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['enernyeckas ananTariys MOMyJIALNN YeJTOBEKA
K JIOKaJTbHBIM yCIIOBHSM CPEJIbI MOXKET OBITH MTPEI-
CTaBJIeHa KaK BO3HUKHOBEHHE HOBBIX ajieliel B
pesynbTare MyTaluil U mocieayoee n3MeHeHHne
YacTOT ajjiesied B ITIOKOJICHUSIX BCJICICTBHUE €CTEC-
CTBEHHOT0 OTOOPA MPU3HAKOB, ACCOIUUPOBAHHBIX
C 3TUMH AJUICTSIMH U Ba)KHBIX JJI BBIKUBAaHMS
U YCHEIIHOW penpoayKuuu yenoseka. [Tomumo
MIPOIIECCOB aJaNTallli, HA U3MEHEHHE YacToT ajl-
JIeTiel BIUSIFOT TeHETHYECKU Iperi( 1 MUTpaLluy.
HccnenoBaHne reHETHUECKOH aJlanTaliuy 4eaoBeKa
3aHMMAET OJTHO U3 IICHTPAIBHBIX MECT B OMOJIOTH-
YECKOI aHTPOIIONOrMH, TEHETUKE YEJIOBEKA U DBO-
JIIOITUOHHOM OMOJIOTHH 1 YK€ AaJi0 3HAYUTEIHHBIN
BKJIaJ B IOHUMAaHUE BSaHMOHCﬁCTBHH Cp€aO0BBIX 1
TeHETUYECKHX (PaKTOPOB, BIMSIOIINX HA 3[0POBHE
YesoBeKa.

Hwuxe OyayT omucaHbl MOAXOABI K IMOUCKY
aJutelieid, ompeeNsaonuX MPUCIOCOOIEHHOCTD
geJoBeKa K JACHCTBHIO (aKTOPOB OKpYKaromien
cpenbl. DTH TOAXOABI TOTEHITHATBEHO MTPHIIOKAMBI
HEC TOJIBKO K YCJIOBEKY, HO U K APYT'UM )KMUBOTHBIM U
pacteHusM. MicXoqHOM MOChUIKOM 17151 TPUMEHEHUS
ATUX TIOAXOJOB SIBIISICTCS MEPEKphIBAHUE apeana
NIEHCTBUSL KOHKPETHOTO (pakTopa cpesl U apeasa
MOBBIILICHHON MONYISUOHHON YaCTOThI ajuIess,
YTO IMO3BOJIACT Mpearojiararb X CBA3b, XOTA U HE
JTOKa3bIBaeT ee. Takoe COBMaieHNe apeasos, Mocie
BbIYMTAHHUA BKJIaJda CHy‘IﬂﬁHHX OpUYINH (FGHCTI/I-
4YecKkuil apeid, reneTndeckas moapasieieHHOCTh
TIOTTYIISIIIAIA ), SIBIISIETCS] OCHOBOM JIJTsI BBIJIBHKSHUS
JlalibHENIIeH IPOBEPKU TMIIOTE3bI O POJIU JAHHOTO
(hakTopa 0TOOpa B OBBIIIICHUH YaCTOTHI JAHHOTO
ajyiens B MOy sIUAX yenoBeka. [Ipsimoe nokasa-

TEJBCTBO TaKUX THITOTE3 MOXET OBITh MOJTYYEHO,
€CITM YJIaCTCs TI0Ka3aTh CBSA3b TEHOTUTIA U (DeHOTHTIA
C TIPUCTIOCOOJICHHOCTRIO K TAHHOMY (hakTopy 0T0O-
pa (BBDKMBAaEMOCTb WM PENPOAYKTUBHBIN ycIiex)
(Hancock et al., 2008, 2010a).

MBI IPUBBIKITN CPAaBHUBATH TEHETHYECKUE 0CO-
OCHHOCTH WHIUBUIOB JIPYT C Ipyrom. WHIMBUA
KaK e/IMHUIIA yueTa ObLT M 0CTaeTCsl HEOOXOANMBIM,
HO IO3BOJIACT YCTAHOBUTH JIMIIb HAJIWYUC aJlJIC-
JIs, HO He ero yactoTy. s mpuaaHus «CMBICIIay
TCHY U KOHKPECTHOMY aJUICIIIO HYXHO IMIPUMCHHUTDL
9BOJIIOLMOHHBINA ToaxoA. s 3Toro eauHuLeH
ydeTa JIOJKHA CTaTh MOMYJISIIIHS, 8 YYUTHIBAEMBIM
MIPU3HAKOM CTaHEeT dactoTa ajuiens. [Ipu stom
CpPaBHMBATh IPYT C APYI'OM HY)KHO IIPU3HAKH I10-
MyJISIIUi (YCITOBHSI Cpe/Ibl M YaCTOTHI ajuieneii), a
HC NPpHU3HAKW UHAWBUIOB.

NCTOPHUS BOITPOCA

WccnenoBanusi reHETUUECKUX TPUYUH ajar-
TallMM K JIOKAJIBHOW cpefie BexyTcs yxe Ooiee
60 set. J{7ms1 5TOTO CpaBHUBAJIM paCIPEICICHUE Yac-
TOT BCTPEYaeMOCTH (DEHOTHUIIOB MO0 OTHONICHHIO K
BEJIMYHMHE 3HAYCHUI CPETOBBIX IEPEMEHHBIX, TIPE/I-
TTOJIOKHUTEITLHO SBIISTFOIINXCS (haKTopaMu 0TOOpa.
Taxkoi moaxo 0BT MCITOIB30BAH B KIIACCHYECKUX
HCCIIEeIOBAHMSIX reorpaduueckoro pacrpeseie-
Hus ayuienied Oera-tanaccemun (Haldane, 1949),
ceprioBuaHOKIeTouHON aHemun (Allison, 1954)
u nedunmra TII0K030-6-pocdaTaernaporeHassl
gesoBeka (Ooyiee AeTaabHO OMUCAHHOTO HIDKE),
NPUAAIIINX YCTOHYMBOCTh K Maysipuu. [lyTe oT
TUIIOTE3bI O MPOTEKTUBHOM JEHCTBUU ajlIelis,



l'eneTKa 1 reHoMMKa yeaoBeKa. I TormyAsi1Mm 1 3THOCHI B IPOCTPAHCTBE 11 BpeMeH! 931

BBIIBUHYTOM Ha OCHOBE COBINAJCHHS apealioB
pacmpocTpaHeHHUs aJIeNs C apeasioM dHASMUYHON
WH(EKIINH, 10 YeTKOTO J0Ka3aTelIbCTBA, BKITI0Ya-
IOIIEr0 TTOHMMaHUE MOJICKYIISIPHBIX MEXaHU3MOB,
3aHUMAET MOPOH NIECATKH JieT. PaccMoTpum 3TOT
MyTh Ha IPUMepe TeHa NIII0K030-6-(ocdar nerua-
porenassl (G6PD).

B navane 1950-x ronoB Bo Bpemsi KOpeHCKOM
BOITHBI aMEPUKAHCKUM COJIZaTaM B 0053aTEIIEHOM
MOPSIIKE BBIAABAIICS MPUMaxXuH. DTO JIEKAPCTBO
JIOJDKHO OBUTO 3aIIUTHTH COJJAT OT MAIISIPUH, HO Y
YaCTH U3 HUX [IPUEM MPEnapaTa BhI3bIBAI TSHKEI0e
NMoOOYHOE AEHCTBHE — OCTPYIO TEMOIUTHYECKYIO
anemuro. BHe3arHo pa3BuBaBmieecs 3a00eBaHue
KpPOBH IIPUBOIMIIO Jlaxke K rudenu. MccnenoBanue
MOKa3aJi0, YTO CMEPTHOCTh OT «IPUMAaXHHOBOI
AHEMHH pa3nyanach y IpecTaBUTeNeH pa3HbIX 9T-
HIYecKuX rpym. OcodeHHo Bbicokoi (10 1015 %)
OHa ObUIA CPEAN COJIAT, MPEIKH KOTOPBIX UMEIN
CPEeIN3eMHOMOPCKOE MPOUCXOKICHNE (BBIXOIIIBI
n3 ceBepHoil Adpuku, Utamuu, Mcnanum, birk-
Hero Bocroka). Bckope ObITH OTKPBITHI TPUYHHB
«IIpUMaxuHOBOW» anemMuu. OHa BO3HHKala Y
JIOJeH ¢ HACIEACTBEHHBIM JeuuuToM (epmeH-
Ta TII0K030-6-pocdarnernaporenassl (GOPD)
(Carson ef al., 1956). ®epment G6PD yuactByer
B rekco3-MoHo(dochaTHOM MyTH, eIMHCTBEHHOM
npoiiecce, renepupyromiem HA JI® B 3pesbix s3puT-
pOLIMTax, B KOTOPBIX OTCYTCTBYeT UK KpeOca.
OTOT pepMEHT KaTaIM3UpyeT OKUCICHHE TITIOKO30-
6-(ocdara B 6-hocormokonar. B aToit peakiuu
00pa3yeTcsi BOCCTAaHOBJICHHBI HUKOTHHAMU/Ia]Ie-
auaauHyKieotuadocdar (HAJIDPH), xoTtopsrii B
JAJTLHEHIIIEM UCTIONB3YETCSI /ISl BOCCTAHOBIICHHS
DIyTaTioHa (TP y4acTUH Ty TaTHOHPETYKTAa3bl),
a TaK)Ke YaCTUYHO METTEMOITIO0MHA B TeMOTTIOOHH.
BoccTaHoBieHHBIH TIyTaTHOH 3allUINAET TeMO-
TIOOWH U THOIIOBBIE (DEPMEHTHI, TIOIEPIKUBAFOIIIIE
HOPMAJTbHYO TIPOHUIIAEMOCTH MEMOPaH SPUTPOITH-
TOB, OT OKHCJIUTEIILHOTO JICHCTBUS pa3IMIHbIX Be-
HIECTB, B TOM YHMCIIE U JIEKAPCTBEHHBIX MPEIapaToB.
IIpu Henocrarounoctu G6PD npuem HEKOTOPBIX
JIEKapCTBEHHBIX CPEACTB (PUMAaXHH, CYJIb(haHHI-
aMUJBl B JIp.) WIH TPOIYKTOB MUTAHUS (OOOBI)
BEJIET K MAaCCUBHOMY Pa3pyIICHUIO SPUTPOIIUTOB
(TeMONMUTHYECKHUE KPU3BI) BCICIACTBUC TAICHUS
COZIEp)KaHMsI B HUX BOCCTAHOBJICHHOTO TIIyTaTH-
OHa ¥ JecTadunu3anuu MeMOpaH. PazmMHOxeHHe
MaJIIPUHHOTO TIa3MOJIUSI B SPUTPOLUTAX TaKXKe
nectadumusupyet ux MeMOpanel. CoyeTanne Ha-

