH MOSIBJICHHS Pa3HBIX
raIuiorpyIi B U3y4aeMOM PErroHe — Kakasi raruiorpyrniia pacnpocTpaHuiach epBOHaYaibHO, KAKHUE ITOTOM, a KaKKe Iaruiorpyribl
MapKHUpYIOT HanboJiee MO3IHAE MUTPALIUH.

ITosTOMy MOMyJISIIMOHHBIE TEHETUKU OTHOCSITCS K PACXOXKICHUAM B IaTUPOBKaxX (pry1ocoCKy, a K CAMUM JATUPOBKAM — C U3PSJHON
Joneit ckericuca. Ho reHeTndeckue reHeasoru 0T4ero-To KjaaayT BOIPOC JaTUPOBOK B CEPALIEBUHY CBOETO MUPOBO33PEHHUS, U
yOeKIIeHbI €CIIM He B TOYHOCTH KaX/I10W KOHKPETHOH AaThl, TO B IPUHLMNNAIBHON JOCTHXUMOCTH ¥ IPUHLIUITHATBHON BAKHOCTH
TOYHBIX JaT. [I09TOMY B OTHOIIEHMH I'€HETUYECKUX I'EHEaIOroB K TeHETUKE CO3aeTCsl HeKast abeppalivsl 3peHHs: XOTsI pacyeThl
Bo3pacra o STR-ramoTunam sBISIOTCS OYeHb HEOOJIBINON YaCThI0 NCCIIEI0BAHNI Y -XPOMOCOMBI, TPOBOJVIMBIX TOITYJISIIIHOHHBIM
TeHEeTHKaMH, ¥ TeHeTUYEeCKHe TeHealory PEeKPacHO 3HAIOT 3TH MCCIIEJOBAHM, TEHEAIOT HCKPEHHO YOEXK/IEHBI, UTO «HETPaBUIIbHAS
SBOJIIOLIOHHAS] CKOPOCTh» SIBJISIETCS [UIs1 pabOT MOIYJISLIMOHHBIX T€HETHMKOB KPAeyroJIbHbIM KAMHEM U CBOJMT Ha HET BCIO MX
LEHHOCTb.

HyXHO OTMETUTB, YTO B MHTEPHET-UCKYCCHUSX Ha 3Ty TEMY HEpEeIKO CMEIIMBAIOTCSI COBEPIIIEHHO pa3yinuHbie Belu. Hanpumep,
CKOPOCTH MYTHPOBAHHMSI U METOJ] pacyeTa BO3pacTa — XOTsI OUEBUIHO, YTO JIDOOH METOI MOKHO CKOMOMHUPOBATh U C TOM, U C IPyroi
CKOPOCTHI0. JIIOOOIBITHO, YTO CMEIIKMBast CKOPOCTh M METO/I, MHOTHE FeHEaIOrM HAUYMCTO OTPULIAIOT SBOJTIOIIMOHHYIO «CKOPOCTh
KuBoTOBCKOr0», HO PU 3TOM TOIB3YI0TCsE MeToioM ASD [Sengupta et al., 2006], xots1 B 3101 cratbe JI.A, JKrBoTOBCKMIA ObLI
BTOPBIM COABTOPOM M, YUUTHIBAS €T0 KBATMU(DUKAIMIO MaTEMAaTUKA, CKOpee BCEero, 3aHUMaJICs Kak pa3 pa3paboTKoW MeTo/a.

Hakan crpacreit nopaxaer BooOpaxenue. He OyeM NpUBOIUTH 3[1ECh IUTATHI — XKENAIOIIIE JIETKO HARIYT UX Jaxe Ha HanOosiee
OCHOBATEJIbHOM U3 PYCCKOSI3BIYHBIX MHTEPHET-CAUTOB MO TeHETUYECKOM r'eHealorn www.molgen.org, He FOBOPsI ke O calTax, Jyis
KOTOPBIX HE TAK XapaKTepHbI B3BElIEHHbIE BhICKa3biBaHus1. He OyneM v pa3BUBaTh jlajiee TeMy O [podsieMax B3aMMOIEHCTBUS
MOMYJISIMOHHON I'€HETUKU M TeHETUYECKOU reHeanoruu. Jlydiiie Geryio yoMsHEM Te COBMECTHbIE IOCTUKEHUSI, KOTOPbIE MOJTyYeHbI B
paMKax cOTpyTHHYECTBA MPeICTABUTENeH TeHETHUECKON TeHeaIoTHU M OJJHOTO JIMIIIb HaIlIero KOJUIeKTHBa. D10 Oa3a JaHHBIX Y-base, B
HAITOJTHEHUH KOTOPOU OOJIBIyI0 ToMoIib oka3an Poman CerueB; 6a3a naHaeix MURKA, Tekymas Bepcust KOTOpoi pa3padoTaHa



Banepuem 3anopoxueHKo; IporpaMmma-TnpeuKkTop, pa3paboTaHHasi 1o HallleMy 3aKa3y BaguMoM YpacuHbIM, Hallld COBMECTHBIC
cratpu-auanioru ¢ Bamumom Bepennuem u Eprennem MartiormonkoMm Ha caiite ['eHoonr. pp, Most cTaThst B «POCCHICKOM BECTHHIKE
TeHETUIECKOU TeHea IOTHI», TTIOMOIIIb PsIy TeHeaIoroB, MCCIeAyonuMX rarutotunsl KaBkasa n 3akaBKasbs, epeada UM rpyIin
(pammmii (He MHIUBUIYAIBHBIX, YTO OTHOCHUTCS K KOH(PHICHIMATFHON HH(pOPMAIMHY, 2 UMEHHO T'PYII) — IS CepUll U3YUYeHHBIX
HAMH TaTUIOTHITOB, TIOJIE3HBIE COBMECTHBIE OOCYKICHHS 1 MHOTOE, MHOTOE pyroe. MOXHO HaJesIThCs, UTO STH pealbHble COBMECTHHIC
JTOCTHKEHM S TIepeBeCAT MU(UUECKHE TPOTUBOPEUUSl, U PyCCKOSI3bIUHBIE TEHETUKU U TEHEAJIOTH JOTOHSAT U MEPETOHST CBOUX
AHTJIOSI3BIYHBIX KOJUIET 0 YacTH B3aMMOTIOHUMAaHU 1, B3AUMOIIOMOIIY U COTPYIHUYECTBA IPYT C JPYTOM.

JIZKEHAYYHBIE JTUCKYCCHU.

