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IBOJIIOUNA

I9BOJTIOLANA:
NMPOOOJI)XXEHUE

CIIEQAYET?

Pe3yJ'II:>TaTbI HOBbIX MUCCNegoBaHUM MNO3BONAOT npeannonoXnuTtb, 4TO
HeJaBHAA 3BOJIIOLUNA YeJlOBEKaA LJla B HECKOJIbKO NHOM HanpaBJ/iEHUN,
HEXEeSIn MOrfin oXXnaaTtb 6UoNoru

I>xoHaTtaH lMputyapg

HOTO TBICAY JIeT Ha-
3ajJ JIOAU BIEPBBIE [0-
6pasnce OO0 THUOETCKOTrO

JaTo — O'POMHOI paBHUHBI, BO3BBI-

maouieiica HaJl ypoBHEM MOPSA IPHU-

MepHO Ha 4 TeIc. M. 9TO OblIa CO-

BEpPIICEHHO HOBAs TEpPPUTOpHU:A, HE

3acejleHHAdA APYTUMH JTIOJAbMU-KOH-

KypPEHTaMU, B TOM M COCTOsAJIA €€ IIPU-

BJIEKATEJIbHOCTb, OJHAKO HU3KUU

YyPOBEHBb KHCJIOPOJa Ha TaKOH BHI-

COTe OKa3bIBaJl CTPECCOBOE BO3JeH-

CTBHE Ha OPraHU3M II€PBOIPOXOALEB,

BBI3bIBaA XPOHHUYECKYI0 TOPHYIO 60-

JIE3Hb U IIPUBOJIA K BLICOKOMY YPOBHIO

JIeTCKOM cMepTHOCTU. B Hayase aTo-

ro rojjia Ha Hay YHyI0 O6IIeCTBEHHOCTD

o6pymuniacd MKBaja paboT, B KOTOPBIX

OIIMCHIBAJICA BAPUAHT I'eHa, OOBIYHBIN

18 TUOETCKUX KUTeJIed, HO pegKui

B JIPYTUX MOMyIANMUAX. dTa HEJJaBHO

UaeHTUPUIIMPOBAHHAA ajjelb BbI-

3bpIBAaeT BBIPAGOTKY JONOIHUTEIbHO-

ro KOJIMYECTBA KPACHBIX KPOBAHBIX

TeJlel U 00bACHAET, KAaKUM 06pasom

o6uratenu Tubera CMOTJIM IIPUCIIOCO-

GUTHCA K JKECTKUM yCJIOBUAM BBICOKO-

ropod. JlaHHOE OTKPBITHE, IIONABIIEE

B 3ar0JIOBKU ra3eT I10 BCEMY MUDY, AB-

aseT co60¥ HaTIAIHBIA IpuMep ObI-

CTpoU (M OTHOCHUTEJbHO HeJaBHEN)
GMOJIOTUYECKON ajamnTaluu TpyIl-
MBI JIIOJefl K HOBBIM YCJIOBUSAM OKpPY-
saromel cpeabl. Ilo olleHKaM OJHO-
I'o U3 CIEIHMaJIUCTOB, YCIEIIHbIN Ba-
PHUAHT reHa JOCTUT BBICOKOHM YaCTOTHI
BCTPEYAEeMOCTHU B IONYJIALUU JNIIb
3 ThIC. JEeT Hasaj, T.e. COBCEM He-
JlaBHO II0 MEPKaM 3BOJIOIIMOHUCTOB.

HccrnengoBaHUA TUO6ETCKOU ITOMYIA-
IIUU IOJTBEPIKAAIOT TUIIOTE3Y O TOM,
YTO HAII BUJ GbLJI BBIHYKJEH IIpeTep-
eTh 3aMeTHBbIe OGHOJIOTUYEeCKUEe U3-
MeHEHUs MOJ0GHOTO poja yiKe Iocye

OCHOBHDIE MOJIOXXEHUA

TOTO, KaK OH INOKHHYJI ADPHKY OKOJIO
60 ThIC. I€T Ha3a/[ (10 pa3HBIM OIE€H-
KaM 3TO cOOBbITHE ITpou3onuio ot 50
ThIC. 10 100 THIC. JeT Ha3ax). OcBo-
€HMe BBICOKOIOpbA — JUIIb OJUH U3
MHOTHX CcJydaeB IpHUCHOCOGIeHUA
K HEOOBIYHBIM YCJIOBHAM OKDPYIKaIO-
med cpeAbl, C KOTOPBIMU CTOJKHY-
suce Homo sapiens mo mepe Murpa-
IIMY C TEIJIBIX TPABAHUCTHIX PABHUH
U KyCTapHUKOBBIX 3apociieil BocTou-
HOl AdpuUKU HA TeppuTOopuUio Gec-
IIJIOAHBIX TYHAD, BJIAMHBIX TPOIHU-
YeCKHX JIECOB U IIPOTPETHIX COJHIEM

= Korpa okono 60 Tbic. NneT Ha3af apeBHMe Homo sapiens Ha4anu paccensTbcs 3a
npepenamn AQpUKN, OHM CTONIKHYSIMCb C MHOM OKPY>KatoLLei CPefon 1 06yCNoBEHHbI-
MU 3TUM TPYAHOCTSIMM, KOTOPbIE OHU HE MOFIY MO60OPOTb C MOMOLLbIO JOUCTOPUHECKUX
TEXHONOrNN.

¥ [T03TOMY MHOTME yHeHble 0XMAaanu, YTo aHanua Halero reHoma 06HapYXXUT BHble
CBUIETENbCTBA MOSBNIEHUS MyTaLuii, KOTOPble OTHOCUTESNIbHO HEeAABHO U GbICTPO
pacnpocTpaHUINCh No pasnuyHbIM NONYyALMSM B pe3yNbTaTe AeiiCTBUS eCTECTBEH-
HOro 0T60pa — MPOCTO NMOTOMY, YTO HOCUTEJSIM MOJIE3HbIX MyTaLWi OCTABNAM 60J1b-
LLIEE YNCIMO 3[0POBbIX MOTOMKOB, YEM TE, YEW FEHOTUN TakKUX MyTaLui He coepxar.

u O,U,HaKO BbIACHWUJIOCb, HTO XOTHA reHOM U COOAepP>XUT HEKOTOPbIe cBMuaeTeNnibCTBa ,qe|7|-
CTBUS O4€Hb HaNpPaBJIEHHOro M 6bICTPOro eCTECTBEHHOro 0oT60pa, B 60MbLUNHCTBE
cly4aeB 3aperncTpupoBaHHbI OTOOP LLEN Ha ropa3fo MEHbLLEN CKOPOCTU, HEXEeNn
oXxuganu nccnegosartenu.
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IBONIIOUNSA

IIyCTBIHb, T.€. IPAKTUYECKHU BCEX CYy-
XONYTHBIX 9KOCHUCTEM UM KJIUMAaTH-
YeCKUX 30H Ha IIaHeTe. HaBepHsKa
MHOTHE U3 ajanTaluii 66111 He 61o-
JOTUYECKUMHU, a TEXHOJOTUu4eCKHU-
mu. Hanpumep, 4To6bl 106eJUTH XO-
JIOM, JIOAYW OCBOUWJIHU IIOIIUB OHEKIbI.
Ho HUKakue HOBBIE PEIIEHUSA CAMHU
o ce6e He MOIJIU 06ECIIeYUTDh BBIKU-
BaHMUE 4YeJOBEKa B YCJIOBUAX OeqHO-
I'o KMCJIOPOJOM FOPHOTO BO3AyXa, IPHU
OITyCTOMIAIOMIEM AeHCTBUU NHPEKIIU-
OHHBIX 0OJIE3HEN WUJIU II0[ BIUSHUEM
WHBIX HETAaTHUBHBIX (PAKTOPOB OKpY-
sRaromei cpeasl. B mo1o6HBIX 06CTOA-
TEJIbCTBAX K YCIIEXy MOIJIM IPUBECTH
TOJIbKO TeHETUYECKUE H3MEHEHUS.
ITosaTomy 6b1710 GBI BIIOJIHE PE30HHO
OJKUJIATh, YTO aHA/JIW3 HAIIEero reHo-
Ma oOHapPYKUT ABHBIE CBU/IETEIbCTBA
HOABJIEHUA MyTaIUii, KOTOpPbIE OT-
HOCHUTEJbHO HEeJaBHO U OBICTPO pac-
OPOCTPAHUIUCH IO PA3JIUIYHBIM II0-
OyJIAnUAM B pe3yibTare AeicTBUA
eCcTeCTBEHHOro or6opa — IIPoOCTO MO-
TOMY, YTO HOCUTEJH IOJIe3HBIX MyTa-
IIUN OCTABJISAJIN OGOJIbIIIEE YUCJIO 310-
POBBIX IIOTOMKOB, YeM Te, Y€l I'eHOo-
THUI TAKUX MyTaIHUi He CoAepKal.

