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T'enetnueckas aganTaiys MOMYJIALKAN YeTOBEKA
K JIOKQJTbHBIM YCIIOBHSIM CPEJIbI MOXKET OBITH MTPE/I-
CTaBJICHA KaK BO3HUKHOBEHHME HOBBIX aylieneil B
pe3yapTrare MyTalui U NOCIEAYOIee U3MEHEHNE
YaCTOT aJlJIeJIeH B MOKOJICHUSX BCIIEACTBHUE €CTe-
CTBEHHOT'0 0TOOPA MPU3HAKOB, ACCOLMUPOBAHHBIX
C OTUMU AJUICISIMU U BaKHBIX JJI BEDKUBAHUS
U YCICIIHOW penpoayKuuu yenoneka. [Tomumo
MPOLIECCOB aJJanTalluy, HA U3MEHEHHUE YacTOT aJl-
JIeJIeH BIHSIIOT TeHETHIECKU Apetid 1 MUTparum.
HccnenoBanue reHeTHYeCKor ajanTaliuy 4ejoBeKa
3aHUMACT OAHO U3 HEHTPAJIbHBIX MECT B 6I/IOHOFI/I-
YECKOM aHTPOIIOJIOTHH, TEHETUKE UYEJIOBEKA U DBO-
JIFOITUOHHOW OMOJIOTHH U YIKe AaJl0 3HAYUTEIThHBIN
BKJIAJ B IOHUMaHUE B3aUMOJICHCTBUS CPEAOBBIX U
TeHETHIECKHX (DAaKTOPOB, BIUSIOMINX HA 37I0POBHE
YeJI0BEeKa.

Huxe OyayT omucaHbl MOAXOABI K MOUCKY
aJuIelield, ONMpeeNSIONUX MPUCITOCOOIECHHOCTD
YeJioBeKa K JICMCTBHUIO (PAKTOPOB OKpYXkKaromiei
cpelibl. OTU NOAXOAbI MOTECHIIMAIBHO MPUIIOKUMBL
HE TOJIBKO K YEJIOBEKY, HO U K APYTUM KUBOTHBIM U
pacrenusM. MlcxoiHOM MOCBUIKOH 171 MPUMEHEHUS
3TUX MOAXOIOB SABIIIETCS IIEPEKPBIBAHUE apealia
JICHCTBUSI KOHKPETHOTO (pakTopa cpeisl U apeaia
MOBBIIICHHON MOMYISIUOHHON YaCTOThI ajuiess,
YTO MO3BOJIIET MPENIOJIAraTh UX CBsI3b, XOTS U HE
JIOKa3bIBaET ee. Takoe COBIaZIeHUE apeaos, 0CiIe
BBIUMTAHMA BKJIaJla CIyYaiHBIX MPUYMH (TCHETH-
YEeCKHI Jpei], TeHeThIecKas opa3ieiICHHOCTh
TIOTTYJISIUIA ), SIBJISIETCS] OCHOBOM JIJISI BBIJIBYDKCHUS H
JanbHEeHIEeH MPOBEPKU TUIIOTE3bI O POJIU JAHHOTO
(hakTopa 0TOOpa B MOBBIIIEHUH YaCTOTHI JAHHOTO
ajuiens B NOMyJisinusx yenoseka. [Ipsmoe nokaza-

TEIBCTBO TAKUX T'MIIOTE3 MOXKET OBITh MOJIYUYCHO,
€CIIU YJIaCTCsl IOKA3aTh CBSI3b TEHOTUIIA U ()eHOTHUIIA
C TIPUCTIOCOOIEHHOCTHIO K TAHHOMY (paKTopy 0TOO-
pa (BBDKHBAEMOCTH WJIH PENPOXYKTUBHBIN yCITeX)
(Hancock et al., 2008, 2010a).

MBI IpUBBIKIIY CPABHUBATH TEHETHYECKUE OCO-
OCHHOCTH MHJUBUIOB JpyT ¢ npyrom. UHauBun
KaK e/IMHUIIA y4eTa ObLT M 0CTaeTCsl HeOOXOIUMBIM,
HO TIO3BOJIIET YCTAHOBUTH JIMIIh HAJTHYWE ajie-
JIs, HO HE ero JacToTy. [y mpumanus «CMBICTa»
T'CHY U KOHKPETHOMY aJUICIIIO HYXHO ITPUMCHHUTDL
ABOJIONMOHHBIA moaxof. st aToro eguHuiie
ydeTa JIOJDKHA CTaTh MOMYJISIINS, 8 YIUTHIBAEMbIM
MPU3HAKOM CTaHET dactoTa ajuiens. [Ipu stom
CPaBHHUBAThH JIPYT C APYTOM HYXKHO MPHU3IHAKH T10-
Iyt (YCITOBUS CPEIbl M YaCTOTHI alljIeiei), a
HC NPpU3HAKW UHAWBUIOB.

HNCTOPUA BOITPOCA

HccnenoBanusi TEHETHUECKUX TPUYHMH aJlarl-
TallMU K JIOKaJTbHOW cpejie BemyTcsl yxe Ooiee
60 set. /{7151 3TOTO CpaBHUBAJIH pACTIPEICTICHIE Yac-
TOT BCTPEUaEeMOCTH (DEHOTHIIOB MO OTHOIICHHIO K
BEJIMYHMHE 3HAYCHHI CPEIOBBIX TIEPEMEHHBIX, TIPE/I-
MOJIOKUTEIBHO SBISIOIIUXCS (PAKTOpaMU 0TOOPA.
Takoii moxo/] ObUT UCITOTH30BAH B KITACCHUECKUX
HCCIIeIOBAHMSIX reorpaduueckoro pacmpenene-
Hus ayenedt Oera-tanaccemun (Haldane, 1949),
ceprioBuaHoKIeTouHON aHemun (Allison, 1954)
u gedpunmTa ToKo30-6-gocdaraernaporenasst
yesoBeka (0OoJiee JeTanibHO ONMUCAHHOTO HHKE),
MPUIAIONINX YCTOMYMBOCTh K Malsipuu. [1yTh oT
TUTIOTE3bI O TPOTEKTUBHOM JEWCTBUM aJUIes,
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BBEIIBUHYTOW Ha OCHOBE COBIIAJICHHS apeanoB
pacrpocTpaHeHusl aJUIeIIs C apeaioM YHIAEMUYHOM
MH(EKINH, 10 YETKOTO JI0Ka3aTesIbCTBa, BKII0Ya-
IOLIEr0 TOHMMAaHHE MOJICKYJISIPHBIX MEXaHU3MOB,
3aHHUMAET MOPOM JeCATKH JieT. PaccMoTpumM 3TOT
MyTh Ha IIPUMEPE reHa III0K030-6-pocdar nerui-
porenassl (G6PD).

B nauyane 1950-x rogoB Bo BpeMsi KOpEUCKOil
BOWHBI aMEPUKAHCKUM COJIJIaTaM B 00513aTEIbHOM
HOpPSIAKE BBIAABAJICS NPUMaxXuH. DTO JIEKAPCTBO
JOJKHO OBUIO 3aIUTUTh COJIAAT OT MAJISIPUU, HO Y
YacTH U3 HUX [IPUEM TIperapaTa BbI3bIBAN TSHKEIIOE
NMo0OYHOE JIEHCTBHE — OCTPYIO TEMOIUTHYECCKYIO
aHeMuto. BHe3anmHo pa3BuBaBIieecs 3a00IeBaHHE
KPOBU IIPUBOIMIIO Aaxe K rudenu. MccienoBanue
MI0KAa3aJI0, YTO CMEPTHOCTh OT «IIPUMaXHHOBOID)
AQHEMMH PA3IMYaach y IPeACTaBUTENIEH PA3HbIX 3T-
HU4YEeCKHX rpymil. Oco6eHHo BhICOKOi (10 10-15 %)
OHa ObLIA CPE/IN COJJIAT, MPEAKH KOTOPBIX UMENN
CPEAN3eMHOMOPCKOE MPOUCXOKACHUE (BBIXOIIIBI
u3 ceBepHoit Adpuku, Uranuu, Mcianuu, bimx-
Hero Bocroka). Bckope ObUH OTKPBITHI IPUYHHBL
«IpuUMaxuHOBON» aHemuu. OHa BO3HHMKaJA Y
JIOJICH C HACJIEACTBEHHBIM JeQuInuTOM (hepmeH-
Ta TIIK030-6-pocharaeruaporenassl (GO6PD)
(Carson et al., 1956). ®epment G6PD yuacTtByeT
B I'€KC03-MOHO(pOC(ATHOM IYyTH, CAMHCTBEHHOM
npouecce, renepupyromeM HA /1D B 3penbix sput-
pOLIMTAX, B KOTOPBIX OTCYTCTBYeT 1uki Kpebca.
OT0T hepMEHT KaTau3upyeT OKUCIICHHE TITFOKO30-
6-¢ocdara B 6-hoconmokonar. B aToii peakiuun
00pazyeTcsi BOCCTAaHOBJICHHBII HUKOTHHAMUAAIC-
nunaunykineoruapocdar (HAJDH), koropsrii B
JaJIbHEHIIIeM UCTIONb3YEeTCsI U1l BOCCTAHOBIICHHS
IIyTaTHOHA (IIPU y4acTUH [IyTaTUOHPEAYKTa3bl),
a TaKk)Ke YaCTUYHO METTEMOTIIOOMHA B TeMOTJIOOHH.
BoccraHoBiEHHBIN TIYTaTUOH 3allMINAET TeMO-
IOOMH U THOJIOBBIE ()ePMEHTBI, TOAICPKUBAIOIINE
HOPMaJIbHYI0 IPOHULIAEMOCTh MEMOPaH 3pUTPOLIH-
TOB, OT OKHCJIUTENILHOI'O ICHCTBUS pa3INYHbIX Be-
IIECTB, B TOM YHCJIE U JIEKAPCTBEHHBIX IPENApaToB.
IIpu nemocrarounoctu GO6PD mpuem HEKOTOPBIX
JIEKapCTBEHHBIX CPECTB (MPUMAaXHH, CYJIb(aHHI-
aMUJbl ¥ Jp.) WU TOPOAYKTOB muTaHus (000BI)
BE/IET K MAaCCUBHOMY Pa3pyLICHHUIO S)PUTPOLIUTOB
(reMoIUTHYECKHE KPU3bl) BCICACTBUE NaACHUS
COAEP)KaHMsI B HUX BOCCTAHOBJIIEHHOTO INIyTaTH-
OHa ¥ JecTaduiau3anun MeMOpaH. PazmMHoxeHHe
MaJIIPUHHOTO TIIa3MOJIUSI B OPUTPOLUTAX TAKKE
JecTaduIu3upyeT ux Memopansl. Couetanue Ha-