CJICICTBEHHOTO JieeKTa W UH(EKINN TPUBOAUT
K THOEN 3apayKEHHBIX SPUTPOIMTOB, W Mapa3uT
HE yCIIEBAaeT pa3BUThCS. B pesynbrare y nronei
¢ nmepunuToM GepMeHTa MaJSpHUsS MPOTEKAeT B
Oonee nerkoit popme. [lokazaHo, 4TO B KyJIbType
KJIETOK IPUTPOUUTHI, nepuuutHeie mo GO6PD,
MOAJICPKUBAIOT POCT MAISIPUHHOTO TIa3MOAHUS B
3 paza xyxe, yeM HopMmasibHbIe KieTkd (Roth et
al., 1983). DuuaeMuoI0rHIeCKie JaHHBIC ITOKa-
3aJid, 9TO pacrhpocTpaHeHHas B Adpuke Gpopma
nedurura G6PD accoruupoBaHa co CHIKEHUEM
pHCKa TSDKEJIOH MaJsipud B 2 pasa, IpUieM Kak y
TEeMU3UTOTHBIX MY)KYMH, UMEIOMINX Ae(PEKTHBIN
IeH B CBOEH €IMHCTBEHHOH X-XpOMOCOME, TaK
W y TeTEepPO3UTOTHHIX JKEHIINH, HOCUTEIbHHUII
OJTHOTO HOPMAJIFHOTO M OAHOTO J1e(heKTHOTO reHa
(Ruwando et al., 1995). Myrtauuu B rene G6PD,
Benyumue K aepuuuty pepMeHTa, BOZHUKAIN
HEOJHOKPATHO M HIMPOKO PACIPOCTPaHHUIUCH B
MaJIIpUIHBIX 30HaX IMOJ JIecTBHEM 0TOOpa Ha
YCTOMYNBOCTH K 3TOW WHPEKITNH.

I'EHOM YEJIOBEKA
U BA3bI JAHHBIX YACTOT AJUIEJENR

Jliis mpoBepKH TUTIOTE3 O BOBJICUEHHUH OIpe-
neJeHHOTo (heHoTHIa B mporecc ajanTalud 1
BBISIBJICHUN (DaKTOPOB CPEJIbl, BBI3BIBAIOIIUX 3TY
aJianTaino, HeoOXoauM cO0p (PEHOTHITUIECKIX
JAHHBIX, YTO JOPOTO M TPeOyeT 3HAYMTEIbHOTO
BpEMEHH, a TaKXKe IKCIIEPUMEHTAIBHBIN aHaIIN3
OOBIITUX BRIOOPOK IS AOCTHIKEHUS CTaTUCTHYE-
CKH 3HaYUMBIX TToka3ateneit (Hancock er al., 2008,
2010a). B T0 xe BpeMsI B TOCIIETHEE TECATHIICTHE
WHTEHCHUBHO Pa3BUBAIOTCS TOXO0/IbI K BBISBJICHUIO
0COOCHHOCTEH I'€HOMOB JIIOACH, YKa3bIBAIOLINX
Ha JeiicTBre 0TOOpa. Y4acTKHU reHoma, ImojBep-
JKCHHBIE JIEHCTBUIO 0TOOPA, OTIIMYAIOTCS TI0 PSILy
XapaKTepUCTHK OT YYaCTKOB C HEUTPaIbHBIMH
remetTudeckumu Bapuanuamu (Gillespie et al.,
1991). HenaBuee pa3zBuTHE TEXHOJIOTUH U PECYp-
coB (npoektsl HapMap, «1000 renomMoB» u zp.)
JUTSL KICCTICIOBAHMSI TEHETUYCCKIX BapHalluid ye-
JIOBEKa B OECIIPeIeZICHTHOM MacITa0e ITO3BOJISIOT
WCCIIEIOBATENSIM CKaHUPOBATh IMOJIHBIE TEHOMBI
YeJIOBeKa B TOMCKE CUTHAJIOB IO3UTHBHOTO OTOOpPa
(cm 0030p: Hancock et al., 2008, 2010b).

Cosnanbl 0a3bl JIAHHBIX, OMKCHIBAIOIINE Pa3-
HOOOpa3ue reHoMa yenoBeka. CocTaB M 4acTOTHI
ajurenedl oTpakaroT crenn(uKy TOIyISAIUU, ee
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Puc. 1. I3MeHeHre CTONMOCTH CEKBEHUPOBaHHsI TeHOMa YesioBeKa (genome.gov/sequencingcosts).

MPOUCXOXKJICHHE, UCTOPHIO, MUTPAIIUU B POJICTBO
C JIIPYTUMHU TOMYISNUSIMU. BBISBICHHE HOBBIX
ajeneil B reHOMe 4elloBeKa MPOUCXOIUT cerldac
B OCHOBHOM B pe3yNlbTaTe CEKBEHUPOBAaHUS. JTO
CEKBCHHPOBAHUE OTICIIBHBIX Y4aCTKOB T'€HOMA,
NPEACTABIAIOMUX HHTEPEC U1 MCCIeI0BaTe-
75, © CCKBEHUPOBAHHE BCETO TEHOMa WHJWBUA
nemukoM. CTOMMOCTh CEKBEHHPOBAHHS TEHOMA
yesioBeKa cocrapisieT okono 5000 moin. Ha HUIOIb
2013 r. u mpoaomkaer ObICTPO Mmanarb (puc. 1).
Jlnst yermoBeka 4acTOTHI ajuielied W rarIoTHUIIOB
BCEX MOMYISIIIANA MUpa OyIyT, BEPOSITHO, yCTAaHOB-
JICHBI B ITPEICTABEMOM OYITyTIIeM TOJIHOTEHOMHBIM
CEKBEHUPOBAHHUECM.

I[JI}I MHOT'MX JIOKYCOB, BBISABJIICHHBIX MCTOIOM
TCHOMHOTO CKaHMPOBaHMS KaK MPEIoJaraeMbIX
MmuuieHeit orbopa, cBA3b ¢ HEHOTHIHUYECKUMHU
npu3Hakamu roka He usBectHa (Coop et al., 2009).
HewsBecTHbI 1 (akTopsl 0TOOpa ayurenel B 3THX
nokycax. Hambonee oueBUIHBIMU (haKTOPaMH SIB-
JSIeTCs TN TAFs K TEOKITMMATHUECKAM YCIIOBHSIM,
0COOCHHOCTSIM TPAJMIIMOHHOTO TUTAHMS, SHICMHY-
HBIM HH(EKIUSAM 1 0COOCHHOCTSIM 00pa3a KU3HH.

i BbLsBIIEHUS TakuX (akTOpoB HEOOXOIH-
MO COIIOCTaBJICHUE BapUalMil 4acTOT ajuiesieil
B MOMYJISINUSIX U TPUCYTCTBUS HIJIM HATHYUS
MOTEHIIHAILHOTO (hakTopa oTOOpa B cpeie, Jubo
WHTEHCUBHOCTH €ro AeHCTBHs. Pazmuuust Mexmay

MOMYJISITUSAMU TI0 COCTaBY M YacTOTE ajuiesiel
hopMupyroTCSt MO0 B pE3yabTaTe JTOKYC-CITCIN-
(UYHBIX MpoleccoB (pa3auyuHbIe BHIBI 0TOOPA,
HalpaBJCHHbIC HA OIMH MJIM HECKOJIBKO JIOKYCOB,
OTIPENENSIOMNX aJaTUBHBINA (eHoTHIl), THO0 B
pesyabprare cOOBITUH MOMYJIALHOHHOTO YPOBHS
(komeOaHusT YMCICHHOCTH W AKCTIAHCHS TIOMYIIS-
WA, METUCAIHS U Jp.), KOTOPbIE 3aTParuBaroT
MHOXKECTBO JIOKYCOB OJJHOBPEMEHHO (puc. 2).