[llecTs JeT Has3ajg MBI C KOJIera-
MU IPUCTYIIUIN K U3y4YEeHUIO TeHOMa
YyeJIOBEKa B MOUCKaX CJIEJIOB, OCTaB-
JIEHHBIX AelicTBUeM (paKTOPOB OKpPY-
sKare cpeabl. Mbl XOTeIH y3HATB,
KaK IPOTeKaJa 9BOJIIOIUSA YeJIOBeKa
C Tex IIop, KaK HaIlld IIPEJKHU OTIIpa-
BHJIVICH B CBO€ BEJINKOE ITy TeIIeCTBUE,
U [0 KaKOH CTEeIeHU IMONyIAlun
B pas3jIMYHBIX YaCTAX CBeTa CTaJa
pasiaudaTbCcsa reHeTUYeCKU, U3MEHUB-
IINCH IO AEMCTBUEM €CTECTBEHHOTO
oT60opa, MO3BOJIUBIIEr0 UM aJallTUPO-
BaThCA K PA3JIUYHBIM YCJIOBUAM Cpe-
Abl, KaK B ciaydae ¢ Tubernamu. Ka-
KOBa /I0JI TeHeTUYECKUX Pa3IUudInl,
COXPAHUBIIUXCA U IO Cel JeHb, He-
CMOTPSA Ha BO3JEeHUCTBUE IPYTUX PakK-
TopoB? Biiarogapsa coBpeMeHHBIM TeX-
HOJIOTUSM, ITO3BOJSAIOINUM HU3y4YaTh
Bapualy reHOTUIIOB, MbI MOTJIU IIPU-
CTYHIUTB K PEIICHUIO 3TOU IIPOGIIEeMBI.

PaGoTa moka He 3aKOHYEHa, OJHa-
KO YK€ IIOJIy4YeHbl HIpeaBapUTEIb-
Hble JaHHBbIE, OKa3aBIIHECsS BecbMa
HEOKUJAHHBIMU. BBISCHUJIOCH, YTO
XOTSI B T€HOME M COJlepiKaTCsd CBU-
JIeTeIbCTBA O HECKOJBKUX CIydadx
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JeficTBUA O4YeHb Y3KOHAIIPABJIEHHO-
ro U GBICTPOrO €CTECTBEHHOro 0T60-
pa, IIPOMU3OMIEAINero HeJaBHO, TEM
He MeHee 60oJbIllad 4acTb TAKUX CJIY-
4JaeB, OTPasKEeHHBIX B HaIlleM F'eHoMe,
IIPOU3OLILIN AECATKU ThICAY JIeT Ha-
3aj7. BosHUKaeT BHmedaTIeHHE, YTO
BC€ IOJIE3HbIE My TAIlUH, KOTOPHIE 3a-
KPENUJINCh B IONYJAIUNU B OTBET HaA
JIOKaJIbHBIE BO3/IeICTBUS OKpYIKalo-
mei cpeabl, COBEPIIUINCH JaBHBIM—
JaBHO, a 3aTeM, II0 Mepe TOro Kak
IONMyNANUA pacceisanacbk Ha HO-
Bbleé TEPPUTOPUU, OBIJIU IE€pEHECEHBI
B yAaJleHHble MecTa. Hampumep, He-
KOTOpBIe BADUAHTHI OJJHOTO I'eHa OT-
BeYaloT 3a NoABJeHUE 6oJiee CBETION
OKPAaCKH KOMKH, UTO MOMKET CIYKHUTH
ajanTanuell K CHHUMKEHHIO YPOBHSA
yIbTPaduoIeTOBOTO 06IyYeHUA. ITH
aJuIeId pacnpoCTPaHUINCH MO IOMy-
JIAIUAM B COOTBETCTBUU C MapIuIpy-
TaMM JApeBHeNH Murpanuu, 6e3 Bcs-
KOW CBA3HW C IMIMPOTOH, HA KOTOPOU
JaHHBIE Honyaanuu obutamoT. To, 4TO
nolo6Hble IPUMEpPHI BIUAHUS JIPEB-
Hero oT6opa IIpoCyIecTBOBAlIU B Ire-
HOME IONyJANUN B TedeHUe ThICHA-
qeJeTUU, W pa3Had CHJA JAEUCTBUA
aToro (pakTopa He IOBIHANIA Ha CTe-
IIeHb HX BBIPAXKEHHOCTH,
0 TOM, YTO €CTeCTBEHHBIX oT6Oop ya-
CTO NpPOTEKaeT C ropasjio MeHbIIeH

TOBOPUT

CKOPOCTBIO, HEIKEJIU OKHUIATU UCCIIe-
JoBaTenu. BeicTpoe pacmpocTpaHe-
HUE I10JIE3HON MyTaly BHYTPH IO-
OyJAIUNA TUOETCKUX JKUTEJEH OKa-
3aJI0Ch COBEPIIEHHO HETUIIUYHBIM.

Kak »BOJIOIMOHHBINA 6MOJIOT, I Ya-
CTO 3aJaI0Ch BOIIPOCOM, U/IET JIU 9BO-
AIONUA JdejJoBeKa ceiiuac. Koneuno,
CKOpee BCero, OHa IIPOJOJIKAETCH.
Ho korga mpomusoiieT ouyepegHoOe U3-
MeHeHHEe HAaIllero reHoMa — CKasaThb
OYeHb CJOXKHO. [loy4yeHHBIe HaAMH
JaHHBbIE YKa3bIBAIOT HA TO, YTO KJac-
CUYEeCKHH ClleHapui JIeHCTBUSA ecTe-
CTBEHHOTO 0T60pa, IIpU KOTOPOM OT-
JleJIbHbIE TI0JIe3Hble MYTAllUl BHY TPHU
rpynmnbsl ocobeil pacrnpocTpaHAIOT-
cf KaK JJECHOU IOoKap, AJIs 9BOTIOIUHU
MO YJIAIUH JIIOJEH B TeYEHUE ITOCTIe -
HUX 60 TBIC. JIET OKa3aJiCs JOBOJBLHO
HETUIIUYHBIM. Yarie MexaHHu3M 9BO-
JIIOIIUOHHOTO U3MeHeHUs TpeboBai
IIOCTOSAHHOI'O JaBJIEHUS CO CTOPO-
HBI CpeJIbl Ha IIPOTAKEHUU JIECATKOB

TBICAY JIET, YTO JJI HAIIIUX IIPEJIKOB,
KOTOpble HadaJd aKTUBHO HIyTelle-
CTBOBATh IO BCEMY 3€MHOMY IIapy
U C Bce OoJIbIIel CKOPOCTBIO pa3BU-
BaTh TEXHOJIOTHH, ObLIO HEAaKTyaJIbHO.

Takum 06pa3oM, 9TU OTKPBITHUSA I10-
MOTAIOT YTOYHUTH NpPeEJCTaBICHUSA
HE TOJbKO O HAIIEeM HIPOIIJIOM, T.€.
0 HeJaBHEU 3BOJIIOIMU YEJIOBEKA, HO
¥ O TOM, UYTO MOKET I'OTOBUTH HaM Oy-
nyinee. 1na paga paxkTopoB, ¢ KOTO-
PBIMU ITIOCTOSTHHO CTAJIKUBAETCS HAII
BUJ (Hanpumep, rio6aabHOe U3MeHe-
HUe KJINMaTa v 60JIBIINMHCTBO MHPEK-
IIMOHHBIX 3a00JIeBaHUM), €CTECTBEH-
HBI oT6Op,
CIMIIKOM MeIJIEHHBIM, YTOOBI KaK—

BEpPOATHO, OKaKeTcsd
TO 06JIETYUTH ITOJI0KeHre. HanpoTus,
B 9THUX BOIIPOCAX MBI JOJKHBI B GOJIb-
LIefl CTEeNeHU IoJlaraTbCs Ha JOCTH-
JKEHUSA TEeXHHUYEeCKOIro IIporpecca.
Mouck cnepos

Bcero nmecATh JieT Hasaj IIpocle-
IUTH PEAKIHIO HAIlIero reHoMa Ha U3-
MEHEHUs OKpYyIKalolled cpeabl ObLIO
JIISl yYeHBIX HEBO3MOMKHO, T.K. TOrJa
IIPOCTO HE CYIIeCTBOBAJIO HEOOXOoH-
MBIX JJII 9TOT'0O MHCTPYMEHTOB. Bce
M3MEHHUJIOCH IOCJIe 3aBEepIIeHUs pac-
I POBKU FeHOMA YeJI0BEKa U IToCJIe-
AYIOIIed KaTaJIoru3alliil BapuaHTOB
OT/AEJBHBIX I'eHOB. UTOOBI /10 KOHIIA
IIOHATH, YTO MBI JiejaeM, HeoOXOoau-
MO XOTs GBI HEMHOT'O IIPEJCTAaBIATH
cebe cTpyrTtypy JAHK u To, Kak gamxe
He3Ha4YUTEJbHbIE U3MEHEHUS MOLYT
MOBJIHATH Ha ee pyHEnuU. ITocaeno-
BaTeJIbHOCTh, COCTABJAIONAA YeJ0-
BeYeCKHN reHoMm, ob6pasoBaHa IIpU-
MepHO U3 3 MJIPJ IIap HYKJIEOTHU/OB,
nian OyKB, KOTOpble paboTamT Kak
(MHCTPYKLUA II0 COGOpKE YeJIOoBEeKar.
B HacTodAIlee BpeMsa HU3BECTHO, YTO
9Ta «MHCTPYKIUA» COCTOUT IIPUMEPHO
u3 20 TeIC. WieTaJel», T.e. TeHOB (KO-
TOpBIE NPEACTABIAIT cobol ¢par-
MeHTHI HUTel [JHK 1 o6pa3oBaHbI HY-
KJIEOTHUJHBIMHU IapaMH), XpaHAIINX
B cebe mHPoOpMaINUIO, HEOOXOJUMYIO
ISl IIOCTPOEHUSA MOJIEKYJ OEJIKOB.
(Benku, K KOTOPBIM OTHOCATCA U pep-
MEHTBI, BBIIIOJIHAIOT GOJIBIIYIO YaCTh
pa6oTsl B kieTke). OkoJsio 2% reHoMma
YeJIOBEKA KOJUPYeT CTPYKTYpy 6e-
KOB, IIPUMEPHO TAKOE K€ KOJTUIECTBO
yd4acTByeT B PeryJslMU T'eHHON ak-
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Ilustration by Emily Cooper