CJIC/ICTBEHHOTO Jie)eKTa W MH(EKIUU TPUBOIAUT
K THOeN 3apayKCHHBIX SPUTPOIIUTOB, W Mapa3uT
HE yCIeBaeT pa3BUThCI. B pesyinbrare y srofeit
¢ nedunurom (epMeHTa MasIpusl MPOTEKAeT B
Oonee nerkoit popme. ITokazaHo, 9TO B KyJIBType
KJIETOK IPUTPOUHUTHI, Neduiutaeie o G6PD,
MOJIEP’KUBAIOT POCT MAJIIPUIHOTO TUIa3MOIUS B
3 pasa xyxe, ueM HopMaibHble KieTKH (Roth et
al., 1983). DuuaeMHOIOrHYeCKIEe JaHHBIC ITOKa-
3alld, 4TO pacupocTpaHeHHas B Adpuke dpopma
nedunura G6PD accommupoBana co CHIKEHHUEM
pHUCKa TSDKENON MaJIIpuH B 2 pasa, IpudeM Kak y
FEMHU3UTOTHBIX MYXKYHMH, HMCIOIIUX Je(EKTHBIHI
T€H B CBOEH €IMHCTBEHHOU X-XpOMOCOME, TakK
U y TeTepPO3UTOTHBIX JKEHIINH, HOCUTEIbHHUII
OJTHOTO HOPMAaJILHOTO U OHOTO J1e(heKTHOTO TreHa
(Ruwando et al., 1995). Myranuu B rene G6PD,
Benyuue K aepunuty hepMeHTa, BOZHUKAIH
HEOJIHOKPATHO M IIHPOKO PacHpOCTPaHUIIUCH B
MaJSIpUHHBIX 30HAaX MOJ JeHCTBHEM OTOOpa Ha
YCTOHYMBOCTbH K 3TOW WHPEKIUH.

T'EHOM YEJIOBEKA
U BA3BI IAHHBIX YACTOT AJIJIEJIEH

Jlyis mpoBepKH TUIOTE3 O BOBJICYCHHUH OITpe-
JeJeHHOTO (DeHOTHUIIa B Mpolecc ajanTalud 1
BBISIBIICHUHM (DaKTOPOB CPEJIbI, BBHI3BIBAIOIINX 3Ty
azanTaInoo, HeoOXonuM cOop (PEeHOTHITHYECKUX
JMAHHBIX, YTO JOPOro M TPeOyeT 3HAYMTEIbHOTO
BPEMEHH, a TaKXKe 3KCICPUMCHTAIBHBIN aHAJIN3
OOJIBIITUX BBIOOPOK IS JOCTHIKEHUS CTaTUCTUYC-
CKHM 3HaYMMBIX TToka3atenei (Hancock ef al., 2008,
2010a). B T0 ke Bpems B TIOCTIeTHEE JIECATHIICTHE
WHTEHCHBHO Pa3BUBAIOTCS TIOAXO/IBI K BBISABIICHHUIO
0COOCHHOCTEH I'eHOMOB JIIO/ICH, YKa3bIBAOIIMX
Ha neficTBUe O0TOOpa. YYacTKU TeHOMa, MOJBEp-
JKCHHBIC JISHCTBUIO OTOOPA, OTIIMYAIOTCS 110 PSIILY
XapaKTePUCTUK OT YYaCTKOB C HEUTPAIbHBIMH
reHetnuecknumu Bapuanusamu (Gillespie et al.,
1991). HenaBuee pa3BUTHE TEXHOJOTHH U peCyp-
coB (mpoektel HapMap, «1000 reromoB» u zp.)
JUTSL KCCTICIOBAHMSI TEHETUUCCKUX BapHalluii ye-
JIOBEKa B OECIPeIeICHTHOM MacIITa0e MO3BOJISIOT
WCCIIEIOBATENSIM CKAHHPOBATh IMOJIHBIE T€HOMBI
YeNoBeKa B ITOMCKE CUTHAIIOB ITO3UTHBHOTO OTOOpa
(cm 0630p: Hancock et al., 2008, 2010b).

Cosanpl 0a3bl JaHHBIX, OMKMCHIBAIOIIKE Pa3-
HOooOpa3ue reHoma 4enoBeka. CocTaB U 4acTOTHI
ajuieneil oTpaxkaroT crenu(uKy MOIyIsALIuU, ee
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Puc. 1. Mi3MeHeHnEe CTONMOCTH CEKBEHHPOBAHHS TeHOMA YeJIOBeKa (genome.gov/sequencingcosts).

MIPOUCXOXK]ICHUE, NUCTOPHIO, MHTPAIUU U POJICTBO
C IPYyTUMU TOMyJsAnusAMU. BeIABIeHNE HOBBIX
ajiesiel B reHOME 4YesloBeKa MPOUCXOAUT cerdac
B OCHOBHOM B PE3YJILTaTC CCKBCHUPOBAHUA. 9T0
CEKBEHUPOBAHHE OT/CIIBHBIX yYaCTKOB I'eHOMA,
MPEeJICTABISIONINX HHTEPEC I UcclieoBare-
75, U CEKBEHHPOBAHHWE BCETO T€HOMa WHIUBHUIA
nenukoM. CTOMMOCTh CEKBEHHPOBAHUS TeHOMa
yesoBeKka cocrapiser okono 5000 mon. Ha HWIOIH
2013 r. u mpoaokaeT ObICTPO mazgark (puc. 1).
s yenoBeka 4acTOThHI ayjieNiedl W TanjoTHIIOB
BCEX MOMYJISIIIUNA MUPa OyIyT, BEPOSITHO, yCTAHOB-
JICHBI B TIPEICTABUMOM Oy/TyIIIeM TTOJTHOTEHOMHBIM
CEKBEHHPOBAaHUEM.

J1s MHOTHX JIOKYCOB, BBISIBIICHHBIX METOIOM
TCHOMHOI'0 CKaHUPOBAHUA KaK IMPEArojIaracMbiX
MHUIIECHEH 0TOOpa, CBA3b C (PEHOTUNUYECKUMHU
rpu3HaKamu noka He ussecta (Coop et al., 2009).
HewssecTHbI U (akTopsl 0TOOpa ayureneil B 3THX
nokycax. Hambomnee oueBuIHBIMU (paKTOpamMu SB-
JISIETCS afanTalis K TeOKITMMATHYECKUM YCIIOBHSM,
0COOCHHOCTSIM TPAJUIIMOHHOTO TUTAHUSI, SHICMHY-
HBIM HHEKIUSIM 1 0COOCHHOCTAM 00pa3a >KU3HU.

Jlyist BBISIBIIGHUSI TaKUX (PaKTOPOB HEOOXOH-
MO COIOCTaBJICHUE BapHallUi YacTOT ajulelier
B MOMYISIUASX ¥ MPUCYTCTBUS WU HaAIHMIUA
MOTSHITHAIBHOTO (hakTopa oTdopa B cpere, Judo
WHTEHCUBHOCTH €ro JIeUCTBUSA. Pa3znuuus Mexmy

MOMYJISIUSIMU 110 COCTaBy M 4acTOTE ajulesiel
(hopmMupyroTCsSt THOO B PE3yNIbTare JIOKYC-CIEIH-
(bMIHBIX TIPOIIECCOB (pa3TMYHBIC BUILI 0TOOpA,
HalpaBJICHHbIC HAa OJIUH WM HECKOJILKO JIOKYCOB,
OTIpeNeNIIIONINX alalTUBHBINA (eHOTHI), b0 B
pesyabprare COOBITHI MOMYNSLUOHHOTO YPOBHSA
(xonmeOaHMsl YUCIIEHHOCTH M SKCHAHCHUS TOIYIs-
[WWA, METHCAIUs U JIp.), KOTOpbIEe 3aTParuBaroT
MHO)KECTBO JIOKYCOB OJTHOBPEMEHHO (puc. 2).