CpenoBeie (akTophl, 0TOOP, MOMYJSIHMOHHBIC
(dakTopsl (MUTpanuy, Apeid) neicTBYIOT OTHO-
BPEMEHHO Ha MHOTHE I'€HbI B MOMY/SIUU. UTOOBI
MPUTHCATh AJUICNI0 aJaliTUBHYIO U MEJUIIHH-
CKYIO POJIb, HYKHO YMETh: 1) OTIIMUUTE ACHCTBUE
0TOOpa OT AEHCTBHUSI CTOXaCTUYECKHX (DAKTOPOB
(mpeiid, cepdunr amrenst — cepust «OyThUIOYHBIX
TOPJIBIILEK») U 2) BBISIBUTH alljiellb, IPUYUHHBIA
Ut 3a00JIeBaHMs, Cpeld BCeX aJulesei MpUYrH-
HOTO TaIuIoTUIa, HoAXBadeHHOro otoopom (Gene
lifting).

K ykazaHnusim Ha BO3MOXKHOE JIeHicTBHE 0TOOpa
Ha ajulelb U TeH, K KOTOPOMY OH MPUHAJICHKHT,
OTHOCST BBICOKYIO MOIMYJISIIHOHHYIO YaCTOTY JIUOO
TOMO3HUTOTHOCTB 10 SBOJIOLIMOHHO «MOJIOJBIMY aJl-
JIEIISIM, IPUCYTCTBHE B MOMYJISIIAH MPOTSKESHHBIX
raruIoTUIIOB € YAaCTOTOM, NPEBBIIIAOIIECH 0XKHIa-
EMYIO JIJISl CITy9ailHOTO pacrpe/esieHHs pa3MepoB
rarmioTHIIOB, 3KCTPEMalbHO BBHICOKHH ypOBEHB
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Puc. 2. Pa3nuynbic IIaBHbIC KOMIIOHCHTHI B PACIIPEICICHUHU YacTOT ajutesiel B EBpazuu, hopMupyromuecs mos
JieiicTBreM MpupoaHbIX hakTopos u murpanui (Cavalli-Sforza ef al., 1994; Excoffier, Ray, 2008; Slatkin, Excof-

fier, 2012).

Kapta gacrot ayurenst rena ADH1B npuBenena no: (Borinskaya et al., 2009. P. 89-92).

TIpoduin reorpadguueckoro pacrpeeaeH s HOMyISIHOHHBIX YAaCTOT AJUICNICH Pa3IMYHBI TS PAa3HBIX aJlIeNIeH U raluIOTHIIOB
(Habop cueryieHHbIX ayuteneit). VIcXoqHbIM HCTOYHHKOM MeHETHYECKOTO Pa3HO00pas3Hsl SIBISIOTCS MyTaluy, Hanpumep SNP.
HoBslit aniens MOXKET HAKONUTHCS B TIOKOJICHUSIX U ¢(hOPMUPOBATH YHUKAIBHYIO reorpaguIecKyro KapTy paclpeneieHus
YaCTOTHI BCTPEYAEMOCTH, KOTOpasi OMpenesieTcs KaK CIy4alHBIMH MPUYMHAMHU (TeHETHUYECKHU apelid) Tak u oTrdoopom

(amanranus).

MEXKIIOMYJISIIMOHHBIX Pa3InYUil 1O YacTOTE all-
nens (BbIcokui ypoBenb Fst) (Sabeti et al., 20006).
CogrnajieHue apeasoB JeHCTBUs KOHKPETHBIX (pak-
TOPOB CPEJIbI M BEICOKOW YaCTOTHI T€X WIIH UHBIX
aJuteriel mo3BOoIISIET MPEATIONaraTh X CBsI3b, HO HE
nokasbiBaeT. OQHAKO MMEHHO TaKO€ COBIAJCHHE
MIOCJIE KOHTPOJISI BO3MOYKHBIX TIPUIHH KOPPEIISAITIH
Ha MOMYJIALIUOHHOM YPOBHE (KOHTPOJISI TeHeTHYEC-
CKOH CTPYKTYPUPOBAHHOCTH MOIYJISIIHIA) SIBIISICTCS
OCHOBOM IS BBIABMDKCHMSI U JajbHEHIIEH mpo-
BEpKH THIOTE3 0 (pakTopax oTOOpa, BIHSAIOUTAX
Ha YacCTOTHI ajUjIejici B MOIMYISAIHUIX YeTOBEKa.
Crnenyetr mOAYEPKHYTh, YTO TEHOMHBIN aHAU3
MOXKET yKa3aTh Ha TaIllJIOTHUIl, T€H WA JIaXe €ro
aJuieNb, KOTOPBIA TOABEPKEH ACHCTBUIO 0TOOPA,
HO ITOT aHaJIM3 HE CIIOCOOCH yKa3aTh Ha (PakTop
CpeIbl, KOTOPBIHA OMPEIESITHII aTallTABHOCTD TAHHO-
TO aJuTeIIsl ¥ SIBWJICS MIPUYMHOHN €r0 HAKOIIJICHHUS B
JIAaHHOW TOIYJISIIIUY.

KAKOB BKJIAJI MYTALIMI
PA3HOT'O DBOJIOIIMOHHOT O
BO3PACTA B BOJIE3HH
YEJIOBEKA U B YACTOTY
COOTBETCTBYIOIIETO
AJUIEJISL B TOMTYJISILIAM?

Cumraercs, 9To YeM Yalle BCTPEUACTCSI TaHHBIN
AJUICIIb B MOMYJIAIWK, TEM MCHLIIC BEJIMYMHA €TO
BKJIaJia B pa3BuTHUe 3a00seBanus (puc. 3).

IMoaapnsiroree GOMBITMHCTBO OUHOYHBIX MY-
Tl HEe UIMEIOT MOP(OIOTHYECKOTO MPOSIBICHHS
Y HE MIPUBOJISIT K MEHICTTUPYIOIINM 3200JICBaHHUSIM
yenoBeka. MyTauuu, nNpuHajjiexale K reHam
MEH/ICTAPYIOIINX HACICICTBEHHBIX 3a00IeBaHIIA
YeI0BEKa, HEMHOTOYHCIICHHBI ¥ COCTABIISIOT TMO-
PSIKA OZIHOM CTOTBICSYHOM OT BCEX JICCATKOB MHJI-
JIMOHOB MYyTAIIMi YelIOBEKa, 3apErUCTPUPOBAHHBIX
B 0a3ax JaHHBIX.
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Pepnkve annenu ¢ 6onbwmm
appekToM (MOHOreHHblE
3aboneBaHVs, MeHaenmpyoLme)

Annenu cpefHen 4acToTbl
¢ HebonbLWKM ahhekTom

Penkue annenu
co cnabbiM adhdeKkTomM
He MHTEpeCHbI

YacTbIx annenen
co cnabbim ahheKkToM HeT

YacTble annenu ¢ HeGonbLUM
adheKToM (MynbTUaKTOPHbIE
6one3Hu LMpoKkopacnpocTpaHeHHbIE)

v

YacTtoTa annens B nonynsuum

Puc. 3. Britag anens B popMupoBaHHEe MTPU3HAKA M YACTOTA €T0 BCTPEIAEMOCTH B ITOTTYJIISIIHH.

PeGenka ot pomuteneld OTINYAOT 63 HOBBIX
TeHEPaTHBHbIX MyTaluK (110 JAaHHBIM CHUKBEHCA,
78 Tpuan pebeHok + 0ba poautens) (Kong ef al.,
2012). To ecTh BEpPOSTHOCTH BOSHUKHOBEHHUS MY-
TalMM B IAHHOH TIO3UI[H TeHOMa B JIAHHOM TTOKO-
nennu coctasisiet 1,2 x 1078, [Ipyrumu cnosamu,
4yTOOBI XOTS OBl OAMH MHIUBHJ CTajl HOCUTEIEM
HOBOM T'€HEpaTUBHOM MyTallMu B JAHHOW IMO3U-
MY T€HOMA, YMCICHHOCTH MOMYISIINHN A0DKHA
cocrasiaTh 108 uenoBex (a B pacuere Ha OEOK-
KOJMPYIOIIYIO YacTh JaHHOTO TeHa — okoyo 103
4esoBek). TakuM oOpa3om, MyTaluu de novo He
JAr0T OOJIBIIOrO BKJIA/1a B YACTOTY BCTPEYAEMOCTH
HACJIeICTBEHHBIX O0JIe3HEH YeloBeKa.