IBOJIIOUNA

MAPKEPbI JENCTBUSA OTBOPA
Ecnu y4eHble 06HapyXusatoT, 4TO ANns Kakoro-to y4actka [JHK xapaktepHa manas BapvabenibHOCTb, TO OHU MOTyT caenatb
BbIBOJ, YTO Ha 3TOT y4acTok JHK 6b110 HanpaBneHo encTeBne ecTeCTBEHHOro oTéopa. MfeHOTUNbI NO6bIX ABYX YENOBEK pas-
NMHaTCA MPUMEPHO Ha OfHY U3 KaXX oW Thica4n nap Hykneotngos AHK, nnun ee «6yke». Takne y4acTKu C pa3nnyHON CTPYKTY-
PO Ha3bIBalOTCA OQHOHYKNEOTMAHbIE Nonnmopdmamel, unu SNP, a ansTepHaTuBHblE Bepcum Takoro y4actka [JHK HasbiBatoT
annenamu. Korga otgeneHas annenb nNoBbillaeT PenpoAyKTUBHbLINA yCNex ee HOCUTEenNs, OHa B KOHEYHOM c4eTe pacnpocTpa-
HAeTCs B NONyNAuMK, UNn «oTéupaeTcs». B To e Bpema coceACTBYIOLLNE C HEW annenmn TakxXxe «nofaxBaTbiBalTCA» 0TOOPOM
1 pacnpoCTPaHSAOTCA B NOMYNSALUN, CTRHOBSCH CTOJIb Xe 4acTo BCTpeyatoLwmmucs. IToroBoe cHmxeHne yncna sapnaHtos SNP
B 3TOW YacTu reHoTuna B NONynALUN Ha3blBAETCH COMPSXKEHHOW SNMMUHaLMEN

OHK

Muaomeug 1 "-,-:‘ Ll el

Wuaneng 2 ‘ _‘_li_l

Fa 2 o= oW

TAS TAC TAS TASTAS T AN

ENEN, PN, YN, YN

SN £\ N TN B = jal3
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['eH nnu perynatopHas
nocnefoBaTenbHOCTb

Mapa HykneoTnaos

OThenbHbIN HYKIeoTua

Pasnmqarou.m'ec:;l. y4acTtku (SNP)

Korpoa ectecTBeHHbIi 0T60p AeiicTeyeT Ha ogHy SNP, coceAcTBytoOLLME C Hell annenu nepexoasT K CeayroLLemMy NoKONIeHo BMecTe
C Heil, NnepeaaBasich B BuAe eauHoro 651o0ka (cuernseHHoe HacneaoBaHve)

OHK nonynsuum o conpsixkeHHon

OHK nonynsumm nocne Toro, Kak npovsoLuna

ANUMUHaynn
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P oo b)) L) 1)) ) L]
Pl )l ) N NIEEEE SEENE W
LU ) 1)) ) ) )
_—
i) Vi) sdisdimjinspifisduadied _opl v)ic] lm el

THUBHOCTHU. Polb ocTaIbHOH (T.€. 60JIb-
miel) yacTu TeHoMa HaM Heu3BeCcTHa.

Ecam cpaBHHBATh T'€HOTHIIBI JIIO-
OBIX JBYX IpejacTaBuTesied Buaa H.
sapiens, To OHHA OKa3bIBAIOTCH CXOJ-
HBIMHU, pasjudasch NPHUMEPHO Ha
OZIHY U3 KaKJO! TBICAYH IIap HyKJe-
orugoB JJHK. YuacTku, rae ogHa mapa
HYKJIE€OTHU/JOB 3aMe€HeHa Ha JpPYryIo,
Ha3bIBAIOTCA OJHOHYKJIEOTUIHBIMU
nonumopdusmamu, uiau SNP (oT aHIII.
single-nucleotide polymorphisms),
a aJbTepHATUBHBIE BEPCHUHU TAKOTO
y4dacTra /IHK HaswpIBaroT aanenaMu
(B pycCKkoll TEpPMUHOJIOIUHU AJIIEIAMU
Ha3bIBAIOTCA TOJBKO Te yuyacTku JJHK
¢ SNP, koTopble 06pa3yIoT I'eH, T.€. KO-
aupyioT 6esok. — [IpuMm. nep.). B cuiy
TOTO0, YTO GoJbpIIas 4acTh I€HOTHUIIA

HE y4acTBYeT B KOAUPOBAHUHU OGEJIKOB
WJIN B TEHHOHN Peryadalnuu, 60JIbIINH-
ctBo SNP, BepoATHO, HE OKa3bIBAIOT
3aMEeTHOTrO BJIUAHUA Ha PEHOTUII NH-
nuBuga. Ho eciu SNP pacnonaraercsa
B TOM 4acTU reHOTHUIIA, KOTopas CJIy-
JKUT MaTpUlled Ajad cuHTe3a 6enka
WJIM OTBEYAET 3a PEryJIAINI0 TeHHOU
AKTUBHOCTH, TO TAKOU NOJTUMOPPU3IM
MOXKET OKa3bIBATh BJIUAHNE HA CTPYK-
Typy OejiKa MJIK Ha TO, TZIe U CKOJIBbKO
TaKUX MOJIEKYJ Oy/leT CHHTEe3UupoBa-
HO. B Takom cirygae SNP moryT, npen-
MOJIOKUTEIBHO, MOAUPUINPOBATH
NpaKTU4YeCKHU 000 Npu3HakK, 6yab
TO POCT, IIBET IjIa3, CIIOCOGHOCTH yC-
BauWBaTh MOJIOKO WJU HOJBEPIKEH-
HOCTBb 6071€3HAM Bpojie AuabeTa, IIU-
3odppenun, mansapuu uiau CIIM/a.
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Korma ecrecTBeHHBIH oT6GOp Ha-
IIpaBJIeH Ha 3aKpeljeHue IIPU3HAKa,
KOAUPYEMOTO OIpeJeJIeHHOU aJlie-
JIBIO I'eHa, JaHHas ajljleb ¢ KamKAbIM
IIOKOJIEHNEM BCTpedaeTcs B IOIyJIs-
LM BCe Yalle, 70 TeX IOop IIoKa ApPY-
rye ajjejad 3TOro reHa He CTAHOBATCH
B paccMaTpHBaeMOH IOIyJaAIuu 60-
Jee peakuMu. Eciau npu aTom OKpy-
JKalomasa cpeja ocTaeTcd CTaGUIIb-
HOH, To ajenb, obecreduBaIias
IIPEUMYIIECTBO CBOUM HOCHUTEIAM,
pacupocTpaHAaeTCd B IOIYJIAIHUH A0
TeX MOop, IIOKa He OXBATHUT BCEX CO-
cTaBJIAIINX ee MHAUBUJI0B. Korpa
Kajasa ocobb B IOMYJIAIMU CTAHO-
BUTCS HOCHUTEJIEM OTOHMpaeMoM aj-
JleaHd, IIpollecC OCTAaHaBJIWBAaEeTCH.
OG6BIYHO 3TO TpebyeT cMeHBI 60Jb-
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IBONIIOUNSA