Cpenoseie (akTopbl, 0TOOP, MOMYISIIMOHHBIC
¢daxTopsl (MUTpanyH, Opeid) NeHCTBYIOT OIHO-
BPEMEHHO Ha MHOTHE I'€HBI B MOMY/ISIIKU. UTOOBI
MPUITHCATh aJUISTI0 aJalNTUBHYI0 U MEIUIIHH-
CKYIO pOJIb, HY’)KHO YMETh: 1) OTIIHYMTH JeiicTBre
oTOOpa OT MEUCTBHUS CTOXaCTHYECCKUX (DaKTOpPOB
(mpeitd, cepdunr amenst — cepust «OyThIIOYHBIX
TOPJIBIILIEK») U 2) BBISABUTH aJlJIeib, IPHYUHHBINA
JUTs 3a00JIeBaHMs, CPeln BCEeX ajuleield MpUYHH-
HOTO TaruIoTUIA, MTOIXBad4eHHOTO 0TO0poM (Gene
lifting).

K ykazanmsm Ha BOSMOXKHOE IEHCTBHE 0TOOpa
Ha aJulellb U T€H, K KOTOPOMY OH MPUHAJUICHKHT,
OTHOCST BBICOKYO MOMYJISLIUOHHYIO YaCTOTY JIHOO
TOMO3UTOTHOCTB 10 SBOJIOLMOHHO «MOJOIBIM ajl-
JIeJISIM, IPUCYTCTBHE B MOIYISALUH MPOTSKEHHBIX
FarIOTUIIOB € YAaCTOTOM, MPEBBIIAIOLIEH 0XKHIa-
eMYIO JUTSI CIIy4JaifHOTO pacmipezesieHus pa3MepoB
rarIOTUIIOB, 3KCTPEMAJIBHO BBICOKHI YPOBEHb
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Puc. 2. Pa3nuynple mIaBHbIC KOMIIOHCHTHI B PACIIPEICICHUH YacTOT ajutenel B EBpasun, hopMupyrOIIHecs Mo
JeiicTBueM npupoaHbix (pakropos u murpanuii (Cavalli-Sforza ef al., 1994; Excoffier, Ray, 2008; Slatkin, Excof-

fier, 2012).

Kapra yacrot amnens rena ADH1B npusenena mo: (Borinskaya et al., 2009. P. 89-92).

TIpoduin reorpadguueckoro pacrpeeaeH s HOMyISIHOHHBIX YaCTOT AJLIeNIeH Pa3IMYHBI JUTs PAa3HBIX aJlleliel U raluioTHIIOB
(Habop cuemIeHHBIX aieneil). ICXOaHbIM HCTOYHHKOM T€HETHYECKOTO Pa3HOO0pasus sBIAIOTCS MyTaluuu, HanpuMep SNP.
HoBplil anienb MOXKET HAKOMUTHCS B TIOKOJCHUSIX U ¢()OPMUPOBATH YHUKAIBHYIO reorpaguyeckyro KapTy pacrpeneieHus
YaCTOThl BCTPEYAEMOCTH, KOTOpAasi ONpeJessieTcss Kak CIy4ailHBIMM NMpHYHHAMHU (TeHeTHuYecKuil npeiid) Tak U or6opom

(amanramnus).

MEXKITONYJSLUOHHBIX Pa3Inyuii MO 4acToTe aJl-
nenst (Bricokuit yposenb Fst) (Sabeti et al., 20006).
CoBriazicHue apeanoB JeHCTBHUS KOHKPETHBIX (ak-
TOPOB CPEbl U BBICOKOM YaCTOTHI TEX WJIM MHBIX
ajuiesniell mo3BOJISAET MPEANONaraTb UX CBsi3b, HO HE
JokasbiBaeT. OHAKO MMEHHO TaKO€ COBIIAJICHUE
IIOCJIE KOHTPOJISL BO3MOXKHBIX IPUYUH KOPPEISALUU
Ha TIOMYJISIIHOHHOM YPOBHE (KOHTPOJISI TeHETHYe-
CKOM CTPYKTYPHUPOBAHHOCTH MOMYIISIINH ) SIBIISICTCS
OCHOBOMW ISl BBIIBM)KEHUSI M JaJbHEUILEN Mpo-
BEPKHU TUNOTE3 O (PakTopax oTOOpPA, BIUSIONIUX
Ha 4acTOThl ajuleied B MOMYJISILUIX YEJIOBEKa.
CrenyeT mMOMYepKHYTh, YTO TEHOMHBIH aHAJU3
MOXKET yKa3aTh Ha TaIIOTHUII, TCH WA JaXe ero
aJuieNb, KOTOPBIN TOABEPIKEH JCHCTBUIO 0TOOpA,
HO 3TOT aHaJIM3 HEe CIOCOOCH yKa3aTh Ha (PaKTop
Cpelibl, KOTOPBIHM OMPEaeni aIaTUBHOCTD TaHHO-
TO aJuIesisl U SIBUJICS IPUYMHOM €ro HAKOIUJICHUS B
JIAaHHOW TOIYJISIIIUH.

KAKOB BKJIAJI MYTALINI
PA3HOT'O BOJIIOIIMOHHOT O
BO3PACTA B BOJIE3HH
YEJIOBEKA U B YACTOTY
COOTBETCTBYIOILIETO
AJIIEJIA B TOMYJISALIMA?

CuuTaercs, 4To YeM yallle BCTPeUaeTcs JaHHbIN
aJulelib B MOMYJIALIMHU, TEM MEHbIIIE BETMYHUHA €T0
BKJIaJia B pa3BuTHe 3aboneBanus (puc. 3).

[Monasnstoriee OOJBIIMHCTBO OMHOYHBIX MY-
Talui HE UMEIOT MOP(OIOTUYECKOTO TIPOSIBIICHUS
Y HE TIPUBOJIAT K MEH/ISITUPYIOLTIM 32a00JIeBaHHSIM
yesjoBeka. MyTauuu, NpuHaUIexKallue K reHam
MEHICTHPYIOIINX HACIEICTBEHHBIX 3a00ICBaHII
YyeJIOBeKa, HEMHOIOYHCIIEHHBI U COCTAaBIISIIOT IIO-
pAllKa OJHOM CTOTBICSYHOM OT BCEX IECATKOB MUJI-
JINOHOB MYyTAaIUil 4eJIOBEKa, 3apEerUCTPUPOBAHHBIX
B 0a3zax JIaHHBIX.
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Pepnkve annenu ¢ 6onbwmm
apdpeKkToM (MOHOrEHHbIE
3aboneBaHus, MeHaenupyoLme)

Annenu cpegHew 4acToTbl
c HebonbLnM acppekTom

Pepnkne annenu
co cnabbiM adhdekTom
He VHTEepEeCHbI

YacTbIx annenen
co cnabbim acpdpekTom HeT

YacTtble annenu ¢ HeGomnbLIMm
ahheKkToM (MynbTUaKTOPHbIE
60ne3HN LLIMpOKOpPacnpOCTPaHEHHbIE)

v

YacrtoTa annens B nonynsuuu

Puc. 3. Bmaa aJlJICyisd B q)OpMI/IpOBaHI/Ie IMMPU3HAKA U 4aCTOTa €ro BCTPEUACMOCTH B IMOIYJIANUA.

PeGenka ot pomureneit ommyaroT 63 HOBBIX
TeHEPAaTHBHBIX MYyTalUM (110 JaHHBIM CHUKBEHCA,
78 Tpuan pedenok + oba pomutens) (Kong et al.,
2012). To ecTh BepOSITHOCTh BO3HUKHOBEHUS MY-
TaIMX B IAHHOM TIO3UI[HM TeHOMa B JIAHHOM TTOKO-
nennu coctasistet 1,2 x 1078, [Ipyrumu cinosamu,
9TOOBI XOTSI OBl OIWMH MHIMBHJ CTaj HOCHTEIEM
HOBOH I€HEpAaTUBHOW MyTallMu B JaHHOM MO3HU-
UM T€HOMa, YMCIECHHOCTb MOMYISIUUN T0JDKHA
cocranath 108 yenosek (a B pacyere Ha GENOK-
KOJMPYIOUIYIO 9acTh JaHHOTO reHa — oKojo 107
4enoBek). Takum 00pa3oM, MyTaluu de novo He
JAr0T OOJIBIIOTO BKJIA/Ia B YaCTOTY BCTPEYAEMOCTH
HacJIeICTBEHHBIX OOJIe3HEH YenoBeka.