W3 3 Mpa mo3umuii B HAIIeM TEHOME ITPUMEP-
HO Kak7asl ThicsiuHas noiaumopdua (Venter et al.,
2001; Venter, 2010, 2011). Kax b1t u3 Hac HECET
2-3 MIH MyTalMi (CyMMa pa3inyuid ManuHbIX 1
MaMHHBIX XPOMOCOM UHIUBHA), T. €. 4—0 MIIH aJl-
neneil. HarmoMHNM, 4TO B JaHHOM ITOKOJIEHUH B Te-
HoMe BozHuKaeT MeHee 100 HOBBIX TeHepaTHBHBIX
MyTallMii ¥ HUKAaKHEe JJa)ke camble Y)KacHbIe yCIIo-
BUSI BHEIITHEH cpe/ibl He CTIOCOOHBI YBEITUYHUTD Ty
gacToTy x0Ts Ob1 B 10 pa3. Takum oOpazom, Ooiee
yeM 99,99 % reHepaTuBHBIX MyTaLuii (ajsesneil) B
TEHOME K)KI0T0 U3 HAC YIKe CYLIECTBOBAJIM B T€HO-
Max HallluX MPEIKOB M BO3HUKIIM JIABHO — HHOT/IA
MUJUTHOHBI JIET Ha3a]| (HalpuMep, TPYIIbl KPOBU
YyenoBeKa W mpuMaroB). IMEHHO 9TH «cTapbiey
MYTalM{ U KX COUYETAHUS], TEHOTHIIbI, OTIPEICIISIOT
NPAaKTHYECKU BCE TEHETHUYECKH KOHTPOJIUPYEMBIE
0COOEHHOCTH JIFOICH.

Kakyro nmomo ot pasHooOpas3usi Bcex 3akpe-
MUBIIMXCS B TOMYJISIMSIX [CHEPATUBHBIX MyTa-

WA HeCeT KAkl U3 HAC, OIMH U3 MUJUTHAP/IOB
JIO/IeH, )KUBYIIMX ceidac Ha 3emie? Dta g0t
COBCEM HE OJlHAa MIULTHApAHAS, a Ha HECKOJBKO
mopsiAKoB Oombie. YnCIo BCeX OMUCAHHBIX Ha
CETOJIHSI OJHOHYKJICOTUIHBIX TOJTUMOPHBIX
yuacTkoB reHoMa (SNP) cocTaBnsieT HECKOIBKO
JECSTKOB MIJUTHOHOB MYTaIlli, a TEHOM Ka)/I0TO
M3 HAC HECET HECKOJIbKO MUJJIMOHOB MyTaluid. To
€CTh KKIBIA U3 HAC HECET 3aMETHYIO JOJI0 BCEX
MyTallui, ONMUCAHHBIX JUUISI BCEX 00CIICIOBAaHHBIX
Ha JaHHBIM MOMEHT JIIOACH.

OcHOBHas 4acTh MyTalui B TeHO(OHIE YeIo-
BEYECTBA MPHUCYTCTBYET YK€ JIaBHO, BOZMOXKHO,
JI0 BPEMEHH BBIXOJa HANTHUX MPEnKoB u3 Adpu-
KU, U OOJIBITUHCTBO aJlJIeJIied MPUCYTCTBYIOT B
OOJIBIIIMHCTBE MOMYJISAIUI MHpa, XOTS U C OYCHb
pa3Hoil yactoToil. «Crapsie» MyTallMd — 3TO
OCHOBHOW MOTEHIMAN U Halleld YCTOWYMBOCTH,
Y YyBCTBUTEIBHOCTH K OOJIE3HSM, B TOM YHUCIIE K
MYJBTH(AKTOPHBIM.

®AKTOPBI OTBOPA, JEVICTBYIOILIUE
B MOMYJ/ISIUSIX YEJIOBEKA,
U MOJXO/IbI K UX BBISIBJIEHUIO

Kax Bun Homo sapiens yHUKajeH B TOM, 4TO
AMeEeT HIMpOYaNIIni apeall pacCesIeHUs U 3a CUET
OMOJIOTHUECKUX M KYJIBTYpPHBIX ajanTaliid Mmpu-
CHOCOOJIeH K CaMbIM Pa3IUYHBIM SKOPETHOHAM,
WCTIOJIb30BAHUIO PA3IUUHBIX CTPATETHil BEICHMS
XO3SICTBA M MCTOYHUKOB nuuu. Ha mpoTsxennn
OoJbILIEH YaCTH CBOETO CYLIECTBOBAHUS KakK BUAA
YeJIOBEK BeJl 00pas3 JKU3HH 0XOTHHUKa-coomparens. C
TOSIBIICHUEM TIPOU3BOJISIIIIETO XO3SMCTBA BO3HUKIIH



leneTnKa 1 reHoMMKa yeaoBeKa. I TormyAsi1Mm 1 3THOCHI B IPOCTPAHCTBE 11 BpeMeH! 935

HOBBIC BEKTOPHI JABICHUS O0TOOpa — Mepexoj] Ha
HOBBIY THTI TUTAHWS, I3MEHEHHE IeMOTpapIeCKAX
XapaKTEPUCTUK OOIIECTB, TIOSIBJICHHE HOBBIX MCTOY-
HHUKOB MH(EKITHI B pe3yJIbTare mepexoa K 0Ceio-
My 00pa3y KU3HH, PA3BUTHIO TEXHOJIOTUH XpaHCHHS
MIPOJIYKTOB, OJIOMAIIIHUBAHUS )KUBOTHBIX.

Bo03MOXHO, 4TO y OXOTHHKOB-cOOMparenen
0TOOp JIEHCTBOBAI B IOJIb3Y COXPAHEHUS aulese
TeHOB, o0OecreunBIINX Hanbosee 3hPekTuBHOE
WCITOJIb30BaHKE NePUITUTHBIX HyTPUEHTOB (caxa-
POB, )KUPOB U colN ). TakoB MOCTYINAT THUITOTE3bI 00
«3IKOHOMHUYHBIX T€HAX», TOUHEE — HIKOHOMUYHBIX
amnensix («thrifty» runoresa (Neel, 1999)), koto-
pBIe, TIOCTIe Pa3BHUTHUS MIPOU3BOJCTBA TOCTYITHBIX
MPOIYKTOB B MHYCTPHAIN30BAHHBIX O0IIECTBaX,
CTaJTM aJUTEIISIMUA PUCKA COOTBETCTBYIOIIHX 3a00J1e-
BaHul (AmabeTa, aTepoCKIepo3a, THIICPTOHNH).

BrisiBinenue anneneil reHOB, SIBAAIOLUIUXCS
(hakTOpaMu puCKa pa3BUTHUS HIUPOKO PACIIPOCTPA-
HEHHBIX 3a00JIeBaHUI B OJHUX YCIIOBHUSIX CPEIIbI
Y TPOTEKTUBHBIX MW HEUTPaIbHBIX B JAPYTHX
YCIIOBHUSIX CPEJIbl, aKTYaJIbHO KaK ¢ TOYKU 3PEHUS
TeHETHKH YeJIOBEKa U DBOIIOLMOHHON OHOIIOTHH,
TaK u Jusl QyHaMEHTAJIbHBIX aCIIEKTOB aHTPOIIO-
JIOTUH U IPAKTUYECKOTO 3/I[PABOOXPAHCHUSI.

Jns mccnenoBaHus BIUSHES MPUPOJHBIX H
AHTPOIOTEHHBIX (PAKTOPOB HA YACTOTHI ajulesiei
B MOMYJISIUSIX YEJIOBEKA U MX CBA3b C BAKHBIMH
JUIS. 31I0POBbsl PU3HAKAMU aKTyaJlbHBIMU SIB-
JITFOTCS. MEXK/IMCIUILTUHAPHBIC MCCISI0BAHUSI,
JTAIOIIUE HOBBIC TOAXOJbI K MOHUMAHUIO MyTeH
Y MEXaHU3MOB aJIaNTallly MMOMYISAINN YelloBeKa
K M3MEHSIONINMCS YCIIOBUSAM cpenbl. CpaBHEHHE
YacTOT ayieyedl B MOMYNSIHUSIX U YCIOBHH UX
MPOYKUBAHUS HAYaThl 00Jiee ToTyBeKa TOMY Ha3al
npogeccopom JI. Kapaimu-Cdopiia (cBoka gaHa:
Cavalli-Sforza et al., 1994). Hanbonee MHTEHCUBHO
BEJIMICh MCCJICIOBAHUS aJalTalui K KIMaTnde-
CKHM YCJIOBHAM (cM. Kpatkuit 0030p: Coop et al.,
2010; Hancock et al., 2011).