HEOXWAAHHbIE OTKPbITUSA NPU U3YYEHUU TEHOMOB
nonvynaunmn

Y4yeHble naeHTMOULMpoBann HEKOTOPbIe U3 annenemn, Ha KOTopble 6bii HanpaseH no-
JIOXMNTENbHbIA €CTECTBEHHbIN OTOOP 1 KOTOPbIE PAcCNPOCTPaHUINCL B MOMYyNALMM B pe-
3ynbTaTe [ENCTBUSA XXECTKOM cenekuumn, npoTekasLLen 6bICTpo, Nnpucnocaénmeas nogemn
K MECTHbIM yCoBUAM cpefbl (cnpasa). OgHako aHanna CoTeH Apyrux y4acTkoB reHoma,
0 KOTOPbIX Mbl MOXEM cka3aTb /MLUb TO, 4TO KOrAa—To Ha HWX 6blfl HanpaBieH XeCTKUi
€CTeCTBEHHbIN 0TOOpP (Hanpumep, NPUCYTCTBOBANY IBHbIE CNefbl CONPSAXXEHHON 3NMMU-
Hauun), nokasars, 4yto 60nbLUas X YacTb — He pe3ynbTaT HefaBHMX afanTaunii K ToKanbHbIM
ycnosuam. 3ato Koraa Mbl MOCMOTPENu Ha reorpaduyeckoe pacnpeneneHne HeKoTopbixX
nonnMMopgn3MoB, Mbl 06HaPYXUNK, YTO Hanbornee ABHblE Crefbl [ENCTBUSA CONPSXKEH-
HOW 3NUMUHaLMKN FPYNNUPYOTCA B TPW NatTepHa. [epBbiii NaTTepH C BbICOKOM 4acTOTON
BCTpe4aeTcs BO BCEX NOMynsaumnsax BHe ApMKaHCKOro KOHTUHEHTa (opaHxeBas CTpenka)
N MpakTU4eckn OTCYTCTBYET B caMon AdpuvKe; OpYyron xapakTepeH ans obutatenen
3anagHon EBpa3uun — pervoHa, o6pasosaHHoro EBponon, 3anagHon n KOxHon Asuen,
— HO 60nbLUe HUrge He BCTpeyaeTcsa (KpacHas cTpenka); TPeTui, BOCTOYHOa3MaTCKUi,
naTTepH COMpsXXeHHOW anuMunHauumn npeobnagaet Ha Tepputopun CesepHoi, BocTou-
How A3un, OkeaHun n B 06emx Amepukax (xentas ctpenka), Ho B 3anagHon Eepasum
n Adpuke He BCTpedvaeTcs. ATW NaTTepHbl UAMIOCTPUPYIOT, YTO Ha pacnpocTpaHeHue
OaHHbIX annenew NOBAUANM NyTU BPEBHUX MUTpaLMiA

MPUMEP. BapuaHT reHa, Ha3biBaemoro SLC24A5, oTBe4vaeT 3a 60nee CBET/bIN LBET

KOXMK. MocKonbKy 39TO afanTaums K CHUXXEHMIO KOMYecTBa CONIHEYHOro cBeTa B cpe-

ne obuTaHusA, TO MOXHO 6bINo 6bl OXMAATb, YTO YacToTa ero BCTpe4aemMocTu cpeau

nofen, XMBYLLIMX Ha OOHON LUMPOTE, Hanpumep cpeamn ppaHLy30B U KUTaNLEB (XaHb),

6yneT cxofHOW. Ho aHanvM3 reHoMoB pasnuyHbIX NONyNAUMA CO BCEX KOHLOB CBeTa

Ha npegmeT BapnabenbHOCTM NOAMMOPdM3MOB B 9TOM JIOKYCe NPOAEeMOHCTpMUpoBarn

3Ha4YUTENbHOE PACXOXAEeHWe MeX Ay HaLIMMU OXNAAHUAMW U peanbHOCTbio. Kaxabiv

13 n3o6paxKeHHbIX MHOIOLBETHbIX KBaApaTtoB npefacTasnseT cobov COBOKYMHOCTb

BapuaHToB SNP Ha aTom yyacTke AHK B 3apjaHHOlM nonynauuu; 4em HUxe Bapua-

6enbHOCTb, TeM 6oMbLUe NoWanb KpacHoro yvyactka. 9Ty KBagpartbl yKasbliBaloT Ha

XeCcTkn oT6op Mo AaHHOMY MPU3HaKy cpean HaceneHns dpaHuum 1 Npoyunx 3anapg-

HOEBPAa3NNCKMX NONynsauMi, HO He y Hapoda XaHb u obutatenen BocTtoyHon A3uu.

Takoe pacnpepenenvie annenen B snge -
natTepHa 3anafHoeBpa3nMCKON conpsi-

XEHHON 3NUMMHALUKN yKa3blBaeT, 4YTO
3aTa MyTauus nosiBunacb B npenkoBou
nonynauMn 3anagHoeBpasniiLes eLle Ha
TeppuTopun BnvxHero BocToka n nocte-
NEHHO pacnpocTpaHunacb BHYTpPU Hee,
nocrie 4ero aTa KOHMUrypaumns reHotum-
na 6blna pasHeceHa Mo BCeMY pPervoHy
B COOTBETCTBUM C NYTAMU LPEBHUX MU-
rpaumii. C Tex Nop ecTECTBEHHbIN 0T6OP
He oKaszal 3HauYuTeNbHOro BO3L4eNCTBIUg
Ha 4acToTy BCTpPe4YaeMOoCTW 3TOWN anne
11, MHa4ye KBaapaT Hapofa xaHb Umen G
TaKylo Xe KpacHyt obnactb

[ BHeadhpvikaHckas conpshkeHHas annMMuHaums
Il 3anagHoeBpa3uniCKWA NATTEPH COMPSXXEHHON SMUMUHALMN
BocTo4HOa3MaTCKMi NaTTepH COMPSHKEHHOM SNMMUHALMM

ALY T

leH pepmeHTa nakrasbl, obe-
cneymBalLWnin  yCBOEHME MO-
JIO4HOro caxapa, npetepnen 6bl-
CTpyo 3BOJIOLMIO MpY Mepexone
K MOJZIOYHOMY CKOTOBOACTBY MO-
nynaunn EBponbl, BnuxHero
BocTtoka n BocTo4Hon Adpuku
Bcero 3a 5-10 TeiC. neT

MaTtoreH, sHAeMW4YHbIN And
Hurepuun, nopoann XecTkun
©CTEeCTBEHHbIN 0TOOP Ha OHY
n3 annenen reda LARGE, ko-
Topas obecre4mBaeT ahdeK- |
TUBHYIO peakuuio opraHua
Ha 3apaxeHune BMPYCOM Nu-
xopagku Jlacca
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IBOJIIOUNA

B reHome copepxxartcs
S Penkasi pa3HOBUAHOCTDb FeHa, Ha3bl- Y KeHWMUH, Hacensawomnx nno-
L,i BaemMas «MHOYLMPOBAHHbLIA FMMOKCU- ckoropbe AnbTuUnnaHo B Bonusuuy, CBM'D'eTeﬂ bCTBa
2 en akTop—2—anbda», npusogsLlas Bo3BblWatleeca Ha 3,5 Tbic. me-
2 K YBEJIMYEHMIO YMCna KpacHbIX KpoBs- TPOB Ha[, ypoBHEM MOpS, B Nepuop O HECKOJIbKUX Cﬂyqaﬂx
HbIX Ternew, 3a nocriefHne HeckosbKo 6epeMeHHOCTN MaTo4Has apTepus ﬂeﬁCTBMH OYeHb
TbICAY NIeT pacnpocTpaHuMnach BHY- nogsepraeTcs YCUNEHHOMY POCTY
Tpy TMGETCKOW nonynsaumun, oburato- M0 CPABHEHWIO C apTepren XeHLnH Harnm pa BNeHHOro
LLiet Ha BbicOTe 4 ThbIC. M Haf YPOBHEM MeHee BbICOKOMOPHbIX PEFMOHOB —
MOpsi, NO3BONASA el n3bexaTb BbICOT- 37O agantaums, copmmpoBaBLLa- “n 6b|CTp0r0
HOW 60ne3Hun facs B TedeHne nocnepgHux 10 Thbic.
T ecTteCTBeHHOro
otb6opa. TeM He
MeHee 6onbLuas
4acTb OOGHapPY>XEHHbIX
cny4vaeB gencrteumd

otbéopa ANNnCH
OECATKU ThiCcaY neT

-Menney

HbIR ot1g
°pup
T PeBHK
6n60ﬂb~u_|y*° “acTy € Murpayyy, 3
€HunR IIOT0 4YWHcJa MNoKoJeHuM. Hamnpwu-

c)61>'51(>HF||Q
MPucnoco

Mep, IIYyCTh Yy WHAMBHUJA, UMeEIOIe-
ro B T€HOTHIIE IB€ KOIIUU IIPEeAIIOYIH-
TaeMoU aJjuiesu, poxkgaercd Ha 10%
GoJibllie eTel, JOKUBAIOIIUX 0 pe-
NPOAYKTHUBHOIO BO3pacTa, a y 0Co-
6ell ¢ OMHOM TaKoOMU ayuienbio — Ha 5%
Gosbllle, YeM y HpeACTaBUTENSA IO0-
NyJaAIMM, He Hecylero B ce6e aToro
BapuaHTa reHa. Torjga JUis IOBBIIIE-
HHUSA YaCTOTBI BCTPEYAaeMOCTHU ajlje-
Jau B nonyaanuu ¢ 1% go 99% norpe-
6yeTca cMeHa okoj0 200 moKoJaeHuH
W, IIpU Ipy6GoOM IIOJICYETE, OKOJO
5 TbeIc. neT. Ilone3Hasa ajelb Te-
OpPETUYECKU MOMKET 3aKpPelUuTh-
cA B INONYJAIMM caMoe Majoe 3a
HECKOJIBKO COTeH JIeT — IIPU YCJO-
BUHM, 4YTO OHa obecneyuBaeT UH-
OUBUAY SKCTpPAOpAWHAPHOE IIpeu-
MmymiecTBo. COOTBETCTBEHHO, pac-
IpocTpaHEeHHEe U 3aKpeIllJleHhe He
CTOJIb «BBIJAIOIUXCA» aJljelell Mo-
JKeT 3aHATb MHOTHE TBICAYHM JeT.