«JIxenayka» — cuibHOe ciioBo, HO JJHK-reneanorus B Bapuante, nponaranaupyemom A.A. KiiecoBbiM, 3aciTyXMBaeT €ro B IMOJHOM
Mepe. ITo ObUIO JABHO MOHATHO CIIELUATUCTaM, a TI0c/e MyOIMKAIMK KOJUIEKTUBHON CTAaThH 24 BEIyIIMX POCCUICKUX YUEHBIX —
TeHETHKOB, JTMHTBUCTOB, apXEO0JIOrOB, NICTOPHKOB, TeHETHUECKHX reHeanoroB u Apyrux (Tponukwnit Bapuant, Nel (170), 13 saBaps
2015 r.), «[JHK-reneanorus: KinecoBa» mosyunia cTaTyc JoKeHayKH, TaK CKa3aThb, opurmaibHo. OOCyKISHHIO JDKeHAYKH ObLIO OB,
HABEPHOE, He MECTO B 3TOM Hay4uHOU MoHOrpacduu, eciu Ob1 A.A. KitecoB He pacripoctpansii [JJHK-reHeanoruio HaCTOIbKO IUPOKO U
arpecCUBHO B PYCCKOSI3BIYHOM MHTEPHETE, YTO MHOTHE YU€HbIe, He ABJIAI0IIYECS NPO(eCcCHOHANIbHBIMU TEHETUKAMU, IOHEBOJIE
3HaKOMsITCA ¢ Hell. He Oyayuu 3HaKOMBI ¢ peaibHOM KapTHHON reHEeTHYEeCKUX MCCIIeIOBAHNI UCTOPUH HAPOIOB — IIPECTaBIEHHON B
UHTEpHETEe BecbMa CKYJHO — OHM MHOTAA MOANAJA0T MO OYapoBaHue 3alpeaesbHoro ynporeHus A.A. KiecoBbIM reHeTHUecKux
JIaHHBIX, METOJIOB M pe3yiibTaToB. HaM npuaercs noxpodHee 00CyUTh 3TO B IJlaBe 3, MPU pacCMOTPEHUH reHO(OH/IA ClIaBsH — Be/lb
MMEHHO VICTOPUIO CJIaBsIH «HAy4YHbI maTpuotusm» (tepmuH A.A. Kiecosa) IHK-reHeanoruu nepekpanBaet HanboJiee ak THBHO. 31€Ch
XKe paccMoTpuM Jiniib yyeHue JJHK-reHeanoruu o pacyeTe BO3pacToB raruiorpylIii 0 pa3HOO0pa3uIio raluioTUIIOB.

OT reHeTUYecKoi reHeasIoru, B pycie kotopoit A.A. KiiecoB HaumHam CBOIO AESTENFHOCTh HA TEHETHUYECKOM ITOTIPHIIE OH
yHacnenoBai (1) Bepy B HENOTPEIIMMOCTh «TCHEATOTHYECKOI» CKOPOCTH MyTHPOBaHUA 1 (2) B HEMOT pEIMMOCTh METOja pacieTa
BO3pacTa Mo J0Jie UCXOIHOrO rarioTuna (pa3padoTaHHOTO UM COBMECTHO C TeHETUYECKUM reHeasiorom [ImurpueM AnaMoBbiM). 3a
TOJIBl CAMOCTOSITETIHHOU JIEATEILHOCTH OH (3) OOBSBIII «T'€HEaJOTMIeCKyI0» CKOPOCTh CBOUM JINYHBIM N300peTeHreM, (4) coOCTaBUT
HMHCTPYKIIHIO pacuyeTa BO3PacTa M CIPaBOYHYIO TaOIHUILy, (5) BBEI IMOMPABKy Ha OOpaTHBIE MyTaruy, (6) Ha3Baj BCE STO €IMHCTBEHHO
BEPHBIM CITOCOOOM JATUPOBOK, M OoJiee Toro — (7) HOBOM HAyKOW, He MMEIOIIEH OTHOIIEHUS K TIOMYJISIIIMOHHON TeHEeTHKe.

ITpokoMMeHTHpYeM MO MMyHKTaM.

(1) «I"eneanormyeckasi» CKOPOCTb MyTHPOBAHUA, ISHCTBUTEIILHO, HEIJIOXO 000CHOBaHA. 3a0aBHO, YTO aBTOP STHX CTPOK, KOTOPBIH
e/1Ba Ji1 He 0OJIbIle YeM, KTO-JIMOO JIpyroi U3 MOMyJISIMOHHBIX TEHETUKOB, J0Ka3bIBAJ IIPEUMYIIECTBO UMEHHO «I'€HEeaTornyecKon»
CKOPOCTH MYTHUPOBaHHUs TIepe]] «3IBOJIOLIMOHHON», B UHTepHeT-yomnkanusax A.A. KiecoBa ¢purypupyer kak yoesxIeHHbIA
MPUBEPIKEHEI] «3BOJIIOIMOHHOI» CKOPOCTH. JI0KEH CKa3aTh, 4TO 51 He TaK YK yOexk/eH U B aOCOIIOTHOMN MPaBUIILHOCTU CKOPOCTH
«TEHeaIOTMIeCKOi», HO UMEHHO OHa MOJATBEPIIIIACH B IBYX MCCIIEIOBAHUSX, KOTOPBIE MBI IIPOBOJVUIM B Pa3HOE BpeMs 1 Ha PA3HBIX
reHObOH/IaX: 9TO ObLJIO OJJHAM M3 OCHOBHBIX BBIBOJIOB U 000O0IIatoIei crateu 1o KaBkasy (Balanovsky et al., 2011) u crateu 1o
KaJMOpOBKe MOJTHOreHOMHOM — 1 3a0/1HO ocHoBaHHOH Ha STR — ckopoctn mytrpoBanus (Balanovsky et al., 2015). HUrtax, Bepa B
HEMOrpeluMOCTh T€HEAIOTMIECKON CKOPOCTH, XOTS U MMEET HE HAyUYHbIE UCTOKH, BPSIJL JIM IPUBEIET K HAYYHBIM OLIMOKaM, TeM OoJjiee
Ha TeX UHTepBajax BpeMeHH, ¢ KoTopbiMu umeeT aesio JHK-reneanorus. IlosTomy Ha 3TOM nepBoM IyHKTe KjiecoBckoe yueHue JHK-
TeHEeaJIorMu He BbI3bIBAE€T HAPEKAHUI.

(2) Meton pacyera 1o J0Jie UCXOIHOTO raruioTHNA, KaK YKa3blBaJIOCh BHIIIE, TPABOMOYEH, HO UMEET PsiJ] OrPaHUYEHUH U B [IEJIOM
HanMeHee onTUMasIeH. s JaTUPOBOK MOJIOJbIX KJIACTEPOB C MPOCTOH (hHIOT€HETUYECKON CTPYKTYPO OH NpUeMJIeM, HO JJIS CTaphIX
U CJIOKHBIX (PUIIOTEHUI CKOpee BCEero OIMpeAeUT BO3pacT Xyke JPyrux MeTonoB. BepostHo, A.A. KiiecoB 3T0 3HaeT, HOCKOJBKY YacTo
HOJIb3YeTCs OOIIENPHHATEIM PACYETOM I10 YMCITY HAKOIJIGHHBIX MyTaLlMi, a JOCTOMHCTBOM CBOETr0 MeToa (IOJM UCXOJHOTO
rarIoTHIIA) Ha3biBaeT He TOYHOCTb, a JIMIIIb IPOCTOTY pacyeToB. VTak, ¥ 34eck 0coOBIX ITPoOIeM HeT (XOTs HEeT ¥ IPeUMYIEeCTB), 1
kiecoBckas [JHK-reneanorust ocraercs B paMKax IpaBOMOYHBIX C TOUKH 3pEHUS MOMYJIAIMOHHON TeHETHKY METO/IOB.