W3 3 Mapa no3uiuii B HallIeM reHOME IIpUMep-
HO Kakaas TeicsiaHas momumopdua (Venter et al.,
2001; Venter, 2010, 2011). Kaxxas1it u3 HaC HECET
2-3 MuIH MyTauil (CymMMa pasinyuil HanuHbeIX U
MaMHHBIX XPOMOCOM UHIUBHJA), T. €. 4—0 MIIH aJ-
neneii. HamoMHuM, 4T0 B TaHHOM ITOKOJICHUH B I'e-
HOoMe Bo3HUKaeT MeHee 100 HOBBIX reéHepaTUBHbBIX
MyTalWi 1 HUKAKUE Ja’ke caMble Y)KaCHBIC YCIIO-
BUSI BHEIITHEH CpeJIbl He CTIOCOOHBI YBEITMUUTD Ty
gyacToTy X0Ts1 ObI B 10 pa3. Takum oOpazom, Ooiee
geM 99,99 % renepaTHBHBIX MyTalHi (aJ1eseil) B
TeHOME K)KIOI0 U3 HAC YIKe CYIIECTBOBAJIM B TEHO-
Max HalIMX MPEJKOB M BO3HUKIIN JaBHO — HHOTAA
MUWUIMOHBI JIET Ha3al (HalpuMep, IPyIIibl KPOBU
YyeJloBeKa M MpUMaroB). IMEHHO 3TH «cTapbie»
MYTaIM{ ¥ KX COUETAHUSI, TeHOTHITBI, OTIPEACIISIFOT
NPaKTHYECKU BCE TEHETHYECKH KOHTPOJIUPYEMBbIC
0COOCHHOCTH JIIOACH.

Kakyio nomo oT pasHooOpasus Bcex 3akpe-
NUBIIUXCA B IOIYJISIIUSIX I'€HEPAaTUBHBIX MYTa-

LUUU HEeCeT KaXKIbIi U3 Hac, OIUH U3 MIJLIHAPI0B
JofeH, JKUByLUX ceiuac Ha 3emie? DTta A0is
COBCEM HE OJ[Ha MIIIIHApIHasi, a Ha HECKOJIBKO
opsaKkoB Oombie. Ywciio BcexX OMUCAHHBIX Ha
CEeTOMHSI OJHOHYKJICOTHIHBIX MOTUMOP(HHBIX
ydacTkoB reHoma (SNP) cocTaBisieT HECKOJIBKO
JECATKOB MHJTMOHOB MYTAllUi, & TCHOM Ka)KJ10TO
13 HaC HECET HECKOJIBKO MIJITHOHOB MyTanuid. To
€CTh KaKJIbI U3 HAC HECET 3aMETHYIO JIOJIO BCEX
MyTAaIi, OMMMCAHHBIX JJIS BCEX OOCIICTOBAHHBIX
Ha JaHHBIM MOMEHT JIIOAEH.

OcHOBHas 4acTh MyTalui B reHo(oH Ie Yeiio-
BEUECTBA MPUCYTCTBYET YK€ ABHO, BO3MOXKHO,
70 BPEMEHHU BBIXOJIa HAIIMX IpenkoB u3 Adpu-
KH, 1 OONBIIMHCTBO aJlIeNiel MPUCYTCTBYIOT B
OOJBIMMHCTBE TOIYJSAIINNA MUpPa, XOTSA U C OYCHB
pa3Hoit wactoTtoil. «Crapsiey MyTalWu — 3TO
OCHOBHOW MOTEHIMaJl U Hauleld yCTONYMBOCTH,
Y YyBCTBUTEJIBHOCTH K OOJIC3HSIM, B TOM YHUCIIC K
MYJIBTH(AKTOPHBIM.

®AKTOPHI OTBOPA, IEUCTBYIOIIUE
B NONIWISILNUAX YEJTOBEKA,
N nMOoAXO0AbI K UX BBISIBJIEHUIO

Kak Bung Homo sapiens yHUKaleH B TOM, YTO
MMeEeT HIMpOoYalIIni apeal paccesieHUs U 3a CUeT
OMOJIOTMYECKUX U KYJIbTYPHBIX afanTalui Mpu-
CHOCOOJIEH K CaMbIM Pa3lIMYHBIM dKOPETHOHAM,
HCIIOJIb30BAHUTIO Pa3JIMYHBIX CTpaTeFI/Iﬁ BCACHUA
XO3SICTBA M MCTOYHHUKOB MuIH. Ha mpoTsxeHnn
OonbILIeH YacTH CBOETO CYLIECTBOBAHUS KaK BUA
YeJIOBEK BeJl 00pa3 KM3HN OXOTHHUKA-coomparerst. C
HOSIBICHUEM IIPOU3BOISILETO XO351CTBA BO3HUKIIN
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HOBBIE BEKTODPBI JIaBJICHHUS OTOOpa — Mepexo]] Ha
HOBBIU TUTI TUTAHKS, K3MEHEHHE IEMOTPapHISCKIX
XapaKTEPUCTHK OOIIIECTB, MOSBICHUE HOBBIX HCTOU-
HUKOB HH(EKIHI B pe3ylibTare nepexoa K 0Ceio-
My 00pa3y )KU3HH, PA3BHTHIO TEXHOJIOT I XpaHECHHST
MIPOJLYKTOB, OIOMAIIIHUBAHHUS JKUBOTHBIX.

Bo3MOXHO, 4TO y OXOTHHKOB-cOOMparenen
0TOOp IeHCTBOBAI B TOJIb3Y COXpaHEHHS ajlieien
reHoB, obOecrneyuBmUX HaubOosee dhHeKTHBHOE
UCIIONTb30BaHUE Ie(UIIMTHBIX HYTPUEHTOB (caxa-
POB, )KHPOB U cOJN ). TakoB TTOCTYJIAT THITOTE3EI 00
«3IKOHOMHUYHBIX T'€HAX», TOUHEE — HIKOHOMUYIHBIX
amensx («thrifty» runoresa (Neel, 1999)), koro-
pbie, TIOCTE Pa3BUTHUS MPOU3BOJICTBA JIOCTYITHBIX
MPOIYKTOB B MHIYCTPHATH30BAHHBIX OOIIECTBAX,
CTaJIM AJJISIISIMU PUCKA COOTBETCTBYIOIINX 3a00J1¢-
BaHWH (amabeTa, aTepoCKiIepo3a, THIICPTOHNHN).

BrisiBiienue anieneil reHoB, SIBIASIOUIUXCS
(axropamu pricka pa3BUTHS IIUPOKO PaCTIPOCTpa-
HEHHBIX 3a00JICBAaHUI B OJHUX YCIIOBHUSIX CPEIIbI
U MPOTCKTUBHBIX MJIM HEHTPATbHBIX B JAPYTHX
YCIIOBUSX CPEJIbl, AKTYAJIbHO KaK C TOUYKH 3PCHHUS
TCHETHKH YeJIOBEKa W DBOJIOIIMOHHOW OMOJIOTHH,
TaK ¥ s QyHIaMEHTaIbHBIX aClIeKTOB aHTPOIIO-
JIOTHU ¥ MTPAKTUYECKOTO 3/[PaBOOXPAHCHHUSI.

Jns wccnenoBaHus BIAUSHUS MPUPOJHBIX H
AHTPOIOTEHHBIX (DAKTOPOB HA YACTOTHI ajuiesen
B TIOMYJISAIMSIX YEIOBEKA U MX CBS3b C BaXKHBIMU
JUISL 30POBbSI MPU3HAKAMH aKTYallbHBIMH SIB-
JSOTCST MEXKIUCIUTUTMHAPHBIC HCCIEIOBAHNUS,
JAloIIe HOBBIC MOJAXObl K TOHUMAHUIO ITyTeH
Y MEXaHU3MOB aJIaNTallly MOMYJISAIUN YeIoBeKa
K U3MCHSIIONIMMCS YCIOBUSM cpenibl. CpaBHEHHE
YacTOT ayieyiedl B MOMYNSIUSIX U YCIOBHHA UX
MPOYKUBAHUS HAYaThl 00Jiee TOJTyBeKa TOMY Ha3al
npogeccopom JI. Kapau-Chopiia (cBozka naHa:
Cavalli-Sforza et al., 1994). HanGonee MHTEHCUBHO
BEJIMCh HMCCJICIOBAHUS aJanTaluu K KIMMaTude-
CKUM yCIIOBHAM (cM. Kpatkuii 0630p: Coop et al.,
2010; Hancock et al., 2011).

Panee mis Takux CpaBHEHWUU HYXHO OBILIO,
ucxons U3 GYHKIUN reHa, MPEAroI0KUTh, 110
KakiM IapaMeTpaM Cpefbl CIIeyeT CpaBHUBAThH
MOMYJISIIUY, PA3THYAONIUEcs 0 YaCTOTaM aJljie-
Jieii aToro reHa. B HacTosiee BpeMsi MOYKHO CpaB-
HUBATh 0a3bl JAHHBIX YACTOT AJJIeNCH (Jlake eciu
(byHKIIMOHATBHAS 3HAYMMOCTD aJIIeIIsl HEM3BECTHA)
¢ 0azam¥ JaHHBIX, OMMCHIBAIOIINX Pa3IUIHbIC
XapaKTEPUCTHKH CPEJIbl, KOTOPBIE MOTYT CITY>KUTh
(akTopamu oTOOpA.