Panee nnst Takux cpaBHEHUH HYKHO OBLIO,
ucxoJs U3 QYyHKIMH reHa, MPeAIoIoKUTh, 110
KaKUM TlapaMeTpaM CpeJlbl CIICAyeT CPaBHUBATH
TIOTTYJISIIIUY, PA3THYAIONINecs M0 YacTOTaM aJlie-
Jie aToro reHa. B HacTosiiee BpeMs MOKHO CpaB-
HUBaTh 0a3bl TaHHBIX YACTOT ajuIeliei (Jaxe eCiu
(yHKIMOHATIBHAS 3HAYUMOCTb AJIJIENsI HeN3BECTHA)
c 0a3zaMu JaHHBIX, OMUCHIBAIOIIUX Pa3IUYHBIC
XapaKTEPUCTUKU CPE/IbI, KOTOPHIE MOTYT CITYXKHUTh
¢dakropamu oTOopa.

HoBble BO3MOKHOCTH OTKPBIBAIOTCSI TIPU UC-
M10JIb30BAaHUH MAaCCHBOB JIaHHBIX O (haKTopax cpe-
Ibl, BIMSIONIMX HA OPTaHU3M 4YelIoBeKa (IIOMHUMO
KIIMMara — 0COOCHHOCTH JIUETHI, PACTIPOCTPAHECHHE
WHQEKIUHA 1 MHOTHE JIpyrue), KOTopble chopMu-
POBaHbI UCCIIE0BATEISIMU B PA3IMYHBIX 00JIACTIX
HayK (3MHUIEMUOJIOTHH, aHTPOIOJIOTHH, 3THOTpa-
¢y u ap.).

OtHOrpadb! ONUCHIBAIOT HE HOMY/ISILIUY, a STHHU-
YeCKHUe TPYTITIbL, BBIICIIEMBIC HA OCHOBE HEe OHOJIO-
TMYECKHX, a KYJIBTYPHBIX PU3HAKOB. [Tomymsius He
SKBHUBAJIEHTHA 3THUUYECKOU rpynie. Ho nmomyssuu,
KOTOpBIC TPEICTABISIIOT OIUH 3THOC, UMEIOT Pt
O0IIMX NPU3HAKOB (PETMOH MPOXKUBAHUS, TPAIH-
LUK NUTaHUS, JPYTUE XO3SHCTBEHHO-KYJIBTYpPHbIE
0COOEHHOCTH), ¥ 3TH NMPHU3HAKN (POPMHUPOBAIIFICH HA
MPOTSDKEHUM MHOTHX BEKOB aJIalTalluy K JIOKaITb-
HBIM YCJIOBHSIM — a/IallITAIlMN KaK KyJIBTYpHOM, TaK
u 6uonorunyeckoit. [loaToMy HEKOTOpBIE 0COOEHHO-
cTH, 3a()MKCUPOBAaHHbIE ATHOrpadamu, OTpaskaroT
BiIMsIHUE (PAKTOPOB Cpelibl, K KOTOPHIM IIPOXOAMIIA
TeHETUYUECKAsT a AN Talusl OMYJISINH.

Juist mpoBeieHHsI aHaln3a KOppessiuuid He-
00X0IMMO, YTOOBI CIIOBECHOE ONMHCAHUE OBLIO
(hopmann30BaHo, T. €. MPEACTABICHO B OMHAPHOM
Buje ((haKTop MPUCYTCTBYET UM OTCYTCTBYET) HITH
B BUJIE YHCIICHHON XapaKTEPUCTUKH, OTPAKAIOIIICH
BKJIAJ] WJIM MHTEHCUBHOCTH JICUCTBUS (PaKTOpa.
Takune popmannzoBaHHbIE STHOrpahUIECKUE OTIH-
canwust ObLH co3anbl [k.I1. MepaokoM Ha OcHOBE
KapTOTEKH dTHOTpaduyeckux onucanuii «Human
Relations Area Files» — ocHOBHOTO IIeHTpa aKKy-
MYJIHpPOBaHHA dTHOrpaduyeckol nHbOpMAIH B
mupe. Coznannsii [x.I1. Mepnokom «I9THOTpa-
(uueckuii atnacy ObLT ONYOIMKOBaH B BUJIE CEPUN
crarbeil B xypHaie «Ethnology» B nepuon ¢ 1960 .
no 1973 r. u nonoJyiHeH onucaHusIMU HapoaoB Poc-
CHH C ydacTueM oaHoro u3 aBropos (Korotayev et
al.,2004). «Atitacy He UMEET aHAJIOTOB 10 ITOJTHOTE
OITMCAHMs HAPOJOB MHpa 1 IITHUPOKO UCTIONB3YETCs
HE TOJBKO JIJIsl KPOCC-KYJIBTYPHBIX M 3THOTpadu-
YECKUX UCCIIEJOBAaHUM, HO U JUIsl UCCIIEI0OBAaHUN B
JPYTUX HAYYHBIX 001aCTAX, BKIIOYast MEAUKO-aHT-
POMNOJIOTHYECKHUE. «ATIIAC» paHee UCIOJIb30BAJICS B
HOIYJIIIUOHHO-TEHETUUECKUX HCCIIEI0BAHUSX, HO
JIMIIb KaK KOMIIEHINYM CBEJCHHUHN O SI3bIKOBOU ITPU-
HaJUISKHOCTH VITH DKOJIOTHUECKOH KilacchpruKanum
cpenst (Guglielmino et al., 1995) nmu6o Hamuuuu
OTJEIBHOTO MpHU3HAKa (HampuMep, MOJIOYHOTO
»uBoTHOBO/ICTBA) (Bersaglieri ef al., 2004).
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B nocnennue rogpl BBeACHB! B oOpatienue Gop-
MaJIM30BaHHBIC OMHUCAHUS JHIEMHUOIOTTYECKOM
Harpy3ku (Murray, Schaller, 2010), co3nanabie Ha
OCHOBE 2ITHIeMuoJIorIIeckrX amiacoB (Rodenwaldt,
Bader, 1952—-1961; Simmons et al., 1944).

DTO HOBBIH MMOJIXOJ] K IOUCKY (haKTOpOB 0TOOpa,
KOTOPBIC MOTIIM MPHUBECTH K YBEIMUCHHIO TIOITY-
JISIIUOHHOM YacTOTHI aJlielisi, 00eCIIEYHBAFOIIETO
TTOBBITIIEHHYTO MPUCTIOCOOIIEHHOCTH K ONTMCAHHBIM
YCIIOBUSIM CpEJIbI.

OKCTIepUMEHTAIBHO JOCTYITHO OIpeiesieHne
aJUICIBHOTO COCTOSIHUS JJIs1 COTeH Thicssdy SNPs
(manens [llumina). Takoe ymcno amneneit nocra-
TOYHO, YTOOBl MAPKHPOBATH OCHOBHBIEC TPYIIITHI
HEPaBHOBECHS TI0 CIICTUICHHUIO Y €BPOTICHIIEB.

Ho cronb geranbHbie JaHHBIE B OTKPBITO
JIOCTYIHBIX 0a3aX JAaHHBIX OTHOCSTCS JIUIIb K
HecKoIbKkuM niecatkam nomnyisiuuidi (HGDP-CEPH
populations, 1000 Genomes Project) u3 Teicsiu cy-
MIECTBYIOMIUX MOMyJsuii. [1o emuHIYHBIM reHaM
YaCTOThI aJUIEICH U3BECTHBI 17151 COTEH MOIMYJIILUN
(mammpumep, > 300 nomymsimii s renoB APOE,
ADH 1B, niis COTEH MOMYIISINN U3BECTHBI YaCTOTHI
aJuIeNiel TPYII KPOBU U JIPYTHX «KJIACCHUECKHUX)
TCHETUYECKUX MapKEPOB).

ComnocraBieHne MaCCUBOB 3TUX JJAHHBIX UMEET
PsI OTpaHUYEHHIA, B YACTHOCTH IIPY HAJTMYHUY COTEH
TOMYJISIIIAM, JJIS1 KOTOPBIX JOCTYITHbI TCHETHUYECCKHE
JTAaHHBIE, U THICSY STHUYESCKUX TPYIIIL, ISl KOTOPBIX
JOCTYITHBI 0a3bl JAHHBIX C 3THOIPAPUUECKUMH H
AMHUIEMUOJIOTHICCKIMH XapaKTePUCTUKAMU, ITH
MaCCHBEHI IIEPEKPBIBAFOTCS [0 HEMHOTHIM JIECSTKAM
MOTTYJISILIU.

HcXOMHBIM UCTOYHMKOM T'€HETUYECKOTO pas-
HOOOpa3us SBISAIOTCS MyTanuu, Hanpumep SNP.
HoBblii anmenb MOKET HaKOIUTHCS B TOKOJIEHUSIX
1 c(hOpMHUPOBATh YHUKAIBHYIO Ireorpa)uaecKyro
KapTy pachpeiesieHus] YacTOThl BCTPEUYAEMOCTH,
KOTOpasi ONpeAeNsieTcs] KaK CIIyYalHbIMH TPHYH-
Ham¥ (TeHeTHYeCKUi aperd B COYETaHNU C MUT-
panusiMu), Tak 1 0TOOpOM (aaanTarus).