(3) O6bsBnenne A.A. KiiecoBHIM «TeHealornIecKoi» CKOpPOCTH CBOMM M300peTeHrneM TpeOyeT cpa3y Tpex KOMMeHTapueB. Bo-
HePBBIX, UM, HACKOJILKO MOXHO CYIHTb, ACHCTBUTEILHO MPOBOAWIMCH HCCIIEOBAHUS IOTIAHICKUX POJOCTIOBHBIX M OblIa MOJTy4YeHa,
€CTECTBEHHO, Ta K€ «I'€HEeaIOrnIecKasi» CKOpPOCTh MyTHPOBAHUS, KOTOpasi MOTydaach BCeMH: OblIa U3BECTHA BO MHOTHX
WCCJIeIOBAaHMSIX TIap OTel-ChiH, HEJABHO MOJyuYeHa HaMHU Ha Ka3axcKol ponocioBHoii (Balanovsky et al., 2015), a Takxke nosyyanach u
B pslie MCCIIeJOBAHUI B pycjle TeHETUYECKOH reHeaslornil. Bo-BTOPBIX, 9TOT pe3y/IbTaT — BO3MOXKHO, BIIOJIHE HAYYHBINA — HE ObLT
HuKoraa A.A. KilecoBbIM oryOIMKOBaH B IPU3HAHHBIX HAYYHBIX KYpHAJIAX, U JaXe B €ro MHTEPHET-ITyOJIMKALMSIX METO/bI OIMCAHBI
HEZI0CTATOYHO MOJIHO /ISl UX BOCTIpou3BeAeHHs. IMEHHO M03TOMy MHE M IIPHIILIOCH BBIIIE CTABUTh OTOBOPKY «HACKOJBKO MOXHO
cynuth». B-TpeTbux, eciu A.A. KiiecoBbiM 1 OblTa HE3aBUCUMO MOATBEPK/IEHA U3BECTHASI 33/10JIT0 JIO HEr0 ¥ MHOTOKPATHO
MOJTBEPKICHHAS] TeHEeaIOTHUecKask CKOPOCTh, 3TO He JieJlaeT ee HEKOM TPeThel «KIJIECOBCKOI» CKOPOCTBIO — OHA OCTAaeTCs BCe TOM ke,
Clieftysi YCTOSIBIIEMYCSI TEPMIHY, «T€HEaJIOTHIECKOM».



(4) TlomaroBast MHCTPYKIMS pacyeTa BO3pacTa — Belllb, HECOMHEHHO, MOJIe3Has! 1J1s1 HAYMHAIOIIMX JIOOUTeNe! reHeTHIeCKON
rereaniorny win JHK-reneanoruu, Ho He 6osiee Toro. CripaBoyHasi Tab/MIa, B KOTOPOH CKOPOCTH MyTHPOBaHUsI IPUBEACHBI HE
TOJIBKO JJ1s1 OOBIYHOTO IS OMYJISIHMOHHOM reHeTHKU 17-MapkepHoro Habopa STR-mMapkepos, HO 1 U1 Jpyriux HaOOpPOB MapKepoB,
npejlaraeMbix Komnanve kommepueckoro JJHK-tectipoBanus ftDNA, Toxe none3Ha, XoTs TAKWe pacyeThl IIPOBOAWINCH U
MHOTHIMHU ITPE/ICTAaBUTEISIMA TeHETUYECKOH reHeasioruu. Mtak, 1 Ha TOM 3Tare NpoTUBOPEYHMH C MOAXOaMH MOIYJISIIMOHHON
T€HETHKH HeT.

(5) INonpaBka Ha 0OpaTHBIE MYyTalIMX NTPAaBHJIbHA, HO TOJIBKO JJIs1 HAMMEHee ONTUMAaJIbHOTO METO/IA pacyeTa 1o A0Jie UCXOJHOTO
raIuvioTHIIA ¥ TIPY BHEIITHE 33JJaHHOW CKOPOCTH MYyTHpOBaHusl. Belb 1eficTBUTEILHO, MOTYT MTPOUCXOUTh U OOPaTHBIE MYTaIU
MPOU3BOHBIX IAIUIOTUIIOB B UCXOIHBIA, M OHU 3aHU3SAT HAOJIOIAEMYIO JI0JTI0 IPOU3BOAHBIX IAIUIOTHUIIOB 11O CPABHEHUIO C JI0JIeH
peabHO BO3HMKABILIKMX IPOM3BOJHBIX TarioTHnoB. Ho mis Apyrux MeTozioB pacyeta ¥ IpH MCIOJIb30BAaHUM KaMOPOBAHHbIX
CKOPOCTel MyTHpPOBaHUS BBe[ICHHE TAKOW MONPAaBKU ObIIIO Ob HEBEPHBIM, BeIb OOpAaTHBIE MyTALIMM MOTJIM IPOMCXOAUTH U B IIPUMEDE,
MOCITY)KMBLIEM OCHOBOH KaJIMOPOBKH, a 3HAUMT YK€ B HESIBHOM BHAE yuTeHbL. MTak, u TyT B Metozie pacuera JHK-reneanoruu Het
omo6ok? Bo3aMoxHO. X0Ts 00J1aCTh IPUMEHEHHSI CyKAETCS C KaKJbIM HOBBIM LIATOM JI0 TIPEAENIBHO MPOCTHIX CIIyYaes.

(6) Ho ommoOK# TOYHO HAYMHAIOTCS C 9Tala, Koraga 3ToT «KJIECOBCKHUI» CIIOCO0 pacuera 00BABIIsAETCSA €INHCTBEHHO BEPHbIM. Bo-
MEPBLIX, OH HE <<KJ'[€COBCKI/Ii7I», a pa3pa60TaH NOMYJIAOUOHHBIMH T€HETUKAMU WU UCIIOJIb30BAJICA 3a40JII0 U HE3aBUCUMO OT AA.
Knecoga. BO-BTOpLIX, 3TOT CIIOCOO HE C€IUHCTBECHHO BeprIfII " pacyeT 1o Yucity MyTaHHﬁ, ¥ OCOOEHHO pacyeT 1o JoJjie uCXOAHOTro
rarioTuina UME0T CBOU HEAOCTATKHY, Ja U «T€HEAJIOTUYECKAA» CKOPOCTb MYTUPOBAHUS HE 6eccn0pHa.