CaMBIM IPOCTBIM cIIocO60M IIpoO-
CJIEUTh 9BOJIIOIMOHHBIE U3MEHEHU
B TeHOMaX MOIIyJAIUN OblI ObI aHa-
au3 JHK, u3BiedyeHHBIX N3 OCTaH-
KOB IIPEJCTaBUTeJIed 9TUX MOIYJIA-

OuH pasHOW CTENeHHW JJAPEBHOCTH.
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IBONIIOUNSA

CywecTtByeT
BEPOATHOCTb, YTO
OTHOCUTESIbHO
HeOJaBHO NrEHOM
4yenoseka npertepnen
ropasgo 6onbLue
aganTUBHbIX
N3MEHEHUN,

4yemM MOryT
naeHTugnunpoBaTb
nccnepoBarTenu,
n3y4yas reHom
OObIYHbIM METOOOM

Onpuako Ha aene mosnerynsl JHK 6bI-
CTPO paspylalmTcsd, I03TOMY IIpHU-
MEHHUTh JAaHHBIH METOJ B peaIbHO-
CTU He IIpeJiCTaBJIAEeTCA BO3MOMKHBIM.
B cBA3M ¢ 3THM HaIlIa UCCJIeJ0BATEIb-
cKafd rpynna W pAjx APYTUX yYEHBIX
110 BCEMY MUPY HCIIOJb3YIOT KOCBEH-
Hble CIIOCOOBI ONIpPEeJIEeHUS 3BOJIIO-
IIMOHHBIX U3MEHEHUU B reHoMax II0-
nyadanuii. Msyyasa reHOTUIIBI CcOBpe-
MEHHBIX JIOJle M3 pas3HBbIX TPyN,
MBI IIBITAEMCS OIPEAE]UTHh, KaKk Ha
HUX IIOBJIUAJ €CTECTBEHHBIA OT-
60p, IPOUCXOJUBIIMUN B INPOIIJIOM.

OpHa 13 TOJOGHBIX METOIVK 3aKJIIO-
YaeTcA B aHAJIMU3€ JaHHBIX, IOy YeH-
HBIX Ha G0JIBIIIOM KOJHYECTBE JIOCH.
Ilpu 3TOM CpaBHUBAETCHA CTPYKTypa
JHK B Tex ee y4yacTKax, IJie IIPUCYT-
CTBYIOT HECKOJbKO IOJTUMOP(U3MOB,
aJlyIe I KOTOPBIX BapbUPYIOT BHYTPU
nonynanuii. Korga 6i1arogapsa ecre-
CTBEHHOMY OTO6OpYy HOBasd IoJIe3Had
MyTanusa OBICTPO pacIpocTpaHAeT-
cA BHYTPU T'PYIIBI, OKPYyKaAIOIIUE ee
y4acTKHU XPOMOCOMBI BOBJIEKAIOTCHA
B IIPOIlEeCC, KOTOPBIY T€HEeTUKH Ha3bI-
BaroT 3 (PEeKTOM CIeNJIEHHOT0 HacJe-
noBaHus. ITo Mmepe Toro Kak Bo3pacTa-
eT JyacToTa BCTPEYaeMOCTHU alllIesH,
0oT60p KOTOPOM ITPOUCXOJAUT, Bo3pac-
TaeT U YacToTa BCTPEYAeMOCTH CO-
CEeICTBYOIINX C HEHM HEUTpaJIbHBIX
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U IIOYTH HEWUTpaJbHBIX ajlejlied re-
HOB. OTH I'eHBbI He BIUAIOT Ha CTPYK-
TYPY KOAUPYEMOTO I10JIE3HOU aJlJIeTbIO
6eJIKa UJIU Ha ero KOJIMYeCTBO, HO pac-
IIPOCTPAHAIOTCH B IONIYJIAIUY BMECTeE
C II0JIE3HOM aJIJIesIbI0 IPOCTO B CHUILY
CBOETO C Hel cocecTBa. B pesynbrare
KOJIMYECTBO ITOTUMOP(GU3MOB HA 9TOM
yuacTtke JJHK cHmKaeTcd (B kpaliHeM
cydae OHHM MOT'YT UCYE3HYTb IIOJTHO-
cThio). IIpolecc MCUYE3HOBEHUSA He-
KOTOPBIX aJlJIeJIell U3 TeHoMa B CBA3HU
Cc geficTBHEM OBICTPOrO M KECTKOTO
eCcTeCTBEHHOIro oTbopa HasblBaeTcCd
COIIPAMKEHHOUN aJIMMUHAIIUEH U aHa-
JIOTUYEH SIBJIEHUIO KOPPEeJIUPOBAHHO-
ro OTBETA, IIPOUCXOAAIIErO IO AeH-
CTBHEM MCKYCCTBEHHOro ot6opa.

JlpyruM pacmno3HaBaeMbIM CBHJE-
TeJIbCTBOM JEHCTBUA HAIIPaBJIECHHO-
ro oT60pa MOKET CIYKUTH XapaKTep
pacrpesieneHus ajesled o pasing-
HBIM IONyIAIUAM. Eciam B mepuon,
KOI'/Ia MONYJIAMA OKas3ayiach B YCJIO-
BUSX MEHAIIeNCcsa cpeibl, oAHA U3
yKe CYIIEeCTBYIOIIUX aJllesield BAPYT
obecrieymsa 3HAYUTEJbHOE IIpe-
HMMYyIIEeCTBO CBOUM HOCHUTEIAM, TO
Takad aJleJb Morja OBICTPO pac-
IPOCTPAHUTHLCA TOJHBKO B DTOU MO-
NyJasa1uu (ocTaBasgch BCe TAKOH iKe
PEeAKOi B APYrUX), IPU 3TOM HE BBI-
3BaB d(pderTa ClenJeHHOro HacJe-
JoBaHUA (T.K. JaHHAA aJljlesb OKa-
3ajlacb He HOBOM [JJIf IOOYJIAIIUUA
U yKe Oblia CIlelJieHa ¢ pa3Hoobpas-
HBIMU aJIJIeJIsIMHA COCEJIHUX TEeHOB).

3a rocjeJHUEe HECKOJIBKO JIeT ObLJIN
oIy 6JIMKOBAaHBI MHOT'OYHCJIEHHBIE HC-
ciaenoBaHUA (BKJIHOYAsA OAHY M3 Ha-
mux paboT, Beleamyo B 2006 r.),
B KOTOPBIX OIMCBHIBAJIOCH HECKOJIBKO
COTEH Y4YacTKOB I'€HOMa, IJie IIPUCYT-
CTBOBAJM SABHBIE CJIEJAbl COIPAMKEH-
HOU SJIMMHHAIIUU, IIPUYEM IIPOTe-
KaBIIIel B TeYeHUe IocaeHNX 60 ThIC.
JeT — T.e. Torga, korga Homo sapiens
NOKMHYJIU APpuUKy. B HEeCKOIBKUX U3
9TUX CJIy4aeB y YUYEHBIX ObLIU YeT-
KUe IIpeJCTaBJICHUA O HallpaBJiie-
HUHU 0oTOOpa M HECOMHEHHOM ajam-
TUBHOM IpPEUMYIeCTBEe OJHOH
u3 ajneneit. Hampumep, B mnepe-
mIeJIIUX K MOJIOYHOMY IKHUBOT-
EBpo-
Bnauxuero Boctorka m Boc-

HOBOACTBY nmonyadanmuax
IIBI,

TOYHOU APPHUKH yIacTOK reHoma,

IZie PacmoJIoKeH IreH (pepMeHTa JIaK-
Tas3pl, obecmedymBaloIlero Iepesa-
pUBaHHWE JIAKTO3Bl (MM MOJIOYHO-
ro caxapa), O94eBU/JHO, JOJKEH ObLI
HNOABEPTHYTHCA BJIHNAHHUIO KECT-
koro otbopa. [lego B TOM, YTO BCe
JeTU B HOPME POKJAIOTCA CO CIO-
COGHOCTBIO II€peBapuBaTh JaKTO-
3y. Ho 3aTem mocyie orpeMa OT Tpy-
AU U B3POCJIEHHUA IIpeACcTaBUTEIU
GOJIBIIMHCTBA IONYJIAIUNA TEepPAT
3Ty CHOCOOHOCTB, T.K. HYKHBIA T'eH
nepecTraetT GYHKIUOHUPOBATH.
B 2004 r. B American Journal of
Human Genetics rpynna yd4YeHBIX
u3 MaccadyceTCCKOTro TeXHOJIOTHU-
YeCKOro HHCTUTyTa onyb6JImMKoBa-
Ja nHGOPMAIUIO, YTO BAPUAHTHI Te-
HOTHIIA, IIPU KOTOPBIX I'eH JaKTa3bl
ocTaeTCcsa aKTUBHBIM BO B3POCJIOM CO-
CTOSSHUU, 3aKPENUJINCh B €BPOIIEH-
CKMX MNONyJIANMAX, 3aHUMAaIIINX-
cAd MOJIOYHBIM JKHBOTHOBOJCTBOM,
Bcero 3a 5-10 TrwICc. JeT. B 2006 1.
Capa Tumrkod@d (Sarah Tishkoff)
(B HacToAmee BpeMsa paboTamlmasg
B YHuBepcuteTe lleHCHUJIbBAaHUU) C
KoJlJIeTaMM OIyGJIMKOBaJa B KYp-
Hase Nature Genetics ctaTbio 0 ObI-
CTPOM pacnpocTpaHEHHHU TeHa,
AKTUBUPYIOIETO CHHTE3 JIAKTa3bl,
B HOIIYJIAIUAX CKOTOBOJOB BocTo4uHOM
Adpuru. [TogobHBIE NU3MEHEHUS OJTHO-
3HAYHO CTaJId aJIAITUBHBIM OTBETOM
Ha IIepexoJi K HOBOMY 00paasy KHU3HU.