CpenoBbie (akTopbl, 0TOOP, MOMYJISIUOHHBIC
¢axTopbl (MUTpanmu, Apeid) aeHcTBYIOT OJHO-
BPEMEHHO Ha MHOTHE T'€HbI B TIOMYJISAIHHA. YTOOBI
MIPUIICATh IS0 AJaTHBHYIO POJIb U MEIH-
LUHCKYIO POJIb, HY’KHO YMETh OTJINYHUTD ICHCTBHUE
or0bopa OT JIEHCTBUSI CTOXAaCTHYECKUX (DaKTOPOB
(apeitd, annenb-cepPuHr — cepust «OyTHIIOU-
HBIX ropusimek») (Excoffier, Ray, 2008; Slatkin,
Excoffier, 2012), a Tak»e yMeTh BBISIBUTH aJlICb,

KOTOPBIH SIBIISIETCS IPUUNHON 3200JIeBaHUS CPEITH
BCeX alljIeliel TaluIoTHIIa, CBI3aHHOTO ¢ 3a00IeBa-
HHUEM W ITOAXBAYCHHOTO OTOOPOM (TaKoe SBIICHUE
HaszwiBaeTcs Gene lifting).

KAKOBBI KJIFOYEBBIE ®AKTOPbBI
CPEJbI, K KOTOPBIM INTPOXOINJIA
I'EHETHYECKASA AJATITALIUS
HOMYJIAIMNNA YEJIOBEKA?

OTo mpexie BCEro Kiumar, HH(EKIUU, TUII
X03siCTBOBaHUs, 0coOeHHOCTH nuTanus (Ca-
valli-Sforza et al., 1994; l'onuaposa u np., 2006;
Hancock et al., 2008, 2010 a, b; Coop et al., 2009;
Fumagalli et al., 2011). Haubonee oOmupHas
CBOJIKA CBEICHHMH 00 3THX (haKTOpax CONEPIKHUT
0asa qaHHbIX Mepoka « ITHOrpaduyecKuii ariacy
(puc. 4) (Murdock, 1967). Takue 6a3bI moKa O4€Hb
MaJI0 MCIOJIb30BAJIKNCh B MOMYJISIITHOHHO-TCHETH-
YEeCKUX UCCIIeIOBaHUX YenoBeka. OHU comepikat
napopMaruio o 6onee yem 1000 sTHHUECKUX
IpyMIl, KOTOpPBIE B cilydae reorpadpuyeckon Kom-
MaKTHOCTH OOUTAHUS MOTYT paCCMaTPUBAThCS KaK
nomysisiuu. Vcnonb30BaHUe JaHHBIX « DTHOTpa-
(udeckoro armaca» sl BBISBICHUS KOPPEIISIIHA
C 4acTOTaMU aJuleliedl MOMYISIIIHA, OOUTAIOIIIX
B TeX K€ PETHOHAX, MOXET JIaTh WH(POPMAIIHIO O
reHax, aJlUIeJId KOTOPBIX Ba)KHBI JUIS alalTalluu K
(dakTopam cpenbl. PaccMoTpuM mpuMep Takoro
aHaJM3a B CIEAYIOIEM pasJiele.

I'EHbI, KOHTPOJIUPYIOINMUE
METABOJIN3M AJIKOI'OJISA

OcHoBHO# cnioco0 okucienus (o 80-90 %
9K30I'€HHOTO AJIKOTOJIs1) CBsI3aH C JICHCTBHEM Iie-
4eHOYHBIX (pepMeHTOB. Ha mepBomM 3Tare sTaHol
MIpEeBpaIaeTCs B aleTaldbAeTH 1o AeHCTBHEM
ankoronpaeruaporenassl (A/ll), komupyemoii re-
HOM ADHIB. 3ateM U aneTaibAeTh] OKUCISICTCS
JTO aleTara rmoj| ACUCTBUEM alleTalbIeT I ICTHAPO-
reHassl (Anp/lI"), kogupyemoii renom ALDH?2.

0O0a rena noaTuMopQHbBI. 3aMeHa AMUHOKHUCIIO-
Thl APTUHUH B NO3ULUH 48 NOJUNENTUAHON LEnu
AJIl" Ha ructunuH (ayuiens 48His) IPUBOINT K
100-xpaTHOMY YBEITHYCHHUIO B CKOPOCTH PaOOTHI
¢depmenta (Jornvall et al., 1984; Matsuo et al.,
1989). B pesynbrare npu noTpedICHUN aTKOTOJIs
MIPOUCXOAMT OoJiee OBICTPOE HAKOIUICHUE TOKCHY-
HOTO aJibJIeTH/Ia, YTO CBSI3aHO C HENPHUATHBIMH



[eHeTnka 1 reHoMIKa YeAOBeKa. HOHYA}IL[]/I]/I M 9THOCHI B IIPOCTPAHCTBE Y BpEMEHU

937
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Encyclopedia of World Cultures
David (Ed.)
MacMillan Reference
Books 1991, 2002
3855 c. (10 TomoB)

1500 Hapogos

OnekTpoHHasi 6asa AaHHbIX

— TekcTbl —

Hapopgb! 1 penurim mupa
n. peq. B.A. Tuwkos.
“Bonbluas Poccuinckas

SHumknoneaus”, M., 1999

928 c.
1250 craTei o Hapogax

Ethnographic Atlas
Georg Peter Murdock

\
|

Ethnology, 1962-1980 < ',-#

1267 napopos A T
no >100 napameTpam WA+ i
dain SPSS ~ 800 kb ‘B

L [

Puc. 4. Conocrasienue 00bemMa CBOAOK 10 ATHOrpaduu HAPOIOB.

omryuieHussmMu. Hocurenu annens 48His B cpeiHeM
NOTPEOIISIOT MEHBIIIE AJTKOTOMS U PEKE CTPAJatoT
ankoronusmoM (Osier et al., 1999; Tolstrup et al.,
2008). Emte 6onee cunbHBIN 3G (EKT AaeT aienb
rena ADLH?2, y HOCHTEIEeHl KOTOPOTO MMEETCS
3aMeHa nryTamMuHa Ha T3uH Glu504Lys. Annenb
504Lys onpesiensieT CHHTE3 HEaKTUBHOTO (DepMeH-
Ta. Y TOMO3HIOT M0 JaHHOMY aJiento (hepMeHT
He(yHKLIHOHAJICH, a y TETEPO3UTOT aKTHBHOCTH CO-
CTaBJISICT JIUILB OKOJIO 6 % OT YpOBHS aKTUBHOCTH
JaHHOTO (pepMEHTA y TOMO3UIOT I10 3BOJIIOLIMOHHO
0osee apesHemy amieno S04Glu (Crabb et al.,
1989). Ilpu norpednennn naxke HEOONBLIMX 103
ankoroist y Hocurenen amens ALDH2*504Lys
YacTO Pa3BUBACTCS KOMILJIEKC CUMIITOMOB (IOJIO-
BOKpYXXECHHE, yJyalleHHE cepaueOueHHH, MOTo-
OTZAEJICHUE, TOIIHOTA, IIOKPACHEHUE KOXKH JIMLA),
MPEISITCTBYIOIUI TPOJIOJDKEHHIO MTPHEMa aJIKO-
ronst. Yacrora annenst ALDH2*504Lys canxeHa y
AJIKOTOJINKOB, @ TOMO3HUTOTHI 110 JTAHHOMY aJlIEeITI0
CpeaM HUX KpaliHe peaKH. | eTepo3uroTHeie HOCH-
tenm aienst ALDH2*504Lys noTpeOnsroT MeHbIIe
AJIKOTOJIS, YeM T€ MHAMBUABI, Y KOTOPBIX aJlleib
orcyrctByet (Wall ef al., 2000; Kim ef al., 2008).
[MomynsIIMOHHBIE Pa3IMYUs 10 YacTOTaM ITHX
aiiesneid J0BOJILHO BEJIMKH (KapThl pacipeiesieHus
YacTOT MPEACTaBICHBI Ha pHC. 5). YacToThl ajutens
48His Bappupyrot ot 80 % B momymsusax Bocrou-
HOM A3HMM 10 TPAKTUYECKHU TMOJIHOIO OTCYTCTBHUSA
B €BPONEHCKUX NOMyJsILusX. MiMeeTcs Takxke J10-
KaJbHbIN MakcuMyM (30—40 % yacrora) B momysis-

nusix bmkaero Bocroka (Borinskaya et al., 2009).
Amnens ALDH2*504Lys npeacTaBiieH C 4aCTOTOH
10 40 % B nonynsauusax Kuras u SAnonun u mexee
1 % — B EBpone, 3anagnoii Asun u Adpuxe (Li
et al., 2009) (puc. 5). Y KOpEeHHOTO HaCeJICHHUS
Hogoro Cgera 00a ajuiesst OTCyTCTBYIOT.