(7) O6nacts gesrenpHocTy (JJHK-reneanorus Kiecora), OCHOBaHHas Ha MO3aMMCTBOBAHHOM U3 TIOMYJISIIMOHHON T'eHETHKE METO/Ie
JATUPOBOK KJIACTEPOB TaIlJIOTUIIOB, OOBSIBIISIETCS HOBOIM HAYKOH U MOMYJISIIMOHHON 'eHeTHKe TIpoTUBoNocTaBisiercs. Tyt yxe
KOMMEHTap1y U3IHIIHN — 1ockojibKy JJHK-reneanorusi camum ee rypy BHIBOJUTCS 32 MPEAEIIbl aKaIeMUIECKON HAYKH Ha TIPOCTOPBI
JOKEHAYKH.

Crout 100aBUTh, YTO STOT BBIBOJL 32 MPE/IE/Ibl HAYKH CTPOMTCS HA CTPAHHOM HEJIENUIIE, C 3aBUIHBIM MIOCTOSTHCTBOM BHEPSIEMOM B YMbI
nounTareieit kiecoBckor [JHK-reneanoruu. Vim BHyIIaeTcs Hesenoe rpeacTaBlieHne, uTo cepa NCCIeJOBaHNl TeHETUKH He
M3MEHHUJIach CO BpeMeH MoHaxa [ 'peropa MeHemns 1 YTO TeHeTHKA 3aHUMAETCsI TOIbKO TeHaMH — TeMH (pparMeHTaMu
HACJIeICTBEHHOTO MaTepualia, KOTOphle OTBEYAIOT 3a (DeHOTUITMUECKIIEe M WHBIe IpU3Haku. A Bech ocHoBHOU MaccuB [JHK, o kotopom
MBI He 3HaeM €ro CBSI3U ¢ BHEITHUM TPOSIBJICHUEM, OCTaeTCsI IKOOBI OECXO3HBIM U IMEHHO ero mpucBanBaet cede [JJHK-reneanorus.
Heneniit neBus: «I'ennl — rederuke, a JHK — [JHK-reneanorumn», Kak HA yAUBUTENLHO, HAXOJUT OTKJIMK B yMax Mo4MTaTeNe,
UMEINUX cpeqHee oOpa3oBanue. Kazamock Obl, 1axke MIKOJBHOE 00pa3oBaHUe 0OECIIeUNBaET MOHATHE O TeHeTHKe. ['eHeTHKa — 3To
OTHIOJIb HE «HayKa O T'eHaX». DTO HayKa O HAaCcJIeICTBEHHOCTH U U3MEHYMBOCTU. A HAC/IeJICTBEHHOCTD, IaXe eCJIM PacCMaTpUBATh
TOJIbKO cBsi3aHHYyI0 ¢ JIHK, BK/IoyaeT B ce0s1 MHOKECTBO CAMBIX Pa3JIMUHBIX TUIIOB HYKJICOTHIHBIX MOC/IEA0BATEILHOCTD, CPEn
KOTOPBIX T'€HBI COCTABJISAIOT MEHBIIMHCTBO. Kak TepMHH «aToM» (T.€. «HeAEIMMBIil») UCTIONBb3YEeTCs U HBIHE, HO 03HAYaeT COBCEM MHOE,
yeMm 1151 prunocohoB aHTUIHOCTH, TaK U TEPMUH «T€H» MCIOIB3YeTCs U HbIHE, HO O3HAYaeT COBCEM MHOe, YeM /il MloranHceHa,
KOTOpBbII BBeJI ero OoJjiee cTa JieT Haza/l. [I09ToMy reHeTHKaM Jaxe HeJIOBKO Pa3bsICHATH MOHSITHUS, N3BECTHBIE [IKOJIBHUKAM, YTO
reHeTrKa paboTaeT co BCEM HACIE/ICTBEHHBIM MaTepuaioM, co Beeit [JJHK, kak u pa3BenBaTh Mpovre HeBEXECTBEHHBIE MTOCTYJIATHI
HOHK-reneanorun. (Hanpumep, cTos e HeBexecTBeH noctyaat A.A. KiecoBa o Tom, 4TO MOy IAIMOHHAS TEHETHKA SIKOOBI
3aHUMaeTCs IyTeM OT TeHa K MPU3HAKY, XOTS 9TUM 3aHUMAIOTCSI COBCEM MHBIE pa3/iesibl TeHeTHUKH U IPYTUX OMOJIOTHYeCcKUX Hayk). Ho
HMMEHHO C ITOMOIIbI0 HACTAWBAHMSI OJTHIX HEBEKECTBEHHBIX IIOCTYJIATOB Ha Apyrue u hopmupyetcs mkeHayka JJHK-reneanorus,
KOTOpBIE 3apyOeKHbIe KOJUIETH HA3BAIN «T€HETUIECKON acTPOJIOTHEH».

JTATUPOBKH B 3TOM KHUT'E

HaTI/IpOBKI/I IO JaHHBIM IMOJIHOT'O CEKBEHUPOBAHUA Y-XpOMOCOMbI HCIOJIb3YIOTCA B pa3aeiie 5.4.,, a I10 JaHHBIM O STR-ramnorumax
HanOoJiee NnocjeJ0BaTeJIbHO U CUCTEMATUYCCKU TPUMEHAIMCh TPU UCCJICIOBAHUN FeHO(i)OHI[a Kapkaza (pa3)1en 43) HHH JAaTUPOBKU
STR-KHaCTCpOB B IIpeiejIax rariorpymi ucrnojib30BajluCb TpU METOAA:

1) Ilokazaress p MCHOJIB30BAJICS IS JATUPOBKH KJIaCTEPOB, Kak onucaHo B [Forster et al., 1996; Saillard et al., 2000].

2) Metronq BATWING [Wilson et al., 2003], ocHOBaHHBIII Ha MO/IEIMPOBAaHUN BO3HUKHOBEHUSI FAIUIOTHUIIOB, ObLT UCIIOJIb30BaH IS
MOJTyYeHMsI HE3aBUCHUMBIX OLIEHOK BO3PAcTa TeX ke KJIACTEPOB.

3) Iokazarens ASD [Sengupta et al., 2006] ucrosb30BasICs JUIsl OMpe/ie/IeHUs] BpeMeHU, HEOOXOJUMOTO /1JIs1 HAKOIUICHU ST
HaO0JTI0/1IaeMOl M3MEHUMBOCTH BHYTPH MOMYJISAIMHU [UIs BCEH TAIUIOrPYIIIbI (a He JUIst OT/eNIbHBIX KJIACTEPOB BHYTPH TarlIOrpyIii, B
OTJIYKE OT [EPBOrO U BTOPOTO METOJIOB aHAJTH3A).