HccrenoBaTenn Takmke OOHaApYKU-
JIM clIefbl BIMAHUA O0T6GOpa Ha II0JIO-
BUHY W3 [IOKHHBI I'€HOB, OTBeYalo-
IIUX 3a IBET IJia3, KOKH U BOJIOC
y HeadpuraHNeB. Hamr opraHmuam
HYK/JIAeTCs B OIIPEIEIEHHOM KOJINYIe-
CTBE YJIBTPA(UOIETOBOIO 061y YeHU A
JJ1d cuHTe3a ButaMuHa D. B Tponu-
KaX COJIHEYHBIN CBET IOCTATOYHO UH-
TEHCHUBEH, YTOOBI B HEOOXOIMMOM KO-
JIM4YecTBe IPOHUKATh CKBO3b TEMHYIO
KOJKY, HO B 00JIee CeBepPHBIX I POTAX
HNHTEHCUBHOCTb OOJIy4eHUSA HeJ0-
cTaToyHa AJA CHUHTe3a BUTaMUHA.
ITo mepe Toro Kak JIOAU yAaJIAJIUCh
OT CBOEM TPONMYECKON NPapoOJUHEI,
Ha UX KOXKY IIOIIaJlajio BCe MEHbIIIee
KOJIMYECTBO COJIHEYHOTO yJbTpadu-
osiera. Heo6XomuMOCTh B ITOTJIOIIE-
HUMU ONIpesIeJIEHHOI' 0 KOJINYeCTBa yib-
TpaduongeTa NpuBeaa K 3BOTIOINUU
B HaIpaBJIeHUH 60j1ee CBETION KOKH
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COURTESY OF JEFFREY R. HENIG (Henig);

MARK PETERSON Corbis (surgery)

U K 3aKPEIJICHUIO B IOMYJANMNAX TeX
aJlIesie, KoTopele ee 00yCJIOBIUBAIOT.

JleticTBue oT6opa TaKiKe 3aperu-
CTPUPOBAHO U B OTHOIIEHUH MHOTI'UX
JAPYTUX T'eHOB, KOTOpPBIE, HAIIPUMeEP,
o6GecrneunBaOT YCTOMYUBOCTb K HH-
dexnuoHHbIM 3a6oneBaHuAM. [Tapauc
Cab6etu (Pardis Sabeti) us I'apBapa-
CKOT'O YHHUBEPCHUTETA U €€ KOJIJIET'H 06-
HapyXUIU MyTaIUIO B TAK Ha3bIBae-
moMm LARGE-reHe, koTOpasg OTHOCH-
TeJbHO HEeJaBHO PacIpPOCTPaHUIACH
B Ionyirsanuu #Hopyba B
pUu U, BEpOATHO, IPEACTaBIA-
eT co00M peakIui0o Ha OTHOCHU-
TEeJbHO HEJaBHIOIO BCIIBIIIKY JIH-

Hure-

Xopaagxru Jlacca B aTOM pEeruoHe.

CpaBHeHue noKaxeTt

3Has, kakue paKToOpbl cpeabl Aeu-
CTBOBAJM HaA HOIYJIAIUIO B OIpeJe-
JIEHHBIA MOMEHT, MBI MO}K€M CYJUTh O

TOM, KaK GBICTPO U B KAKOM HaIlpaBJe-
HUU IIPOTEKaJ eCTeCTBEeHHBI! 0T6OP.
IToaTOoMy BBIIIEYIIOMAHYTBIE IIpUMe-
PEL, KaK U He6GOJIbIIIOE YHUCJIO APYTUX
cilIydaeB, HE OCTABHJIHM 3aTafiOK JJIA
Hayku. BoJsbmias e 4acTh yYaCTKOB
reHomMa c MoJIuMoppU3MaMU, O KOTO-
PBIX MBI MOYKEM CKa3aTb JUIIb TO, YTO
KOIJIa-TO Ha HUX ABHO OBbLJI HAIIpaBJIeH
JKECTKUH ecTeCTBEHHBIH oT6Op, ocTa-
IOTCA JJI HAC HENPOYUTAHHOU KHU-
roH, T.K. MBI HE 3HaeM, KaKue IIpHU3Ha-
KU KOJUPYIOT 3TU aJlJIeJId I'eHOB U Ka-
K1e (paKTOpbI Cpe/ibl BEI3BAIM 0T6Op Ha
9THU NPHU3HAKU. [lo HelaBHEro BpeMe-
HHU U MBI, U ApPyTHE HCCJIEAOBATEIH
HHTEPIPETUPOBATIU CTPYKTYPY 9TUX
y4acTKOB KaK pe3yabTaT JeHcTBUSA
cpas3y HEeCKOJIbKHUX COTEH OYeHb ObI-
CTPBIX CONPAMKEHHBIX 2JIMMUHAIIUH,
NpOoTEeKaBIIMX B IocjeqHue 15 ThIC.
JIeT cpa3y B HECKOJBKUX IOIYJIAMUAX
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JIIofiei, KoTopele MbI nadydauu. OmHa-
KO HIPOJOJIKUB CBOM M3BICKAHUSA, MBI
C KoJUIeraMH OGHAapYMKUJIU, 4YTO GO0JIb-
masg 4acThb 9THX CHUI'HAJIOB HA06G0pOT
cTajla pe3yJIbTaToOM BeCbMa /JaBHUX
ajanTanui K JIOKAJIbHBIM YCJIOBHUAM.

Pa6orasa c¢ xkomneramu u3 CTaH-
dopackoro yHUBepcUTeTa, Mbl H3Y-
gaau oGIIUPHBINA HAaboOp JaHHBIX IO
ONHOHYKJICOTHIHBIM HOJIUMOPGU3-
MaM, IOJyYEeHHBIN IPUMEPHO U3 ThI-
caum JIHK, B3ATHIX y 0OPOBOJIBIEB
Cco Bcex KOHIOB cBeTa. [locMoTpeB Ha
reorpaguyeckoe pacupejeieHue He-
KOTOPBIX SNP, MBI 06GHADPYKUIU, ITO
HawuboJiee IBHBIE CJIEAbI JEHCTBUSA CO-
NPAKEHHON 3JIMMUHANU TPYIIUPY-
I0TCA B TpU IartepHa. [lepBbIf maT-
TEpH BCTpeYaeTcA BO BCEX ITOMYIAIIN-
AX BHe AQPUKAHCKOrO KOHTHHEHTA,
II09TOMY OH IIOJIyYWJ Ha3BaHUE BHE-
apUKAHCKOU CONPAMKEHHOU 3IUMU-
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IBONIIOUNSA

Haluu. B HeM crpynnupoBaH IebId
PAA PacHIojoKeHHBIX OfHA 3a JApy-
ro¥ HEM3BECTHBIX HAM aJjljlejieHd, KO-
TOpBIE€ ABHO IO BEPrajuCh JeHCTBHUIO
HalpaBJIeHHOTo oT6opa, T.K. IOYTHU
y BcexX IpeAcTaBUTeJIel dYegoBeye-
cTBa 3a npejaeiaMu AQpUKHN 3Ta II0-
CJIeI0BaTeJIbHOCTb UAEHTHUYHA. 3aTO
y mpejacTaBUTeNled appUKaHCKUX
njaeMeH Ha 3ToM oTpe3ke [JHK nHa-
GiroaeTcA TMOJHeWIIee pasHoobpa-
3ue. COOTBETCTBEHHO, MBI MOKEM
cAenaThk BBIBOJ, UTO JAHHBIE ajje-
JIN }KECTKO 3aKPEIHUJINUCh B IIONYJIA-
I HETIOCPEICTBEHHO MOCJIE ee yXoa
c Tepputopuu AQpHUKU, HO 10 pacla-
Jla Ha OT/AeJbHbIe I'PYIIIBI U pacceie-
HUA 3a Ipeaensl bauxnaero Bocto-
Ka — T.e. IpuMepHO 60 ThIC. JIeT Ha-
3ajl, IOCJe Yero aTa KOHPUTYypanua
reHoTuna 6blIa B HEU3MEHHOM BU/IE
pasHeceHa 10 BCEMYy 3€MHOMY ILIapy.