HoBble BO3MOKHOCTH OTKPBIBAIOTCS TIPU UC-
MOJIb30BaHUH MAaCCHBOB JIaHHBIX O (haKTOpax cpe-
IIbI, BIUSIIONIMX HA OPTaHU3M YeJioBeKa (TOMHUMO
KITIMaTa — 0COOEHHOCTH JTUETHI, PACTIPOCTPAHECHHE
nH(EKIH 1 MHOTHE IPYTHE), KOTOpPBIe ChOpMU-
POBaHBI HCCIIEIOBATENSIMH B PA3INYHBIX 00JIaCTAX
HayK (3MUeMHOJIOTHH, aHTPOIOJIOTHH, ATHOTpa-
¢bun u np.).

OTHOrpadbl OMUCHIBAIOT HE MOIYJIAINH, & THH-
YeCKHe TPYIITIFI, BEIIENsIEMble Ha OCHOBE He OM0JI0-
TMYECKHUX, a KyJIBTYPHBIX ITprU3HaKoB. [lomymsiws He
SKBHBAJICHTHA 3THUUYECKOH rpynne. Ho nomyssuu,
KOTOpBIE TPEJICTABISAIOT OAWH 3THOC, UMEIOT Psif
OOIIUX MPU3HAKOB (PETMOH MPOXKUBAHHUS, TPAJIH-
LY [UTaHUs, JIPYyTUe XO3SHCTBEHHO-KYJIBTYPHBIC
0COOEHHOCTH), ¥ 3TH IPU3HAKN (POPMHUPOBAIHCH HA
MPOTSHKEHUH MHOTHX BEKOB afalTallli K JIOKaIb-
HBIM YCIIOBUSIM — QJIANITAIIMU KaK KYJIBTYpPHOM, TaK
u Ouosorudyeckoit. [103ToMy HEKOTOpbIe 0COOECHHO-
CTH, 3a()MKCUPOBaHHBIE ATHOrpadamMu, OTpasKaroT
BJIHSIHUE (PAKTOPOB CPEJIbl, K KOTOPBIM TPOXOIHIIA
TeHeTHYeCKas aIalTaIlus OIS,

st mpoBesieHUs aHau3a KOppENsUid He-
00X0AMMO, YTOOBI CIIOBECHOE OIMMCAaHHUE OBLIO
(dhopMaIn30BaHo, T. €. MPEACTABICHO B OMHAPHOM
Buie ((haKkTop MPUCYTCTBYET UIIK OTCYTCTBYET) MIIH
B BHJIC YUCIICHHOM XapaKTePUCTUKHU, OTPAKAFOIIEH
BKJIQJI WJIN HMHTEHCUBHOCTH JIEHCTBHS (aKkTopa.
Taxne hopmannzoBaHHBIE dTHOTpAQHUECKIE OTTH-
canus 0puH co3manbl k. I1. Mepaokom Ha OCHOBE
KapTOTEeKH dTHOTpaduyeckux onucanuit « Human
Relations Area Files» — 0CHOBHOTO IIEHTpa aKKy-
MYJIHpOBaHHs dTHOrpaduyeckol nHbOpMaIUK B
mupe. Coznannsiid [x.I1. Mepnokom «I9THOrpa-
(braeckmii aTiracy» OBLT OITyOITMKOBAH B BUJIC CEPUHU
crarbei B xypHaie «Ethnology» B nepuoz ¢ 1960 .
o 1973 . u monosHEeH onucaHusIMU HapoaoB Poc-
CHH C y4acTHeM ofHoro u3 aBTopoB (Korotayev et
al., 2004). «Atiiacy He UMEET aHAJIOTOB 10 ITOJTHOTE
OTTMCaHUs HAPOJIOB MHPA U IIIMUPOKO HCITONB3YETCs
HE TOJIBKO JJISl KPOCC-KYJIBTYPHBIX M ATHOTpadu-
YEeCKUX MCCIICIOBAaHMI, HO U IS UCCIICIOBAHMII B
JPYTUX HAYYHBIX 00IACTAX, BKIIOYast MEINKO-aHT-
POMOJIOTHYECKHUE. «ATIACH paHee UCIOJIb30BAJICS B
MOMYJISIIIMOHHO-TeHETHUE CKUX UCCIICIOBAHUSX, HO
JIUIITE KaK KOMITEHAMYM CBEICHHI O SI3bIKOBOM ITPH-
HA/IIEKHOCTH WITH SKOJIOTUYECKOH KITacCU(UKAITIH
cpeapt (Guglielmino et al., 1995) nu6o Hamuuuu
OTJIEJIbHOTO MpHU3HaKa (HampuMmep, MOJIOYHOIO
»uBoTHOBO/ICTBA) (Bersaglieri ef al., 2004).
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B nocnennme rojipl BBeAeHb! B oOpatenue Gop-
MaJIM30BaHHBIC OMUCAHUSI AMHUIEMHUOIOTHUECKOM
Harpy3ku (Murray, Schaller, 2010), co3nannbie Ha
OCHOBE 3ITHIeMHOJIormIeckrX antacoB (Rodenwaldt,
Bader, 1952-1961; Simmons et al., 1944).

DTO HOBBIH MMOAXO K MOMCKY (PAaKTOpOB 0TOOPA,
KOTOPBIC MOTJIM MPHUBECTU K YBEIMUCHHIO TIOITY-
JISIIIUOHHOW YacTOTHI aJuIesisi, 00eCIIEYHBAOIIETO
MOBBIIEHHYO MPUCTIOCOOJIEHHOCTh K ONTMCAHHBIM
YCIIOBUSIM CPEJIbI.

OKCTepUMEHTAIFHO JOCTYITHO OTIpEIeIeHre
aJUIETTLHOTO COCTOSIHHS U cOTeH Thicsia SNPs
(manens [llumina). Takoe yucino amenei gocra-
TOYHO, YTOOBI MapKHPOBATh OCHOBHBIC T'PYIIIIHI
HEPaBHOBECHSI TI0 CIICTUICHHUIO Y €BPOTICHIIEB.

Ho ctons meranpHbIe JaHHBIE B OTKPBITO
MOCTYNMHBIX 0a3zaX AaHHBIX OTHOCSTCS JHUIIb K
HecKoIbKUM necsatkam nomyssimuii (HGDP-CEPH
populations, 1000 Genomes Project) u3 Thicsid cy-
HIECTBYIOIMIUX NomyJsiiuii. [1o equHIYHBIM reHaM
YaCTOTHI aJUIEJIeH N3BECTHBI JUISI COTEH MOy
(marmpumep, > 300 nomymsitii 1715 reHoB APOE,
ADH B, 11 cCOTeH NOMYJISIUI U3BECTHBI YaCTOThI
aJJIeNiel TPYII KPOBH U JIPYTUX «KIACCUYECKUX)
TEHETHYECKUX MapKEPOB).

ComnocrasiieHue MaCCUBOB 3TUX JJAHHBIX UMEET
PsLIl OTpPaHUYEHHIA, B YACTHOCTH IIPU HATMYHUU COTEH
TIOTTYJISITAM, JITIsI KOTOPBIX JIOCTYITHBI TeHETHUYECKIE
JTAHHBIE, U THICSY STHUYECKUX TPYIII, TSI KOTOPBIX
JIOCTYIHBI 0a3bl JJAHHBIX C ATHOrpaQUICCKUMH U
SMUACMUOIIOTUICCKUMH XapaKTCPUCTHKAMH, STH
MaCCHBBI IEPEKPBIBAFOTCS 110 HEMHOTHM JISCSATKAM
MOTYJISILIUH.

HcxomHbIM MCTOYHUKOM T€HETHYECKOTO pas-
HOOOpa3us SBILIIOTCS MyTanuu, Harpumep SNP.
HoBblil ajens MOXKET HAKOMUTHCS B MOKOJICHUSIX
U chOPMHUPOBATH YHUKATIBHYIO I'eorpaduuecKyro
KapTy pachpeiesicHus] 4YacTOThl BCTPEUAEMOCTH,
KOTOpasi ONpeAeIseTCs KaK CIIyYalHbIMHA TTPUYH-
HaM¥ (TeHeTHYeCKui aperd B COYeTaHWU C MUT-
parusaMi), TaK ¥ OTOOPOM (aJarTarwsi).