Xors mogasJstionee OOJBIIMHCTBO CTATUCTHUECKMX PacyeTOB B JAHHOM HMCCJIEIOBAHHUH BHITIOIHEHBI IMYHO aBTOPOM, HO aHAJIN3
MetoioM BATWING nposeseHn coBMmecTHO ¢ cotpyaaukoM Hewo-HMopkckoro uccnenoaresnsckoro nentpa IBM [Isnom ITnatrom (Dan



Platt), a pacuer SD — BmecTe ¢ HayYHBIM KOOpAMHATOpOM TipoekTa «['eHorpadusa» Jasumom Copus (David Soria) B pamkax
COBMeECTHOTO HccienoBanus [Balanovsky et al., 2011].

JATHPOBKMU C IOMOIIBIO METO/IA BATWING.

BATWING no3BosiieT onpeenTb BpeMEHHbIE I'PaHULIbl, MEX/y KOTOPHIMUA MOIJIa BOSHUKHYTh MYyTallUsl, BIOCJIEICTBUU HE
noBTopsiBiiasicst (unique event polymorphism — UEP). O6bruno B kauectBe UEP ucnons3yiorcs SNP mapkepsl, HO 3TOT ojxo[
MOXeT OBbITh PaCIIPEH 32 CUET MCIOJIb30BAHUS «BUPTYaIbHBIX MyTallUii», MApKUPYIOIIUX Kiaactepbl STR rarioTunos, Kak onmcaHo B
padotax Cruciani ¢ coapropamu [Cruciani et al., 2004, 2006]. Bbiaessuiich NOMyJsKUY, B KOTOPBIX IIPUCYTCTBYIOT 9TU KJIACTEPbI, U
pacuetsl MeTooM BATWING Bx:mouanu Bce 00pasiibpl U3 3THX NOMYJISAKE ¢ 1ienbio gatupoBath UEP. MBI UCIONb30Ba Te ke
napaMeTphl pacripeiesieHusi, 4to u B padore [Xue et al., 2008].

BATWING Taksxe mpuMeHsUICS ISl MOJISTMPOBAHUS TTOCIIeJOBATEIbHOCTH TOMYJIIIMOHHBIX BETBICHUN U JATHPOBKH TOYEK
BeTBJeHusl. KilacTephl rarioTUIoB, orpe/ie/ieHHbIe Ha (PUIOreHETUYECKHUX CETSIX, HHIKOUM 00pa30M He YUUTHIBAIUCH B STUX pacyeTax.
Takum 06pa3oM, 3T Pe3yIbTAThI MPEJOCTABISAIOT METOAUIECKY HE3aBUCUMYIO OLIEHKY BPEMEHU pa3/ie/IeHUs MOy JIsIH.

OT'OBOPKA 1: MOHOPUJIETUYHOCTbD.

Bce mMeTob! JaTUPOBOK KJIACTEPOB UCXOIAT U3 MPEANOIOKEHHS, YTO pacCMaTPUBAEMBble TATUIOTUIIBI PEASIbHO MPOUCXOAAT OT OJHOTO
npenka. Ho 1 3Toro HykHO TOYHO 3HATh AE€PEBO MPOMCXOKIEHHS IAIUIOTUIIOB APYT OT Apyra. IIpy ucnonp30BaHUH MOJTHOTO
CEKBEHHPOBAHUSA Y-XPOMOCOMBI 3TO IOCTUTAETCSI, HO MPU UCTIOIb30BaHUHU JaHHBIX 10 STR-ramioTrnam nogydaemoe JepeBo sBIsETCS
JIMIIb TPUOJIMKEHHON PEKOHCTPYKIMEH pealbHO MPOUCXOIMBILEH 9BOIIONMH raruoTunoB. Koneuno, yem 6onbiie STR-mapkepos
AHAIM3UPYIOTCS, TEM TOYHEE BBIIEISIOTCS TalUIOTHITH 1 JIydIlle pEKOHCTPYHPYETCs] UX POACTBO APYT C APYroM, HO Jaxe Mpu
UCIIOJIb30BaHUM 1 HECKOJIBKUX JECSITKOB, U Oosee coTHH STR-MapkepoB ocTaloTcsi HEOAHO3HAYHOCTH B JepeBe.

[My6mrKyemble CXeMBI POJICTBA TAIIOTHIIOB, IAXKe eCIIA OHU OTOOpAXaKTCs B BUJIE ceTell (PETUKYJIISIMY Ha CeTsAX KaK pa3
TpeHA3HAYEHBI JJI1 OTOOPaKEHUS Pa3HBIX BO3MOKHBIX ITyTEH SBOJIOIHMHN), YACTO CO3/IAI0T WLUTIO3UIO TIOUTH MOJTHON OTHO3HAYHOCTH
nepeBa. B MeHCTBUTEIBHOCTH XKe 9TU CXeMBbI ONPEJIeISIIOTCS IOPOraMH, 3a/1aBaéMbIMU ITPOrpaMMe IPH IOCTPOSHUY JIepeBa, WU
BHYTPEHHUMH aJITOPUTMAaMHU caMOU mporpaMmsl. [1pu uctosib30BaHUM HanboJjiee OmyJIsipHO# rporpaMmel Network ceTs rpu
0TOOpakeHUHU OOJIBIIMHCTBA BO3MOKHBIX ITyTel 3BOJIOIMH BHIMJISUT KAaK CITyTaHHBIA KiIyOoK. HO 1pu 3ajaHum jXeCTKHUX yCIIOBUI
MCKJIIOUEHHUsI BCEX BETBE, KpoMe HauboJiee BEPOSITHBIX, KIIyOOK MOXHO MPEBPATUTh B KPACUBOE 3BE3J000pa3HOE JIEPEeBO,
PETHKYJISIIIMM HA KOTOPOM OCTAIOTCSI JIMIIIb TaM, IJIe PEIIUTEILHO HEBO3MOXKHO OT/IATh MPEANIOYTEHNUE OJHOMY M3 JBYX BO3MOKHBIX
myTeid. Bosee Toro, qake B HA3BaHWM CTAThH, OIICHIBAIOIIEH METO/ TIOCTPOSHUSI MeIuaHHbIX ceTeit [Bandelt et al., 2000]
MPUCYTCTBYET 000POT «XkajaHasi peaykuus» (greedy reduction), yKa3plBaIOIIHMiA HA TO, YTO UCKJIIOYEHHE MEHEe BEPOSITHBIX BETBEH
SIBJISIETCS] HEOTHEMJIEMOU — U BIIOJIHE Pa3yMHOMN — 0COOeHHOCThI0 MeTosia. Ho Besib 3T He oToOpaxkaeMble Ha JiepeBe yTH SBOJIOLIN
TOXe€ BIOJIHE BO3MOKHBI (OCOOEHHO TIPH KECTKUX MOPOrax). A 3HAYUT Ta TPYIIIA FaryIOTUIIOB, KOTOPAsl Ha MOJyYeHHOM JiepeBe
MOKa3aHa Kak MPOMCXOMSINASI U3 OIHOTO TalJIOTUIIA-OCHOBATEIs, HA CAMOM JIeJie MOXKET BKJIOYATh FAILUIOTHIIBI, UMEBIIKE B
JEHCTBUTEITLHOCTH JPYTUX MPEAKOB, IyCTh CKOpee BCero B KAKOW-TO Mepe ¥ POACTBEHHBIX MPHUITUCAHHOMY UM IIPEIKY-TaIUIOTHITY.