B psine paGoT mokazaHo, 4TO B MOMYJSIUSAX
FOro-Bocrounoii Azun 06a annens —ADH1B*48His
u ALDH2*504Lys — HaxomsiTCsl TIOJ| JHCTBUEM
otoopa (Oota et al., 2004, 2007). Ilpennonoxenns
0 TOM, YTO YacTOThI 3THX ajjieied B HOIy/ILUSIX
IOro-BocTtounoit A3uu BO3pOCTH MO ACUCTBUEM
0TO0pa, OBUIN BBIIBUHYTHI BCKOPE ITOCIIE TOTO, KaK
OBUIO yCTaHOBIICHO, YTO PA3JIUYMS MEKIY «TH-
nuuHbiMu»y ADHIB*474rg v ALDH2*504Glu) n
«arnnaHbIMY (ADH 1 B*48His u ALDH2*504Lys)
BapHaHTaMH 00YCIIOBJIEHbI €IMHUIHBIMUA AMUHOKHC-
JIOTHBIMH 3aMEHAMH, U YTO «aTUITHIHBIC» BAPUAHTHI
SIBIISTIOTCS DBOJIIOIIMOHHO Oo0Jiee MO3IHUMH, YeM
pacnpocTpaHeHHbIE Y €BPOIICOUIOB «TUITHYHBIC
130 opMel pepMeHTOB. JI0BOZIOM B ITOIIB3Y OTOOpa
OBUIO TO, YTO MOBBILIEHA YAaCTOTA MPOU3BOIHBIX
ayuieneil, pacooKEHHBIX Ha Pa3HbIX XPOMOCOMax
T'€HOB, KOTOPbIE KOHTPOJIMPYIOT OIHO 3BEHO MeTa-
Oonm3Ma, 1 00a aTHITMYHBIX BapruaHTa (pepMEeHTOB
MOBBIILIAIOT KOHIIEHTpanuio aneranpaernaa (Ikuta et
al., 1986). B xauectBe akropa orO0pa npeamonara-
JIICh OCOOCHHOCTH AUETHI, B YACTHOCTH NOTpedIIe-
HHE COZIEPIKAILMX aJIKOIOJIb HAITUTKOB U Iuiy. [1pu
9TOM IO/IPa3yMEBAIIOCh, UTO &/IAIITHBHYO [IEHHOCTD
9TUM aJIeNsiM o0ecrieYnBal UMEHHO UX TIPOTEKTHB-
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Puc. 5. Teorpaduueckoe pacnpeeneHre 4acToT ajuielieil TeHOB MeTaboIM3Ma auKoroJis.

Annens ADHI1B*48His oTBedaeT 3a ObICTPOC HAKOIUICHHE TOKCHYHOTO allbJCTH/a B MOMYISUsIX Ha bimxaem Boctoke u
ocobenHo B lOro-Bocrounoit Azun (> 80 %). Amnens ALDH2*504Lys — 3a MeUIeHHOE pa3pyIIeHHe STOTO s B IOMYISIHAX

Oro-Boctounoii Azuu (> 40 %).

HBIN 3(h(EKT B OTHOIIEHUH Pa3BUTHSI AIKOTOIIN3MA
(Ikuta et al., 1986). I'nmore3a o Tom, 9TO (haKTOPOM
otOopa amrteneit ADHI1B*47His w ALDH2*504Lys
Moru1a ObITh KaKasi-JI00 TporuuecKkas HH(EKIH 1Mo
TUIY MaJSIpUM U CEPIIOBUIHOKICTOYHON aHEMUH,
obuta BeigBUHYTa k. Jlonrom (Liberles, 2001).
CxoTHOE TIPEATIONoKeHNE OBLITO BEIIBIHYTO TPYTITION
K. Kumna (Oota et al., 2004).

Ecnmu xakoi-nmubo U3 mepednciaeHHbIX (akTo-
POB CpEIbI BIUSIET HA YACTOTY aJUIEINs, TO MOXKHO
OXKUJIaTh, UYTO B MOMYJISALUSAX, B Cpelie OOUTAHHS
KOTOPBIX (DAKTOpP MPUCYTCTBYET, YaCTOThI aJLIEIIS
OyayT B CpeTHEM BHINIE, YeM B TE€X, B KOTOPBIX
¢akTop orcyrcTByeT. UTOOBI MPOBEPUTH ATy TH-
MOTE3y, MBI TIPOBENI aHAJN3 KOPPEISAN 4aCTOT
aitens ADHI1B*48His ¢ Hallm4ueM dHIAEMAYHBIX
WH(EKIUH, CKOTOBOJICTBA (0IOMAIlTHUBAHUE CKOTA
MOCITY)KUIIO PaCIIPOCTPaHSHHUIO HH(DEKIINI) U 3eM-
nenenvsi. B kadecTBe UCTOUHWKA ONMUCAHHUN (ak-
TOPOB CPEJIbI UCTIONB30BaN «ITHOTpaduIecKuit
atnacy (Murdock, 1967). Jlng nByx nmepeMeHHbBIX
(CKOTOBOJICTBO ¥ (PHITSIPHO3) TIOTYUEHBI 3HAYHMBIC
KOPPEJISAIUH, HO JIUIIB TS (QUIISIPHO3a KOPPEIISIHS
0CTaeTCsl 3HAYMMOH TI0CJIE MTOTPABKU HA MHOXKECT-
BEHHOE TeCTHpOBaHUE. KoppensImoHHbIi aHAIIN3
MOKa3bIBAET, uTo yactora ayuiens ADHIB*48His
MTOBBITIIEHA B TIOIYJISIIHSX, B KOTOPBIX (PUIISIPUO3BI
SHAEMHUYHBI (puc. 6).

B Tex momymnsusix, Uist KOTOPBIX (QUITSIPUO3BI
SHJEMHYHEI, yacTota amienss ADHIB*47His co-
crapisieT ot 20 no 80 %. B Tex nmomynsuusx, rae
5Ta MHQEKIHs He MPEICTABICHa, YaCTOTa aJIeNs
He npesbimaeT 25-30 % (puc. 6).

[Tonmy4eHnHsle pe3ynpTaThl MO3BOJISIOT BIIBH-
HYTbh TUIOTE3y O TOM, 4TO aiens ADH1B*48His
MOXET OBbITh IPOTEKTUBHBIM B OTHOILUEHHHU Pa3-
BuTHsI (prsapuiiHol mH(eknnu y yenoseka. s
TOTO, YTOOBI IPOBEPHUTH, UTO UMEHHO aJlIeINb
ADHI1B*48His o0ecriednBaeT KOPPEIALUIO C
HajmuyrueM (QUISIPUO30B B CpeAe MPOXHUBAHUSA,
MBI ONpPEAEININ KOPPENSLHUH YacTOT alesel,
cuerieHHbIX ¢ naHHbIM SNP (puc. 7). CoorBet-
CTBYHOIIHE KOI(DDUIIMEHTHI KOPPEISIIIUU YOBIBAIOT
o o0e croponsl ot ADHIB* Arg48His (puc. 7).
OTO MO3BOJISIET 3AKIIOUYUTH, YTO €CIM OTOOp Ha
YCTOWYMBOCTD K (PUISIPHO3aM JCHCTBOBAM HA JIO-
kyc ADH, T0 uMeHHO (yHKITHOHATEHBINA TIOITMOP-
¢uzm ADH 1 B* Arg48His 6b11 ero mutienblo. s
MIPOBEPKHU ITOM TUTIOTE3BI HEOOXOUMO CPABHHUTH
YacTOTHI JAHHOTO aJuleNs B rpyIine OOJbHBIX (H-
JSIPUO3aMU U TPYIINE HHIUBUIOB, TPOKUBAIOIINX
B TOM JX€ PETHMOHE, HO HE MH(QUUIUPOBAHHBIX
Ha NPOTSDKEHUHU JUIMTENbHOro BpeMeHH. Ecin
ayuienb o0amaeT MPOTEKTHBHBIM d((HEKTOM, TO
YacToTa ero y 37I0pOBbIX JIIOJICH Oy/IeT BBIIIE, YeM
y OombHBIX. Bo3MoxHa npoBepka mpeioKeHHOM
TUIOTE3bl HA KUBOTHBIX MOJIEISIX (QHISIPHO30B
(HarmpuMep Ha KpbIcax) ¢ MPUMEHEHHUEM UHTHUOH-
TopoB Asp/I[" (Harpumep nucynshypama), Tak Kak
omokupoBanue padboTsl Anp/[[” IpuBeneT K TOMY
xe PeHOTUITIUECKOMY S PEKTY, UTO U YCKOpEHHE
padotst A/Il. B mupe nadumpoBano Guispusmu
oonee 120 mun yenosek (Taylor et al., 2010), u
BBISIBIICHHE MOJICKYJISPHBIX OCHOB MPUPOAHON
YCTOMYMBOCTH K MH(EKLUNAM MOXKET OTKPBITH HO-
BbI€ IIyTH JICYEHUS U IPOPHIAKTUKH.
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ALFRED.