Cpenosbie (akTopbl, 0OTOOP, MOIMYISIIMOHHBIC
(akTopsl (MHUrpanuu, apeid) AeHCTBYIOT OIHO-
BPEMEHHO Ha MHOTHE T'€HbI B TIOMYJISIHH. YTOOBI
MPUITHCATh AJUISNI0 AJaTHBHYIO POJIb U MEIH-
ITUHCKYTO POJIb, HY’)KHO YMETh OTIIMYHTH JICHCTBHE
otOopa OT MEeUCTBHS CTOXAaCTHIECKUX (DAaKTOpPOB
(npeiid, anmnenb-cepPUHT — cepust «OyTHLUIOU-
HBIX Topunbimek») (Excoffier, Ray, 2008; Slatkin,
Excoffier, 2012), a Tak:ke yMeTh BBISIBUTH aJlICIb,

KOTOPBIH SBIISICTCS MPUYNHOM 3a007ICBaHUS CPEAN
BCEX ajulesNiei rarioTHIIa, CBSI3aHHOTO ¢ 3a00I1eBa-
HUEM U TOAXBaYE€HHOT0 OTOOPOM (TaKoe SIBICHHE
HazpiBaetcsa Gene lifting).

KAKOBBI KJTIOYEBBIE ®AKTOPDI
CPE/JIbI, K KOTOPBIM [TPOXOUJIA
TEHETUYECKASI ATAOTALIUAS
MONYJISIUIA YEJIOBEKA?

DTO mpekae BCero KiIuMaT, WHGEKIIUH, THIT
xo03siiicTBOBaHMs, ocoOeHHOCTH mutanus (Ca-
valli-Sforza et al., 1994; Tonuaposa u p., 2006;
Hancock et al., 2008, 2010 a, b; Coop et al., 2009;
Fumagalli et al., 2011). Haubonee oOmupHas
CBOJIKAa CBEICHHI 00 ATUX (aKTOpax CONEPIKHUT
0aza maHHBIX Mepmoka « DTHOTpadraecKuii aTimac»
(puc. 4) (Murdock, 1967). Takue 6a3b1 moka O4eHb
MaJIO MCTIOJIB30BAUCH B TOMYJISIIHIOHHO-TEHETH-
YEeCKHX HCCIIeIOBaHUsX uesoBeka. OHU comepikar
nHpopmanuw o 6oxee yem 1000 sTHHYECKUX
TpyMII, KOTOPBIE B cilydae reorpadpuyeckoil Kom-
MaKTHOCTH OOUTAHUSA MOTYT paCCMaTPUBAThCS KaK
nomyysiiuy. Vcrons30BaHue MaHHBIX «ITHOTpa-
(uueckoro atnacay s BBISIBICHUS KOPPESIIui
C 4acTOTaMH ajJiesiell MOy, 0OUTaloIIX
B TEX K€ PETHOHAX, MOXKET JIaTh WH(POPMAIIHIO O
TeHax, aJUTeTTd KOTOPBIX BaKHBI [T alaliTallud K
(akropam cpenbl. PaccMoTpuM mpuMep Takoro
aHaJIn3a B CIEYIONIEM pasziene.

I'EHbI, KOHTPOJIUPYIOIIME
METABOJIN3M AJIKOTI'OJISA

OcHoBHO# cnioco0 okucneHus (mo 80-90 %
SK30TCHHOTO aJIKOTOJISI) CBSI3aH C JCHCTBUEM ITe-
4eHOUHBIX (pepMeHTOB. Ha mepBoM 3Tare 3TaHo
MPEBPAIIAETCS B alleTalbJICTU MO JCHCTBHEM
ankoromnbaeruaporenassl (A/ll'), koqupyemoii re-
HOM ADH1B. 3areM u aneTanbaeru] OKUCIISIETCS
JI0 arieTara Mmoj JeHCTBUEM alleTalbIeT AT HIPO-
rerassl (Anp/ll), kogupyemoii renom ALDH?2.

0O0a rena noauMopQHbI. 3aMeHa AMUHOKHCIIO-
ThI APTUHUH B TIO3UIUU 48 MONUIIEITHIHON [IEeMu
AJIl" va ructuaun (amnens 48His) IPUBOIUT K
100-kpaTHOMY yBEITMYEHUIO B CKOPOCTH PabOTHI
tdepmenta (Jornvall et al., 1984; Matsuo et al.,
1989). B pe3ynbrare mpu nOoTpeOICHUN aTKOTOIS
MIPOUCXOAMT O0Jiee OBICTPOE HAKOITUICHUE TOKCHY-
HOTO aJIbJIeTH/Ia, YTO CBSI3aHO C HENPHUATHBIMH
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Puc. 4. ConocraBnenre o0beMa CBOJIOK TI0 ATHOTpaduu HAPOJIOB.

omryuiennssmMu. Hocurenu annens 48His B cpenHeM
NOTPEOISIOT MEHBIIIE ATKOTONS U PEKE CTPAJAIOT
ankoronusmoM (Osier et al., 1999; Tolstrup et al.,
2008). Emie 6onee crnbHBINA 3G (EKT AaeT aienb
rena ADLH?2, y HOcUTEeNEel KOTOPOTO MMEETCs
3aMeHa TyTaMuHa Ha Tu3uH Glu504Lys. Annens
504 Lys onpesienseT CHHTE3 HEaKTHBHOTO (hepMeH-
Ta. Y TOMO3HTOT 0 JaHHOMY ayiento (epMeHT
HeyHKIHOHAJICH, a y TeTEPO3UTOT aKTHBHOCTH CO-
CTaBJISIET JIUILB OKOJIO 6 % OT YpOBHS aKTHBHOCTHU
JaHHOTO (pepMEHTA Yy TOMO3HIOT I10 SBOJIIOLIMOHHO
bomee npeBHemy aytento 504Glu (Crabb et al.,
1989). Ilpu notpedienun naxe HeOOIBIINX 103
ankoroist y Hocurened amnens ALDH2*504Lys
YacTO pa3BUBACTCSl KOMILJIEKC CHMIITOMOB (TOJIO-
BOKPYXXECHHE, yUalleHHe cepAleOneHni, MoTo-
OTZEJICHUE, TOIIHOTA, TOKPACHECHUE KOXKH JINLA),
HPEATCTBYIOIUI IPOJOIKEHNIO ITpHEMa aJIKo-
romst. Yacrora amutenst ALDH2*504Lys camkena y
AJIKOTOJIMKOB, @ TOMO3HUTOTHI 110 JAHHOMY aJIJIeITIO
Cpear HUX KpaliHe peaKH. [ eTepo3uroTHsie HOCH-
tenu ajenst ALDH2*504Lys notpebisitoT MEHbLIe
QJIKOTOJIS, YeM T€ WHAMBU/BI, Y KOTOPBIX aJlleib
orcyrctyet (Wall et al., 2000; Kim ef al., 2008).
[MonynsiMOHHBIE Pa3IUYHs IO YacTOTaM JTHUX
aiiesnei J0BOJIbHO BEJMKH (KapThl pactpeiesieHUs
YacTOT MpeZCTaBIeHBI Ha pHc. 5). YacToTh! amesns
48His Bapsupytot ot 80 % B nmomynsusax Bocrou-
HOW A3MHM 10 IPAKTHYECKH MOJTHOTO OTCYTCTBHUS
B €BpoOIeHCcCKuX nonyndanusx. Mimeercs Takxe no-
KaJbpHBIN MakcuMyM (3040 % gacrora) B mormysis-

nmstx bmkxaero Boctoka (Borinskaya ez al., 2009).
Amnens ALDH2*504Lys npecTaBiieH C 4aCTOTOH
10 40 % B nonysiusx Kurast n Slnonnu u menee
1 % — B EBpone, 3anaguoii Azun u Adpuxe (Li
et al., 2009) (puc. 5). Y KOpeHHOTO HaCEJICHHUS
Hosoro Csera 006a amresns OTCyTCTBYIOT.

B psine paGor mokazaHo, YTO B MOMYJISIUSIX
FOro-Bocrounoii Aszun 06a anenst — ADH1B*48His
u ALDH2*504Lys — HaxomsTCsl 10J| ACHCTBUEM
oroopa (Oota et al., 2004, 2007). [Ipennonoxenus
0 TOM, YTO YacCTOTHI ATHX aJUleNiell B MOITYJIAINSIX
Oro-BocTounoit A3uu BO3pOCTH MO AEHCTBHEM
0T00pa, OBUTN BBIABUHYTHI BCKOPE ITOCIIE TOTO, KaK
OBUIO YCTaHOBIICHO, YTO PA3JIUUHS MEKAY «TH-
muaasiM»y ADHIB*474rg n ALDH2*504Glu) n
«arnunuaHbIMY (ADH 1 B*48His u ALDH2*504Lys)
BapHaHTaMu 00yCIIOBJICHBI IMHIYHBIMHA aMUHOKHC-
JIOTHBIMH 3aMEHAMH, 1 9TO «aTUITMIHBIEY BAPUAHTHI
SIBIISTIOTCSI DBOJIFOIIMOHHO 00Jiee TO3HUMH, YeM
pacnpocTpaHeHHBIE Y EBPOIICOUIOB «TUITHYHBIC)
n3oopmel pepmenToB. JloBOIOM B 1063y 0TOOpa
OBUIO TO, YTO MOBBILIEHA YAaCTOTA MPOU3BOIAHBIX
aJIIeTIeH, PaCTIOIOKEHHBIX Ha Pa3HBIX XPOMOCOMaX
T€HOB, KOTOPBIE KOHTPOIHUPYIOT OTHO 3BEHO METa-
Oomm3ma, 1 00a aTHIIMYHBIX BapHaHTa (epPMEHTOB
MOBBIIIAIOT KOHIIEHTpatuio aneranpaeruaa (Ikuta et
al., 1986). B kauectBe (pakropa oTOOpa Impernonara-
JICh OCOOCHHOCTH AUETHI, B YACTHOCTHU MOTpedIe-
HUE COJIEPIKAIINX AIKOTOJTb HAMTKOB U Uy. [Ipu
9TOM TIOZIPa3yMeBaIOCh, UTO aJAlITHBHYO IIEHHOCTh
ITUM AJDIENSIM 00eCTIeYNBaI UMEHHO UX TIPOTEKTHB-



938

C.A. bopunckas, HK. fAnkosckun

80
75
70
65
60
55
50
45
40
35
30
25
20
15
10

L 4

A

RE8E-Rzaa RREBURERES

Puc. 5. T'eorpadmyeckoe pacmpeeneHre 4acToT ajljiesield TeHOB MeTaboIM3Ma aTKOTOJIsL.