Sra NorpemHocTb, Hen30eKHas1 py Kcnosb3oBanuu Y-STR aHHbIX, siBIsieTCs HanboJiee Cepbe3HBbIM NPENATCTBUEM ISl HA/IE)KHOTO
ofpeJie/ieHns] BO3PACTOB KJIACTEPOB — B PsZIE CIy4aeB HE MEHEe Cephe3HbIM, UEM TPEXKPATHBIE pa3IndMs MPY HCHOIb30BaHUU Pa3HbIX
CKOpOCTel MyTHpOBaHus. [jisi MUHUMHU3AIMU 3TOM MOTPEIIHOCTA MOXHO TOJIBKO BHUMATEIFHO OTHOCUTBCS K TIOCTPOEHHUIO
(punoreneTyeCcKUX CXeM, CPaBHUBATH CXEMBI, IIOJTydIE€HHBIE IIPU Pa3HBIX NapaMeTpax U Noporax, TIATeJbHO pacCMaTpUBaTh JeTallH
TOIOJIOTMH ¥ OpaTh B pabOTY JIMIIb Te KIACTEPhl, KOTOPBIE MPEACTABIISIOTCS ASHCTBUTEILHO MOHO(DUIETHYECKIMHY TPYIIIIaMU.

Ilo 9TOMY IIYTHU MBI IUTA B aHAJIN3E (l)I/UIOI‘CHCTI/I‘IeCKI/IX ceten raruIorpyII Ha KaBKEBC, M OYCHB IIOJIC3HBIM OKa3aJIOCh CJIEJOBAaHHUE
HEKOTOPBIM (bOpMaHbHHM IIpaBUJIaM. HaHpHMep, ITpA BbIACJICHUN KaKOM-1100 I'PYIIIbI Ha CETHU B KAYE€CTBE KJIACTEPA, BCE IrallJIOTUIIBI
CETU, JUCTAJIbHbIE TIO OTHOLICHUIO K IraIliyIOTUITY-OCHOBATEJIIO, 0053aTeIbHO JOJIZKHBI OBITh BKJIIOUYEHHI B KJIaCTEP.

OI'OBOPKA 2: HAUTH OCHOBATEJIA.

Boizenenye 9T0ro ramioTia-0CHOBaTe s IpeJcTaBiiseT coOOO OTAebHYI0 IIpoieMy. B neansHOM cilydae Ha CETH BBISBIISETCS
YeTKas 3Be30000pa3Has CTPYKTypa ¢ OJHUM TalUIOTUIIOM B LIGHTpE, IIPEACTaBIEHHOM y OOJIBILIOro Yrcia 0OpasloB U pacXoJAMMMUCS
OT HEero MO Jy4aM TrarIoTHIIAMH-TIOTOMKaMHU (KaXABIiA U3 KOTOPBIX IPEACTaBIEH y MEHBILIETr0 YuciIa 00pa3LoB, YeM OCHOBATelb) U
MOTOMKaMH MOTOMKOB (puc. 14 B, B). Takas cTpykTypa AeHACTBUTEIbHO MHOT/IA BBISBIISIETCS B peaibHBIX JaHHBIX. Ho Kyza darme
NPUXOJUTCS padoTaTh ¢ (PUIIOTEHETYECKOH CETIO CJIOKHON TOIOJIOTHH, Ha KOTOPOM MPOCMATPHUBAIOTCS TPYIITBI TAIIOTHIIOB, JIMIIb



OT/JIaJIEHHO HAIIOMHHAIOIIHE 3Be3J000pa3HyI0 CTPYKTYpy. B 9ToM cityyae npeJKOBbIM CTOUT CYUTATh TOT FAIUIOTHUII, KOTOPHIH, BO-
NIePBBIX, IPEACTABIEH y OOJBIIOro Yncia 0OpasloB, a BO-BTOPbIX, IMEET OOJIBIIOE YKCIIO TOTOMKOB. [1py MpOTHBOpEYNy MexX Iy
STUMM TPaBWIAMH TIPEANIOYTEHNE CTOUT OT/IABATh IIPABIUIY MOTOMKOB», [IOTOMY YTO YaCTOTa MTPEAKOBOTO TarjioTHIA MOTJIa
YMEHBIIUTHCS, & YaCTOTa OJHOTO M3 IIOTOMKOB CJIy4aiiHo BbipacTd. Ho ecim y ramioTumna Ha ceTd cOBCEM MaJjio TOTOMKOB, TO M Y Hac
COBCEM MaJIO OCHOBAHHI CUMTATh €T0 UCXOAHBIM TarIoTHUIIOM KJacTepa.

Emme ogHo npaBmiio, Toke BHIpaOOTaHHOE NMPH M3YUEHNH KaBKA3CKHMX IaIUIOTHUIIOB: MPEIKOBBIN IaluIOTHI 00513aTeIbHO JOJIKEH OBITh B
CBOEM KJ1acTepe OJIMKe BeexX K LIEHTPY ceTH (0011eMy IpedKy BceX BOoOLe raluIOTUIIOB Ha ceTH). IHBIMU ClI0BaMM, Mbl 3aIIpeTUIIN
cebe JI0IyCcKaTh «MyTallK Ha3a/l» MPH UHTeprpeTaniy (GUIOreHeTHIeCKON CETH, M BKJIIOYATh B KJIACTEP TaIlIOTHUII, KOTOPBII COTJIaCHO
CETH, SIBJISIETCS IIPEIKOM TpeKa» (WK, €CIU YK ero BKJIIYaTh, TO €ro U MPUHUMATh 32 MPeIKa). DTO NPaBUJIO BBE/ICHO U3 TeX
COOOpaKeHHH, YTO JOCTATOYHO YK€ TOH Hen30eKHOH HOrpelHOCTH, KOTOpasi BHECEHA IIPH IIOCTPOEHUH CETH OObEKTUBHBIM METOOM,
Y He CTOMT yBEJIMYMBATD ITOIPEIITHOCTD 32 CYET CyOBEKTHBHBIX MPEAIONIOKEHHUH, YTO POICTBO TallJIOTHIIOB MOIJIO OBITh HE TaKHUM, a
4yTh MHBIM. [IpaBuIbHEE MPUHIMATH TIOCTPOEHHYIO CETh KaK JAHHOCTb Y BBIOEJISATh KJIACTEPHI, CTPOTO CJIEAYsl €€ TOMOJIOTHH.
MHorouncieHHbIe TPUMepHI BhIIETIeHNS raroTHIIOB-OCHOBaTe el mprBeaeHs! B [Balanovsky et al., 2011] u B pazgene 4.3.

OI'OBOPKA 3: IOCTOAHCTBO CKOPOCTHN.