UCCJIEJOBAHUS KOPPEJISALIUIA
YACTOT AJUIEJIEN B TOMYJIALMSX
C YCJIIOBUSAMM CPEJBI

CorrocTaBieHUE YaCcTOT ajuIesieii u3 TeHeTHIe-
CKHX 0a3 JaHHBIX C KOJAMPOBAHHBIMH OITHCa-
HUSMH CPellbl U3 «ITHOTpaUUECcKOro ariaca
Mepnoka 0bu10 TIpemioxkeHo Hamu B 2002 T.
(Borinskaya, 2002, 2003; Borinskaya, Korotaev,
2002; Yankovsky et al., 2002; bopuuckast, Kopora-
eB, 2003). Peanm3anus Takoro moaxosa npuMeHeHa

U MaJsipud. VICTOYHUK AaHHBIX JUIS 9acTOT ajuteneil — Oas3a

B MacITabax MmojHOr€HOMHOTO aHAJIN3a B UCCIICO0-
BaHUsX Tpynmsl AHHBI i1 Puenso (Hancock et al.,
2010a, b). OTu uccnenoBanus ObLIM OCHOBAHBI HA
MpeicKa3aHusIX MOJIENN 0TOOpa KOJTHMYECTBEHHBIX
MPU3HAKOB B TOM OTHOIICHUH, YTO TaKOW OTOOP
Oy/IeT IPUBOIUTH K HEOOJIBIIIUM C/IBUTaM B 4YaCTOTE
ayseneil mo MHOTHM JIOKycaM JI0 TeX TOp, MoKa
MOMYJISIIUS HE IOCTUTHET CBOETO ONTUMYMa Yac-
TOT aJuIesied 0 OTHONICHUIO K JIaBJICHUIO JIAHHOTO
(baxTopa or60pa. [IprMeHeHHbIH 1T0IX0/1 O3B
BBIIBUTH SNP, KOTOpBIE IEMOHCTPUPYIOT COTTIAco-
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BaHHBIC CJIBUTH YaCTOT aJUiesiel B TIOMYJISIIUIX B
COOTBETCTBHH C YCIOBHUSIMH CPEIIbI KX OOUTAHMS.
BuyTtpurenasie (0cOOCHHO HECHHOHUMHYHEIC)
SNP, a taxxe SNP B peryaaropHbIX ydacTKax
T€HOB OKas3aJInCh I/136BITO‘IHO MnpeacCTaBJICHLI B
TMOIBBIOOPKE aJUICIICH, IPOSIBIISIFOIIUX KOPPEIISIIUAI0
C OTIpE/ICTICHHBIMHU YCIIOBHSIMH CPEJIbl OOUTAHHS
TIOTTYJISIITAH.

Hanbonee yeTkue curHaNbl BHISBICHBI MPU
aJanTanui K 0COOEHHOCTAM IUTAHUS U KJINMa-
TUYCCKUM YCJIIOBUAM. TaK, B IMONyJIAUAX, /1€ OC-
HOBHBIMH MPOAYKTaAMU MATAHUS SABJIAIOTCA KOPHU
Y KITyOHU, BBISIBJICHBI CUTHAJIBI aJIAITAIH B TCHAX,
BOBJICYCHHBIX B META0OJIM3M KpaxMaia U caxapo-
3bl. Ellie oHa rpynna ajuiesneil, aqanTupoBaHHbIX K
JUETEC, BbIABJICHA B IIOITYJIALNAX, OCHOBOU IMUTaHUS
KOTOPBIX SIBJISIFOTCS 3epHOBBIC. Cpe/iu 3THX aJlie-
JICH BBISIBJICHBI U TC, KOTOPbIC UMCIOT OTHOLICHUEC
K TuabeTy BTOPOTo TUlla. BIABICHBI aleny aian-
TallUU K XOJIOAY, BIUSIOIINE HA TEPMOPETYIISAIHIO
opranmusMa genoBeka (Hancock et al., 2010a, b).

AHaNOTWYHBIN TOJIX0 UCHOJB30BaH B IIUPO-
KOMAcCIIITaOHOM MCCJICIOBAHUU T€HOB, BOBJICUCH-
HBbIX B aJalTalli0 K SHICMUYHBIM HH(EKIUIM
(Fumagalli et al., 2011). ABTOpPBI HCIIOIB30BAIN
WHTETPUPOBAHHBIN WH/IEKC HATPY3KH ITaTOreHAMH,
HO HE aHAJIM3UPOBAIH OT/eNbHbIC HHeKIun. [Ipu
COIOCTABJICHUH JIOKAJIbHBIX aanTaiui K 0coOcH-
HOCTAM NIUTaHUA, KIIMMaTy 1 Harpy3Ke maTorecHaMu
BBIACHHUJIOCH, YTO MMCHHO IIaTOI'CHBI ABJISSIFOTCS
HanOoJee CHIIbHBIMU (hakTopamu ananrtaiuu. Cur-
HaJTBI aalITAI[iH, ACCOIIMMPOBAHHBIE C HATPY3KOM
rmaroreHamu, BbISBiIeHBI B Oojiee uem 100 renax.
Ota (pakiys TeHOB oboramnieHa TeHaMH1, aCCOITHN-
POBaHHBIMU C AyTOUMMYHHBIMU 3360H6BaHI/I${MI/I,
TaKUMHU KaK LIEJIMaKus, T1adeT Tura 1, paccessHHbIN
ckJepo3. Ha ocHOBE 3TOT0 aBTOPBI MPEIIIONAraroT,
YTO PaCIpPOCTPAHEHHOCTH B MOIYJISIIIUSAX YEIOBEKa
ayiesNiel mpeIpacoIoKeHHOCTH K Ay TOMMMYHHBIM
3a00JIEBAaHUSIM MOXET OBITH CJIEICTBHEM OTOO-
pa Ha YCTOHYMBOCTHb K MH(EKIHSIM B IPOILIOM
(Fumagalli et al., 2011).

Bxitajy KOHKpETHBIX TEHETHYECKUX (PaKTOPOB
B aJanTalHio K yCIOBUSM CPEAbl 3aBHCUT OT
YHUCJIa TEHOB, KOTOPHIE BIUSIOT Ha (OPMHUpPOBa-
HHUE CEJICKTHPYEMOro IpU3HaKa, CTCIICHH BKJ1aja
KOHKPETHOI'O aJlJICJIA B aAallTUBHOCTDb, 4 TAKXKE OT
WHTCHCUBHOCTH U JUTUTECIBLHOCTH JICHCTBUS (Dak-
Topa orOopa. B momymsinusix 4enoBeka 4acTOTHI
aJieNieil MHOTHX T€HOB, BAYKHBIX JUIS 30POBbsI, Ha-

XOJISITCSI B IBUKEHUH TI0]] BO3JICHCTBHEM (PAaKTOPOB
Cpelbl, 3HAYUTEIbHAs YaCTh KOTOPHIX BO3HUKIIA B
pe3yibTaTe pa3BUTHS MPOU3BOASIIIETO XO3HCTBA
U TIpeo0pa3oBaHus IPUPOTHON CPEIBI.

IToxa B moucke mpu4uH 3a00JeBaHUHN YeIO-
BEKa JOMHHUPYET MOJECKYISIPHO-ICHETUYECKUI
noaxon. [lonynasiuOHHO-TeHETUYECKUN TTOIXO
B COYETAaHHUU C OMOMH(DOPMATHUECKUM aHAIA30M,
HCTOJIb30BaHUEM MEIUIIMHCKUX W dTHOTpadu-
YeCKUX JJEKTPOHHBIX 0a3 JaHHBIX, pa3paboTKO
HOBBIX CTATUCTHYCCKHUX IMOAXOJIOB K BBISIBICHHUIO
CUTHAJIOB aJalTalldi CTaHET OYCeHb BaXKHBIM
JIOTIOJTHEHHUEM JIJI1 TIOHUMAaHHUSI TeHETHYECKUX U
CPENOBBIX (PAKTOPOB, BIHSIONINX HA 3I0POBBE
YeJIOBeKa. DTH IOJXO/IHI TIO3BOJISTIOT BBISIBUTH (DYHK-
nuoHajabHblie SNP, BoBjI€UECHHBIE B aJallTalldI0 K
YCIOBHUSIM CPEIbI, JaKe IJIsI TEX TEHOB U MHBIX
Y4acTKOB FeHOMA, (PYHKIIMU KOTOPBIX HE U3BECTHBI.
OTH TOJXOMBI MOTYT OBITh YCHJICHBI aHAIH30M
TeHHBIX CETeH, pa3lInYHbIe 3BEHbS KOTOPHIX MO-
TYT BIHMATH HA OIMH W TOT K€ (DEHOTUITUIECKHUI
TIPU3HAK, METOBI aHAJIN3a KOTOPBIX pa3padoTaHb
IIPH MCCIICIOBAaHUN 3a00JIeBaHMI (CM. HaIIpUMep,
[Tonxononuas u ap., 2010).

I'eneTrka momoraeT moATBEPIUTD UIIK OIIPOBEPT -
HYTh TUTIOTE3bI, CPOPMYIUPOBAHHBIE B MIPE/eIIax
IPYTUX HAyK, WM BBIIIBUHYTh HOBBIE THIIOTE3bI
JUTSI MIX TIPOBEPKHU ATUMHU Haykamu. [losTomy re-
HETHKA HAYMHAET BBICTYNATh KaK «MOCT» MEXKIY
HayKaMH.
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