Cieaympiue aBa MnaTTepHa TIeo-
rpadudecku Gojsiee orpaHUYEHHBIE:
3TO 3amaJHOEBPA3UNCKUN NaTTEepPH
U MaTTepH BOCTOYHOA3MATCKOM CO-
OPAKEHHON »3JIuMMHHAIUMU. 3anaj-
HOEBPa3UUCKUU TUN CHUIKEHUS pas-
HooOpas3usa reHomMa xapaKTepeH AJd
nomnynanui Esponsl, Bimxaero Boc-
Toka, LleHTpanbHON U IOxHON A3un
M He BCTpedaeTcsa HUTIAe OoJblie.
ITaTTepH HOMEP TPHU, BOCTOYHOA3HUAT-
CKHI, 00'beqUHSAET obuTareneir Boc-
TOYHOM A3HWHM, KOPDEHHBIX HHEHIIEB
o6enx AMEpHK, MeJaHe3UNUIEeB U I1a-
nyacoB. Cyaa mo reorpa@uyecKkoMy
pacnpocTpaHEHUIO 3TUX ITaTTEPHOB,
OHU c(HOPMUPOBAJIUCH B JPEBHUX II0-
NyJANUAX cpasy Iocjae UX pasjese-
HHUA Ha 3allaJJHOEBPA3UNCKYI0 U BOC-
TOYHOA3WATCKYIO0 I'DyHNbl, KOTOPHIE
PAa30IUINCh B PA3HBIX HAIIPpaBJIECHUAX
(10 pa3IMYHBIM OIlEHKAM 3TO IIPOU30-
1o oT 20 ThIC. 70 30 THIC. JIET Ha3axm).

I[laTTepHBI CONPSKEHHON 3JJIUMHU-
HaIlU BBIABUJIN KOE—4YTO BeCbMa WH-
TepecHoe: IepeMelleHUs JIPEeBHUX
IJIEMEH OKa3bIBaJd CEpPbE3HOE BJIU-
AHNE Ha pacHpocTpaHeHUe ypaad-
HBIX ajljIejIell 110 3eMHOMY LIapy, a BOT
€CTEeCTBEHHBIM OTOOp IIOYTU HE IIO-
BJIMAJI Ha 6ojiee TOHKYIO IIOJICTPOMN-
Ky YK€ UMeIoIUXCa MyTalluil K He-
CKOJIBKO pa3/IMYyalolUMCA YPOBHAM
BO3JIeICTBUA OKpY:KAIOIIeH Ccpejbl.
Hanpumep, ogHa m3 Hamnboiiee BaX-
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HBIX aJJjejieli, obeclIedyuBaOIUX
nosBJeHUe 0ojiee CBETJIOr0 IIBeTa
KOKHM, — O9TO BapUaHT TreHa, Ha-
3BIBAIONIEroCcsd SLC24A5. Ilo-
CKOJBKY OH IIpeJAcTaBJIgeT co6oH
ajanTanmuio K YMEHBIINUBIIEMY-
Ccf KOJIMYECTBY COJHEYHOTO CBe-
Ta, TO MOMKHO OBLIO OBl OXHUIATH,
4TO YacToTa €ero BCTPEYaeMOCTH
B IONYJAALUU II0 Mepe IIPOJBHMKE-
HHUA Ha ceBep OyJeT yBEJIHMYUBATh-
cs, @ €ero pacupoCTPaHEHHOCTh Cpe-
U JIIO/IEH, JKUBYINUX HA OJHOM IIU-
pote, HanpuMep B CeBepHOW A3uu
u CesepHoll EBpore, 6yieT CXOHOH.
OpHako Ha AeJie Mbl BUJUM, YTO aJl-
nenb reHa SLC24A5 BXOAUT B cOCTaB
3aInaHOEeBPa3UCKOro NaTTepHa Co-
NPSKEHHON 9JIMMUHAIIUH: «OCBETJIECH-
HBIM» BapUAHT I'eHa U €ro CIIyTHUKU
no JJHK, koTopble 3aKpenuanch B re-
HOME BMeCTe C HUM, OObIYHEI OT Ila-
KUcTaHa a0 PpaHIUU, HO IPAKTH-
YeCKH OTCYTCTBYIOT B BocTouHOI
A3uu - fa’ke B CEBEPHBIX IMINPOTaX.
Takoe paclpejejleHUe YKa3bpIBaeT Ha
TO, YTO YAAYHBIM BAapHUAHT HOSABUII-
cA ele B IIPEeJKOBON MNONYJIAIINN 3a-
najHOeBpa3uUIEeB (yiKe IIocae UX OT-
JIeJIEeHUsI OT BOCTOYHA3UATCKOU I'PyII-
IIbl), IIOCJI€ YE€ro OHM PA3HECJIH 3TOT
BapUaHT II0 CBOEMY peruony. Xors
€CTEeCTBEHHBINM O0TGOp HpUBEJ K BHI-
COKOH 4YacToTe BCTPEYaeMOCTH aJ-
saenu SLC24A5 noBoJIbLHO GBICTPO, HO
3HAHWE HCTOPUU JAPEBHUX MHUTrpa-
LIUN 103BOJIAET Gojiee TOYHO OIIpejie-
JIATH, KaKWe MONYJIAIUHN CEerOqHs CO-
aep:xaT ero B cebe, a Kakue HeT (3a
CBETJIYIO KOKY oburareneir Bocrou-
HOM A3WHU OTBEYAIOT JAPyTUe TEeHBHI).

Bosee mnpucTaJBHBIA B3IVIAJ Ha
9TU U PAJ JAPYIUX JAHHBIX BBISBUI
U eme

OIHY WHTEPECHYIO 3aKo-

HOMEpHOCTb. Te aJenn, KOTO-
pble BCTpEYaloTCs B OJHOU IIOILyJIs-
UM MOYTH y BCEX IIpeJCTaBUTEJIEH,
a B JIpyTUX I'pylnax IOo4YTU He HabJIo-
Jlal0TCs, MHOTAA HE JEeMOHCTPUDPYIOT
ABHBIX IIPM3HAKOB CLEIJIEHHOIO Ha-
clleloBaHMus, KOTOPOE BCETJa COIIyT-
CTBYEeT OIE€PATHUBHOMY 3aKpENJeHUIO
HOBBLIX ajlaeseil B nomyasanuu. Hampo-
TUB, IOAOOHBIE ajjeNqy IIPOU3BOJAT
BIIeYaTJIEHUE MyTalldii, pacipocTpa-
HABIIUXCS INOCTEINEHHO 3a IIepHU-

o, Mpubau3uTeIbHO B 60 THIC. JET,

a IIOTOM PE3KO BO3POCHIMX B UHCIIE.

B cBeTe BBHIMIEN3I0KEHHBIX HAOIIO-
JEeHUU MBI IPULLIN K BBIBOAY, YTO
cieabl NeCTBUSA COIPAMKEHHOMN 3JIU-
MHUHAIUU (korga oT6Op HIPUBOLUT
K GBICTPOMY 3aKPEIJICHUI0O HOBOH aJj-
JIeJIW) B TOT IIEPUOJ, KOTZAa HAYaJoCh
paccenenue H. sapiens, BcTpedarmT-
cd KpaliHe peako. Kak HaM kakercs,
06GBIYHO OTGOp AEHCTBYyET Ha OTHAEJIb-
HBbIE aJlJIeJd OTHOCHUTEJbHO cjalo,
B pe3yJbTaTe 4ero OHHM paclpocTpa-
HAIOTCS OYEeHb MeIJIeHHO. B mrore
GoJsipIIadg 4YacTh aJjljIesied, IOJBEpr-
MUXCA JEWCTBUIO JBUKYIIEro OT-
6opa, MOTyT IOCTUTATh BBICOKOI Ya-
CTOTBI BCTPEYaEeMOCTH TOJBKO TOT/A,
Korja JAeHcTBHe oT6Gopa IpOJOIKaA-
€TCsI B TEYEHUE JIECATKOB ThICAY JIET.

OAMH npu3HakK, MHOIro reHoB
Hamy BBIBOJBI MOT'YT IIOKa3aTbCHA
napajoKCaJlbHBIMU: €CJIU JJs pac-
IPOCTPAHEHUS IOJIE3HON aJlIeau
B momyiaanuu Tpebyerca He 5 THIC.,
a 50 TBIC. JIET, TO KaK TOrJa JIOIU
VXUTPAITCA IIpUcIiocabimBaTbhbCH
HaCTOJbKO ObIcTpo? HawmbGoisiee oue-
BHUJHbIE aJallTalluyd BO3HUKJIHU B pe-
3yJabTaTe MyTalui OTAEeJIbHOrO reHa,
OJHAKO, GosbIas
YacTh IIOJIE3HBIX IIPUCIOCOGJIIEHUN
BO3HHUKJIA HECKOJbKO WHBIM CIIOCO-

CKOp€e BcCeEro,

6oM. Hanmpumep, 3T0 MOIJIO ITPON30¥-
TH B pe3yJbTaTe NOABJIEHUS MHOMKe-
cTBa aJljaesled, OKa3bIBAIOIIUX CJa-
6bIl1 9(PppeKT Ha OlUH U3 COTHU UIU
TBICAYMN aHAJOTUYHBIX I'€HOB, — JPY-
TUMH CJIOBAaMH, KOJUPYIOIIUX II0-
JIMTEHHBIA ITpU3HaK. Tak, B cepuax
pa6ot, onybaunkoBaHHBIX B 2008 1.,
661710 3adukcupoBaHO 6oee 50 pas-
JIMYHBIX T'€HOB, KOTOpBIE OKa3bIBa-
JIA BJIMSHHE Ha POCT dYeJOBeKa, H,
€CTeCTBEHHO, 9TO JHIIb YacTb II0-
JOOHBIX T€HOB, KOTOpbIE OKAa3aJIHUCh
B II0J€ 3PEHUdA HAIIUX MCCJefoBa-
HUH. [ KamJI0ro u3 3THUX TI'E€HOB
olHA ajljIeIb OTBeYaJla 3a U3MEeHEeHUe
cpeaHero pocrta JHUMOIb HA 3-5 MM I10
CPaBHEHUIO C JAPYTUMU aJJIeIsIMU.