Mertop MOJIEKYJIIPHBIX 4YaCOB OCHOBBIBAETCS HA TOM, YTO CKOPOCTh BOSHMKHOBEHUS MYyTallUil IOCTOSIHHA U HE MEHSIETCS] HU BO
BpEMEHH, HU B IIpocTpaHcTBe. To eCTh 4TO BEPOSATHOCTh BOSHUKHOBEHU S MyTAllMM B IAHHOM TaIUIOTUIIE OJMHAKOBA, HE3aBUCHMO OT
TOTO, MPUHAJICKUT JIM STOT TAILIOTUIT AJIEOTUTUIECKOMY CUOMPSIKY WIIM COBPEMEHHOMY Herpy. B oTyimume oT Apyrux clieaHHbIX
OrOBOPOK, 3T HE CO3JAaeT PeasibHbIX 3aTPyAHEHU. Besip JeficTBUTEBHO HET OCHOBAHUI 10JIaraTh, YTO CKOPOCTb YHACJIEJOBAHHbIX
MyTaLuii MEHseTCs1 BO BpEMEHH WM IpocTpaHcTBe. [laxke Takue COObITHS, KaK siiepHble B3pbIBBI B XupocuMe wim YensonHcke-40,
CyZs 10 OOJIBLIMHCTBY UCCIIEIOBAHUI, HE YBEMYMWIM YACTOTY MYTAlMi, YHACIEJOBAHHBIX CJICAYIOIIMMH OKOIEHUAMH (BCILIECK
COMATHYECKUX MyTaLMid Y cCaMHX OOJIyYeHHBIX JIIOJIEH, ECTECTBEHHO, K STOMY BOIIPOCY HE OTHOCHUTCS). A IJIs1 OCTJIbHOM UCTOPUH
YeJIoBeYeCTBA HET OCHOBAHMIA TPEATIONaraTh yCIOBHUM, CTUMYJIMPYIOIINX WM 3aMeUISIOIMX MyTalluy B Mepe, XOTsI Obl
MpUOIVDKAIONIENCS K STUM ABYM II€4aIbHBIM ITPUMEpaM.

Jpyroe neno, 4To CKOpPOCTb MYTALUIl TEOPETUYECKH MOXKET HECKOJIBKO Pa3INvaThCs B 3aBUCUMOCTH OT T€HETUUYECKOTO OKPYKEHUS Ha
XPOMOCOME, U B HEKOTOPBIX MCCIIE0BAHUSIX ObLIM HAMJEHBI yKa3aH!UsI Ha HECKOJIBKO Pa3IMYaloIecst CKOPOCTH MyTHPOBaHUS JUIS
pasnbix ramtorpynn MTJJHK u Y-xpomocomsl. JlocTOBEpHO MOKA3aHO U TO, YTO YACTOTAa MyTallMil Ha Y-XpPOMOCOME YBEINYMUBAECTCSA C
BO3pacToM oTia. [ToaToMy B IpUHIMIIE BOZMOKHO, YTO B OMYJISLUAX C Pa3IUYHON AJIMHON MYKCKUX IMOKOJIEHUH CKOPOCTb
HAKOIUIEHUsI MyTalUi OyJeT HECKOJIBKO pa3inyaThes. OHAKO Ha OOBIYHO UCCIIEyeMbIX MPOMEXKYTKAX BPEMEHH JUTHHA MOKOJICHUH
OTHOCUTEJIbHO MOCTOSIHHA /IS BCETO uesioBeuecTsa. VITak, Ha MPaKkTHKE BCEMH STUMUA COMHEHUSIMU B YHUBEPCAILHOCTU CKOPOCTH
MyTaLuid MOXKHO ITpeHeOperaTh — 0COOEHHO MO CPABHEHMIO C TPOOIeMON MTPUBSI3bIBAHMS JAHHBIX 110 AATUPOBKE KJIACTEPOB
(rarutorpyrit) K COOBITUSIM UCTOPUU OIS,

OI'OBOPKA 4: BO3GPACT KJIACTEPA 1 BO3PACT IIOIIYJIAIINMN.

ABTOp 3THX CTPOK HUKOT/a He CMOXKET 3a0BITh CIBIIIAHHBINA UM Ha 3ape rcrnosb3oBanus MTIHK Hay4HbIi 1oKIa, B KOTOPOM BO3pacT
raIuIOTUIIOB, BCTPEUYEHHBIX Y ClaBsiH, Obul onipeesieH B 20 ThICsY JIeT, ¥ TYT ke ObLI ClieIaH BBIBOJ, YTO ClaBsHCKast nomyJisinust 20
THICSIY JIET Ha3al U chopMHUpoBasachk. [lake cenaHHOe JOKIAJUUKY YKa3aHUE Ha HAJIMYMe KIJIOMETPOBOU TOJIIM JIb/A JBALATh
THICSIY JIET Ha3aj (3Ta aTa rorajaeT Ha Nepruo/] MOCIeJHEro OJie/ieHeHHsI) B MecTe, rjie Oblla coOpaHa BHIOOPKA U TJie TOITOMY
MPeJIIoIarajoch BOSHUKHOBEHHUE CIIaBsIH, He MOK0Iebao ero yBepeHHOCTH. Be/ib BbIBO/L ObUI C/Ie/IaH HA OCHOBE JIAHHBIX T€HETHKH,
KOTOpast UMEET PerryTaIuio OYTH YTO TOUHON HAYKH.

B0O3MOKHOCTB IOIYCTUTH TY ke OLIMOKY, yCTh HE B TAKMX MaclITadax, JaMOKJIOBBIM MEUOM HIOCTOSIHHO HABUCAET Hajl OYeHb
MHOTHMH U JIOOUTEISIMH, U axke MpodecCHoHaIaMy, He UCKJTIoYasi, BOSMOKHO, M CAMOTO aBTOpa. YK OYeHb BEJIMK COOJIa3H CBA3ATh
WCTOPUIO TaruIorpyIITsl, BCTPEYEHHON B MOIMYJISALMM, C UICTOPUEH caMOl 3TO! Momyisiuud. V1 HeCOMHEHHO, 4TO AeMorpaduieckas
WCTOPUSI TOMYJISIMK ASHCTBUTEIBHO BIIMSIET Ha UCTOPUIO COAEPIKAIIMXCS B HEH raruiorpymni. BoT To/bKo 3TH iBE NCTOPUM PEIKO
KOT/ia MOTYT OBITh IIPUPABHEHBI IPYT K APYTY.