Amnens ADHI1B*48His oTBeuaeT 3a ObICTPOC HAKOIUICHHE TOKCUYHOTO alibJCrH/a B MOMYIusIX Ha bimkHem BocToke n
ocobenno B lOro-Bocrounoit Azun (> 80 %). Amnens ALDH2*504Lys — 3a Me[UIeHHOE pa3pyIIeHHe STOTO s1a B ITOYIISIIHIX

IOro-Bocrounoit Azuu (> 40 %).

HBIN 3((DEKT B OTHOIICHUH PA3BUTHSI AJIKOTOJIU3MA
(Ikuta et al., 1986). I'nmore3a o ToM, 4TO (haKTOpOM
oroopa amteneit ADHI1B*47His v ALDH2*504Lys
MoT7Ia OBITH KaKasi-THOO TPOTIUIecKast HH(EKITHS TT0
TUIY MaJSIPUM U CEPIIOBHIHOKICTOYHON aHEMUH,
obuta BeiBuHyTa k. Jlonrom (Liberles, 2001).
CxomHoe NpeAnooKeHne ObUTO0 BBIIBHHYTO MPYIIION
K. Kunna (Oota et al., 2004).

Ecim xakoi-nmnbo u3 nepedyrncineHHpIx (pakro-
POB Cpenbl BIMSET Ha YaCTOTY aJUIeNsl, TO MOKHO
OXKHUJ1aTh, YTO B MOMYJIALUAX, B Cpele OOUTaHHS
KOTOPBIX (DAKTOP MPUCYTCTBYET, YaCTOThI aJLIeIIs
OyayT B CpEIHEM BHIIIC, YEM B TE€X, B KOTOPBIX
(hakrop orcyTrcTByeT. UTOOBI IPOBEPUTH ATY T'H-
MOTE3y, MBI TIPOBEII aHAJIN3 KOPPEISIUN 4acToT
amnenss ADH1B*48His ¢ HannyneM dHIEMAYHBIX
uH(EKIUI, CKOTOBO/ICTBA (0IOMAIlTHUBAHUE CKOTA
MOCITYKHIIO PACIIPOCTPAHCHUIO MH(DEKIINI) 1 3eM-
nenenus. B kayecTBe UCTOUHUKA ONMUCAHUN (ak-
TOPOB CPEJIbI UCTIONB30BaIN «ITHOTpahuIeCcKuit
arnacy (Murdock, 1967). Jlns nByx nepeMeHHbBIX
(CKOTOBOACTBO M PHIIIPHO3) TIOTyUCHEI 3HATNMBIE
KOPPEJISALIUH, HO JIUIIb TS QUITIPHO3a KOPPEIISIHS
0CTaeTCs 3HAYMMOM T0CJIC MOTPABKU HA MHOXKECT-
BEHHOE TeCTHpOBaHUE. KOppensIMoHHbIH aHaTN3
MMOKAa3bIBACT, YTO yactora amnens ADHIB*48His
TIOBBIIICHA B TIOITYJISIIHSX, B KOTOPBHIX (DHUIISPHUO3BI
SHIEMUYHBI (pHUC. 6).

B Tex momynsuusx, Aas KOTOPBIX (QUISPHUO3bI
SHIAECMUYHBI, YacTtoTa amnens ADHI1B*47His co-
crapisieT ot 20 1o 80 %. B Tex momynsauusx, rae
9Ta MHPEKIUS He TPEeICTaBICHa, YacTOTa ajuIeis
He npesbimaet 25-30 % (puc. 6).

[Tony4eHHble pe3ynbTaThl MO3BOJSIOT BBIIBH-
HYTb TUIIOTE3Y O TOM, 4TO ajnens ADHI1B*48His
MOXET OBITh IPOTEKTUBHBIM B OTHOLICHHUHU DPa3-
BUTHSI PWIAPUHHON WHPEKINN y deraoBeka. J[ms
TOr0, YTOOBI MPOBEPUTH, YTO UMEHHO aJlIeihb
ADHI1B*48His o0ecriednBaeT KOPPEIALHUIO C
HanuuueM (QUISIPUO30B B CpeAe MPOXKHBAHUS,
MBI OTIPEACININ KOPPEISLHUN YacTOT aliesei,
cuerieHHbIX ¢ naHHbIM SNP (puc. 7). CooTBet-
CTBYIOIIIHE KOAPPHUITHEHTHI KOPPEIIAITIH YOBIBAIOT
o o0e croponsl ot ADHIB* Arg48His (puc. 7).
OTO TO3BOJISAET 3aKIIOYUTH, YTO €CIU OTOOp Ha
YCTOWYHMBOCTD K (PUIISIPHO3aM JCHCTBOBAM HA JIO-
Kyc ADH, T0 “MEHHO (DYHKIIMOHAIBHBIH TOIMMOP-
¢busm ADH 1 B* Arg48His 6bu1 ero mutiensto. s
IIPOBEPKHU ITOM THIOTE3bl HEOOXOOUMO CPAaBHUTH
YaCTOTHI JIAHHOTO aJUIels B IpyIine OOJbHBIX (H-
JISIPUO3aMH U IPYIINE UHIUBHUIOB, POKUBAIOIINX
B TOM JX€ PETrHMOHE, HO He MH(UIHPOBAHHBIX
Ha MPOTSHKEHUH JUITUTENbHOro BpeMeHu. Ecin
aienb o0NagaeT MPOTEKTUBHBIM 3(PQeKToM, TO
94acTOTa €ro y 340POBbIX JItOZEH OyIeT BbILIE, YeM
y 60mbHBIX. Bo3MoXxHa TpoBepKa MpeyIoKeHHON
TUIOTE3bl Ha KHUBOTHBIX MOJEISIX (PHUISPHO30B
(HanpuMep Ha KpbIcax) ¢ IPUMEHEHHEM WHTUOU-
TopoB Anp/lI" (Hanpumep nucynbdypama), Tak Kak
onokupoBanne padboTsl Anp/ll" mpuBeneT Kk TOMy
ke peroTunmmaeckoMy d(H(HEKTy, YTO U yCKOPEHUE
pabotet A/Il. B mupe nHbUIMpOBaHO QUISPUIME
6onee 120 mun yenosek (Taylor et al., 2010), u
BBISIBIICHHE MOJIEKYISPHBIX OCHOB MPUPOAHON
YCTOWYMBOCTH K HH(EKLIUSIM MOXKET OTKPBITH HO-
BbIE IIyTH JICYCHUS U IPOPHUIAKTUKH.



leneTnka 1 reHOMMKa YyeAaoBeKa. [ TormyAsiLMm 1 5THOCH B IPOCTPAHCTBE U BpEMEH! 939

dunspuraTtosbl
Micronesians ’
Nasioi Khmer Falasha Chinese Japanese Atayal
OHAEMUYHbI o o0 @m oDopo o o
Malaysians Vietnamese
Finn Irish Russians | Adygei
OTCyTCTBYIOT b o oo O Buryate
Danes Turks Udmu Yakut
T T T T T
0 20 40 60 80 100%

YactoTa annenss ADH1*B47His

Puc. 6. Pacnipenenenne vacror amnenst ADH1B*48His B mony/siiysX B 3aBUCUMOCTH OT HAJIMYUS (HIISIPHO30B
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BaHUs.

Z[J'I}I CpaBHCHUS MPHUBEACHLBI aHAJIOIMYIHBIC K03(1)(1)I/IIII/I€HTI>I JJI MaJIsIpyu. VICTOYHMK MaHHBIX ST YACTOT ajljIeieh — baza

ALFRED.