B ciyyae ¢ mojiefHBIM BO3HUKHOBEHUEM CJIABSIH OIIMOKA OUEBHIHA: TEHETUYECKOE pa3HooOpasme, MyCTh Aaxe JeHCTBUTENbHO
JIBaJILIATUTBICSIYENIETHETO BO3PACTa, XOTsI U ObIO OOHAPYKEHO Y CJIaBsH, Ha4Yal0 HAKATUTMBATHCS ellle Y UX JaJIeKOi peIKOBOH
nonyJsiuy. Y eciy B Kakoi-To MOnyJisiuy oOHapyKeHa HeKasl BEJIMUMHA FeHEeTHYEeCKOro pa3Hoo0pasus B Ipejiesiax HeKoM
TrarIorpymnisl, TO YacTh 3TOrO Pa3sHOOOpa3us, AEHCTBUTENbHO, HAKOIUIEHA Oy IALMEN 3a BpeMs € UCTOPUH, HO Ipyras 4acTb
pazHoOoOpa3us ObUla Y MOMYJISLIY «elle Ha CTapTe» BechbMa OTJaJleHHOM. U fake eci Kakasi-TO TaluiorpyImmna BCTpedaeTcs TONbKO B
OJIHOH HOMYJISLMY, ¥ BOSHUKHOBEHHE TaIlIOrPyIIbl XOPOLIO JATHPOBAHO, U MOITYJIALMS UMeeT JIOTHYECKH 0O0CHOBAaHHOE «HAYaJI0»
(momycTrM, MUTpaLys Ha OCTPOB), TO BO3PACT MOIMYJISLIMN BOBCE HE 0053aTEIbHO COBIAJaeT C BO3PAcTOM raruiorpynmsl. Beap



raruiorpyImna Morjia BO3HUKHYTb 33010 40 (pOPMUPOBaHUS MOMYJISILUN, HO HE COXPAHUTBCS B APYTHX MECTAX, a COXPaHUTHCS JIMIIb B
TIOITYJISILIY, MUATPUPOBABIIEH HA OCTPOB, M TOTJa raruiorpymna OyeT crapiie nomyJsiuud. Ho Moria oHa BOSHUKHYTb ¥ TIOCTIE
(hopMupOBaHUS NOIYJISILMK HA KAKOM-TO STarle ee KCTOPUH, M TOTJa rariorpyna OyeT MoJIoke nony . Bropoii BapuaHT
WUTIOCTPUPYETCsI, HAIIPHMED, TeM ke uccieoBanneM renodona Kaskasza (paszgen 4.3), KoTopoe He pa3 yke IPHUBOIIIOCH B KAYeCTBE
npuMepa. B HeM U1 MHOTHX TIOMYJISIME ObUTH OOHAPYKEeHBI crielbIYHbIe U1l HUX KJIaCTephl raruioTUIoB. Pa3 aTu Kiactepsl
BCTPEYAIOTCS B OHOH MOMYJISILIMKM, HO OTCYTCTBYIOT B IPYTHX, TO JATHPOBKH KJIACTEPOB YKA3bIBAIOT HA BPEMsI OT/IEJICHUS STOT
TIOMYJISIIIAY OT POJCTBEHHBIX el rpyni. Ho 3To Bpems siBiisieTcst HUKHEN (HauMeHblei, 6ojee OJIM3KON K COBpEMEHHOCTH, OoJiee
MO3/IHE) OIIEHKOM BpeMeHU BbIACIEHN MOMYJIALUUN U3 POJUTEIBCKOM NMPAINoNyJIsAMU, TOCKOJIBKY KJIacTep MOT BO3HUKHYTb KaK cpa3y
HocyIe pas/eNeHus NOIyJIALUA, TaK U B JTI000 MOMEHT BPEMEHH HOCTIE STOrO COOBITHS.

OTI'OBOPKA 5: PASHBIE CKOPOCTH JIA PA3HBIX MAPKEPOB.

ITpu paccMOTpeHNH CKOpPOCTEN MyTHPOBAHUS YIIOMHUHAJIOCh, YTO OHM OTHOCSITCS K «CpeJHeCTaTHCTHIeCKoMy» Mapkepy. Ho gactora
MYTUPOBaHHUsI, HarpuMep, pasHbix STR-MapkepoB oTiMyaeTcs Ha OquH-ABa Nopsika. K cyacTtbio, YacToTa MyTHPOBaHUI KOHKPETHOTO
JIOKyca OOBIYHO He BaKHa, MMOCKOJIbKY BCET/A aHAM3HUPYIOTCS MX HAOOPBL. II09TOMY HYXHO 3HATh CKOPOCTbh MyTHPOBAHHUSI UMEHHO
Habopa JIOKYCOB (TO €CTh BEPOSITHOCTb TOTO, YTO CMYTHUPYET KaKOW-TO JII0OOH — He BaXHO, KAKOM UMEHHO — JIOKYC 13 Habopa).
KoHeuHo, cKopocTi MyTHpPOBaHHMsI pa3HbIX HAOOPOB MOTYT pa3jIMyaThesl, €CJIM B OIMH HAOOP BKJIIOYEHBI OBICTPOMYTHPYIOIIKE, A B
JpYroil — MeUIeHHO MyTUpyloliye Mapkepbl. Ho HOCKOJIbKY MCIIOJIb3yeMble B aHAJIM3€ FAaIIOrpyIIl HA0OPbI COCTOST U3 HECKOJIBKUX
JIeCSITKOB JIOKYcoB (0T 17 1o 111), 11 oHH, 32 peKMM HCKJTIOUYEHUEM, He IOAOUPAIUCH CIIELMAIBHO M0 CKOPOCTH MyTHPOBAHUS, TO
Clly4aiiHOe BKJIIOUEHHE OBICTPBIX U Me/IIEHHBIX MAPKEPOB B3aUMHO KOMIIEHCUPYETCsl, U CKOPOCTH MYyTHPOBAHUS JIMIIb Pa3HbIX
HaOOPOB MaJIo OTJIMYAIOTCS OPYT OT Opyra. B nenom, XoTs 3Ty 0cOOEHHOCTh U CTOUT UMETh B BULY, OHA MMEET MeHblllee 3HaueHue, YeM
Jpyrue NCTOYHHUKH MOTPELTHOCTEN.

OI'OBOPKA 6: UCK/IIOYEHUE U3 PACYETOB OT/JIEJIbHBIX STR JIOKYCOB.

IMockoneky aymunupoBanHsle Mapkepbl DYS385a u DYS385b tunupylorcs Ha ofHOM nape npailMepoB, U TI03TOMY HeJlb3s
YCTaHOBUTb, KaKOH U3 ajjiesieil OTHOCUTCS K KaKOMYy U3 JIBYX JIOKYCOB, 3TH JIOKYChI IIPUHATO UCKJIIOYATh U3 aHAJIN3a NPU NOCTPOSHUU
(punorenernueckux cereit. COOTBETCTBEHHO, 3TH MapKepbl ObUIM UCKIIIOYEHbI M U3 PACUYETOB C UCIIOJIb30BAHMEM IT0KA3aTEes P,  TAKKe
nipu aHasimze MeTogoM BATWING. Urto kacaercs pacuetoB nokazaresisi ASD, To OHM TPOBOJMIIUCH B IBYX BapUaHTaX: C BKIIOYEHUEM
u ¢ uckmovyeHneM DYS385a u DYS385b.
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