UCCJIEJIOBAHUS KOPPEJISIIAM
YACTOT AJUIEJIEA B TOMYJIALUAX
C YCJIIOBUSAMM CPEJbI

ComnocraBiieHHE YacTOT ajuiee U3 TeHeTHYe-
CKUX 0a3 JaHHBIX C KOJAMPOBAHHBIMH OITHCa-
HUSMH Cpelibl U3 «ITHOTpaQUUECKOro ariacay
Mepaoxa 0bl0 mpenioxeno Hamu B 2002 1.
(Borinskaya, 2002, 2003; Borinskaya, Korotaev,
2002; Yankovsky et al., 2002; bopunackast, Kopora-
eB, 2003). Peamu3arus Takoro moaxona mpuMeHeHa

B MacITadax MmoJIHOréHOMHOTO aHaJIH3a B UCCIIE0-
BaHMsIX rpynnsl Ausbl 1u Puenso (Hancock et al.,
2010a, b). OTi HccmenoBaHNs OBIITH OCHOBAHBI Ha
MpeIcKa3aHusIX MOJICJIH 0TOOpa KOIMYECTBEHHBIX
[IPU3HAKOB B TOM OTHOIICHHUH, YTO TaKOH OTOOP
OyJ/IeT IPUBOIUTH K HEOOJIBIIIUM C/IBUT'aM B 4aCTOTE
ajuiesiel o MHOTHM JIOKyCaM JI0 TeX IOop, MOoKa
MOTYJISAIUST HE JIOCTUTHET CBOETO ONTHMYyMa 4Yac-
TOT aJuIeNeH 10 OTHOIICHHIO K JIABJICHHUIO TAHHOTO
(hakTopa otoopa. [IprMeHeHHBII TTOIX0] TTO3BOJIHIT
BBIIBUTH SNP, KOTOpBIEC TEMOHCTPUPYIOT COTIIACO-
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BaHHBIC CJIBUTU YACTOT aJljieJied B TOMYJISIIUIX B
COOTBETCTBHU C YCIIOBHUSIMH CPEIIbI X OOUTAHHMS.
BuyTpurennsie (0cCOOEHHO HECHHOHUMUYHEIE)
SNP, a takxe SNP B peryiasiTopHbIX ydacTKax
T€HOB OKa3aJINCh M30BITOYHO MPEACTABICHHI B
TTOJIBBIOOPKE AJIIETICH, TPOSIBIIIONINX KOPPEIISITIIO
C OTPEJICTICHHBIMHU YCIOBHSIMHU CPElibl OOUTAHUS
TIOTTYJISIITUH.

Hawubonee derknue CUTHAJIBI BBISBICHBI MPH
aJanTanui K OCOOCHHOCTSIM MUTaHHS U KIUMa-
TUYECKUM YCIOBUAM. Tak, B OMyJISAIMSIX, T OC-
HOBHBIMH MPOAYKTAMH ITUTAHUS SIBJISIOTCS KOPHH
Y KJTyOHU, BBISIBJICHBI CUTHAJIBI aJIAITAI[UH B TCHAX,
BOBJICYCHHBIX B META0OJIM3M KpaxMaia u caxapo-
3bl. Elie ojiHa rpyrmna anienei, agantHpoBaHHBIX K
JTIeTe, BBISIBIICHA B ITOTYJISAIHSAX, OCHOBOW TUTaHUS
KOTOPBIX SBISIOTCA 3epHOBBIE. Cpeu 3THX aiie-
JICH BBISBJICHBI M T€, KOTOPbIC KMEIOT OTHOILICHUE
K Tua0eTy BTOPOTO TUIla. BhISBICHBI aJljiesy ajiar-
TaIlUU K XOJIO/Y, BIUSIONINE HA TEPMOPETYJISIIIHIO
opranm3ma venoseka (Hancock et al., 2010a, b).

AHaJOTHYHBIA TIOAXO/ UCTIONB30BaH B IIUPO-
KOMacCIITaOHOM HCCIIEJOBaHNU T€HOB, BOBJICUECH-
HBIX B aJalTallii0 K SHIACMUYHBIM HH(CKIUIM
(Fumagalli et al., 2011). ABTOpBI HCIIOIB30BAIN
WHTETPUPOBAHHBIN UHJIEKC HATPY3KH IMaTOrCHAMH,
HO HE aHAJIM3UPOBAIIH OT/eNbHbIC HHpeKIwn. [Tpu
COTIOCTABJICHUH JIOKATBHBIX aJanTaiuii K 0cCoOOeH-
HOCTSIM MIATaHUSA, KJIMMaTy ¥ Harpy3Ke MaToreHaMu
BBISICHUJIOCh, YTO MMEHHO MATOI'CHBI SIBJISIOTCS
Han0oJIee CHIIbHBIMU (hakTopamu anantaiuu. Cur-
HaJIBI Q1A TAI[UH, aCCOIIMMPOBAHHBIC C HATPY3KOM
naroreHaMH, BbIsIBIICHBI B Oosiee ueM 100 reHax.
Ora (hpaxmms reHoB o0oralieHa TeHaMH, aCCOITUH-
POBaHHBIMU C AyTOUMMYHHBIMH 3a00JI€BaHUSIMH,
TaKUMU KaK IIEINaKsI, Tra0eT Tuma 1, paccessHHbIin
ckiiepo3. Ha ocHOBE 3TOT0 aBTOPHI MIPEATIONAraioT,
YTO paCIPOCTPAHEHHOCTH B MOITYJISIIIUASAX YSITOBEKA
ayIesield mpeIpacoNIoKeHHOCTH K 2y TOMMMYHHBIM
3a00JI€BaHUSIM MOJKET OBITH CIIEJICTBHEM OTOO-
pa Ha yCTOMYMBOCTH K WH(MEKIHSIM B MPOILIOM
(Fumagalli et al., 2011).

Bxitajy KOHKPETHBIX TEHETUYCCKUX (PAKTOPOB
B aJanTalii0 K YCIOBUSIM CPEIbl 3aBHCUT OT
YHUCJIa TEHOB, KOTOPHIE BIHUSIOT Ha (popMHUpOBa-
HHUE CEJIEKTHPYEMOTO TpU3HaKa, CTENEHH BKIIaga
KOHKPETHOTO aJUIeNIs B aJaTHBHOCTD, @ TAKXKE OT
WHTCHCUBHOCTH U JIMTEIBHOCTH JEHCTBHUS (ak-
Topa orbopa. B momymsmusax demoBeKka 4acTOTHI
aJJIeIIeii MHOTHX TEHOB, BAYKHBIX JUIS 37I0POBbsI, Ha-

XOJISITCSL B JIBUKEHUH T10]] BO3JICHCTBUEM (PAaKTOPOB
Cpellbl, 3HAYUTENbHAS YaCTh KOTOPBIX BO3HUKIIA B
pe3yibTare pa3BUTH MPOU3BOJSIIETO X03HCTBA
1 ipeoOpa3oBaHus PUPOTHON CPEIIbL.

[Tokxa B moucke mpUYHH 3a00JIEBaHUH UeII0-
BEKa JOMHHUPYET MOJICKYISIPHO-T€HETHIECKII
noaxoA. IlonynsiiMOHHO-TEHETUUECKUN TTOAXO0M
B COYCTAaHUU C OMOMH(DOPMATHUECKUM aHAIIU30M,
WCIIOJIB30BaHUEM MEIUIMHCKUX U 3THOTpadu-
YEeCKUX JJEKTPOHHBIX 0a3 JaHHBIX, pa3pabOTKOM
HOBBIX CTATUCTHYECKHUX ITOAXOJ0B K BBISBICHHIO
CUIHAJOB ajJalTalliid CTaHET OYE€Hb BaKHBIM
JIOIOJIHEHUEM ISl IOHUMAHMUS T€HETUUYCCKUX U
CPENOBBIX (PAKTOPOB, BIHSIONIUX HA 3II0POBBE
YeJI0BeKa. DTH MOJIXO/IbI TIO3BOJISIIOT BBISBUTH (DYHK-
nuoHansHBIC SNP, BOBIICUEHHBIC B aalTallfIio K
YCIIOBUSAM CPENbl, MaXke I TeX TCHOB M WHBIX
Y9aCcTKOB reHOMa, (PYHKITUH KOTOPBIX HE U3BECTHBI.
OTHU MOAXOJbI MOTYT OBITh YCHJICHBI aHAJIU30M
TCHHBIX CETEH, Pa3IUUHbIC 3BEHbS KOTOPBIX MO-
T'YT BIHMATH HA OJMH U TOT K€ (DEHOTHUITUYECKHI
MIPU3HAK, METOJIBI aHAIIN3a KOTOPBIX pa3paboTaHbl
TIPU UCCIICIOBAaHUH 3a00JIeBaHUN (CM. HaIIpuMep,
[Tonkomonuas u ap., 2010).

I'eneTrka momMoraeT MoATBEPAUTH HITH OIIPOBEPT-
HYTh TUIIOTE3bI, CPOPMYIUPOBAHHBIC B MIPE/ILIIax
JIPYTUX HAyK, WIM BBIIBUHYTH HOBBIE THITOTE3bI
JUT WX TIPOBEPKH dTUMH Haykamu. [lostomy re-
HETHWKa HAYWHAET BBICTYTATh KaK «MOCT» MEXIY
HayKaMH.
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