Korpa ectecTBeHHBIT 0TGOp OKa-
3aJIcs HaIlpaBJIeH Ha YMEHBIIIEHUE PO-
cTa 4YeJIOBEKa, IIPOIeCC MOT JIOBOJIbHO
OBICTPO U 3HAYUTEIBHO U3MEHUTE de-
HOTUII NOIIYJAIMH, 3aTparuBas aj-
JIeJIU Ccpa3dy COTeH pas3JNuYHBIX T€HOB
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IBOJIIOUNA

(kaK IMPOMU3O0IIJIO B MOIYJIAUAX ITUT-
MeeB, OGUTAOINUX BO BIIAMKHBIX TPO-
nuJdeckux Jiecax Adppuru, IOro-Boc-
ToyHON A3um u HOxkHOU AMepUKWH,
rfe HeboJIbIIIME pa3Mepbl TeJla MOT-
AU OBITH ajalTalueld K orpaHUYeH-
HOMY KOJIMYEeCTBY HHIIH, JOCTYIHO-
MYy B 3TOU akocucTteMme). Ecinm «Hu3ko-
pocias» BepCUs Kamk/JI0ro reHa CTaHeT
BCTpeYaThbCA B MONMYJIALNHU JUIIb HA
10% yamie, Torga 60JbITMHCTBO JIIO-
Jell B 2TOM rpymnme 6bICTPO CTAHYT
obyiajlaTe aMU KaKOW—TO U3 «HU3KO-
pPoOCHBIX» ajlyiesied, a CpeJHHUH pPOCT
MONMYJAIUU B ILEJOM YMEHBIIUTCH.
Jaske ecii 06NN TPU3HAK HAXOIUT-
cd II0JT BJIUSAHHUEM KeCcTKoro orbopa,
cuia AedcTBUA oT6opa Ha KakJbINA
OTAENBbHBIN TeH pocTa 6yzeT ciaboii.
M3-3a Toro, 4To O0T6GOp II0 KaKI0U 13
ajleel NpoTeKaeT MENJIEHHO, II0-
JIUTeHHBble aJanTallud He BCIJIbI-
ByT B HCCJEJOBAHHUAX IeHOMa Kak
KJIACCUYECKUU NpUMep BIUAHUA Ha-
npaijieHHOro otbopa. IlosaTomy cy-
IIECTBYET BEPOATHOCTBH, YTO OTHO-
CHUTEJIbHO HEJaBHO I'€HOM YeJIOBEeKa
peTepIes ropasao 6oJIblne aJlalTUB-
HBIX U3MEHEHU!, YeM MOT'yT HJIEHTH-
dunmpoBaTh HCCIEJOBATENN, MPO-
Bepssd T€HOM Ha OOBIYHBIE MapKepBHI.

Bce ewe agonoumoHupyem?
[Ipogon:xaeTca AU IBOJIOLUA Ye-
JIOBEKA ceddyac — BOIIPOC CJIOKHBIH,
IOCKOJIbKY JOBOJIbHO TPYJHO 3aMe-
TUTb JEWCTBUE €CTECTBEHHOIO OT-
6opa Ha COBPEMEHHYIO IONYJIAIHIO.
OpHako mpeAcTaBUTh cebe MpU3HA-
KM, KOTOPBbIE MOT'YT OKa3aThCsA 00 bEeK-
TaMM BO3/eHCTBHA oTOOpa, OBOJb-
HO Jerko. MHeknnoHHble 3a6olie-
BaHUua Bpoge CIIVM [ a mo-npemHEMY
OPOJOTKAT COKpallaTh YHCJIEH-
HOCTb HONYJAINY YeJOBEKa B COBpe-
MEHHOM Mupe. BapuaHThI reHOB, o6e-
CIIEYNBAIONUX HEKOTOPYIO yCTOWYH-
BOCTH K 3a60JIeBAHHUIO, CKOpEe BCETO
OKaKyTCA TEMU aJlJIeJIAMU, Ha KOTO-
pble HampaBJIeH ABHIKYIIUNA oTOOD,
T.K. HOCHUTEJIM 9TUX aJljesiell, Bepo-
SITHO, OCTaBAT ropasio GoJblle CIo-
COGHOTO K PEeIpoayKIIMU IIOTOMCTBA,
YeM Te, KTO UX JIUIIeH. BapuaHT reHa,
o6ecrevyrBaoIIUi 3alUTy OT TPexX-
JHEBHOU (pOpMBI MAJIAPUHU, YiKE pac-
IPOCTPAHUJICA BO MHOTHX MOIIYJISA-

nuax Adpuru K rory or Caxapsl.
Tak:ke U ajleau, 3aliUIIAIIHE OT
BUY, 3a cOTHHU J€eT MOTyT pacopo-
CTPAHUTHCHA 110 TOH Ke TEPPUTOPUH,
ecJii BUpyC Bce ellle 6y/IeT yIrpoxKaTh
HaceJeHHUI0, a TeH OyJeT MOo-IIpek-
HeMy obecnedyuBaTh yCTOWYUBOCTBH
K 9TOMy Bo3byauTesnro. Ho mockosb-
Ky BHWY ToOmxe 35BOJIIIUOHUPYET,
U ropasjo GweicTpee, 4eM JIOJH, TO
9Ty yrpo3y MBI CKOpee BCEro ycTpa-
HUM O6jarojgaps HOBOM TEXHOJOTUU
(B BUge BaKIUHBI), a HE B pe3yJbTa-
Te Je¥CcTBUSA ecTeCTBEHHOro oT6opa.

B coBpeMeHHOM MHpE€ 3a IepU-
O/l OT POKJEHHUS JI0 CTapOCTU T'ub-
HET OTHOCHUTEJIbHO HEMHOIO JIIOAEH,
noaToMy HamboJiee CHJIbHBIA IIpecc
€cTeCTBEHHOro oT6opa, BEpOSTHO,
NPUXOAUTCA HA PENpOJYyKTHUBHBIE
CIoco6GHOCTH MHJAMBUJOB. B mpun-
nune, J60M acHeKT IIJIOJOBUTO-
CTH WJIM PENPOAYKTHUBHOIO IOBEE-
HUS, HA KOTOPBIA BJIMAIOT I'€HETU-
Jeckue QaKTOpPbI, MOMKET OKa3aThbCsA
MUIIEHbIO JeHCTBUA €CTECTBEHHOTO
oT6opa. B 2009 r. Credpan CtupHc
(Stephen C. Stearns) ua Menbckoro
YHUBEPCHUTETA M €ro KOJIJIETu OIly-
6ankoBanm B Proceedings of the
National Academy of Sciences USA
pa6oTy, B KOTOPO OHU ONUCHIBAJIH
LIECTh Pa3JMYHBIX IPU3HAKOB, CBS-
3aHHBIX Y ¥KEHIIIUH C POCTOM U 60JIb-
LIM YHCJIOM JAeTeH, U 9TU IPU3HAKU
GBI T€HETUYECKHU JAeTEPMHUHUPO-
BaHBbI. MaTepu HECKOJIBKO GO0JIBIIETO
KoJWYecTBa JeTel, Kak oOHapyKU-
Jla TpyIIa y4eHbIX, OObIYHO HEMHO-
ro HUKE POCTOM U TOJIIIE, YeM CPEJI-
HAA KEHIUHA TOHN Ke IOIYyJIAIUU,
1 MeHoIlay3a y HHUX HacTyna-
CnenoBaTeabHO,
OKpy:Kalmasa cpeja
cAd HEUW3MEHHOM, 3TH IpPU3HAKH

€T TII03iKeE. eciau

OCTaAHET-

co BpeMeHeM OyAyT CTAHOBUTb-
ca Bce 0OoJsiee pacnpocTpaHEHHBI-
MH: IO IIpeJABapUTEJIbHON OIleH-
Ke, 3a JecAThb IIOKOJeHUHN (Mau 3a
200 ieT)
CTYIIJIEHUSA

cpegHUU BoO3pacT Ha-

MeHoIlay3bl BO3pac-
TeT Ha oauH roj. (Eme 6osee cre-
KyJAsITUBHAs UJes TIJaCUT, YTO
00’bEKTOM IKECTKoro orbopa cTa-
HET aJjljejib, BJIUSKNAasd Ha CeEK-
cyajJbHOE IIOBEJeHHEe, B TOM 4YHC-

JIE Ha HCIIOJIb3OBaHUE KOHTpPAaIEIl-
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THUBOB, XOTS HACKOJIBKO I'€HBI MOTYT
BJIUATH Ha IOJOOHBIA IIOBEAEHYE-
CKHUN KOMIIJIEKC — BOIIPOC CJIOMHBIM.)
HTakK, CKOPOCTh U3MEHEHUHA 00JIb-
IIMHCTBA OTJAEJbHBIX HIPU3HAKOB
CJIMIIIKOM MaJia 10 CPaBHEHUIO CO CKO-
POCTBIO M3MEHEHUs HAIIUX o0bIda-
€B, TEXHOJIOTUN U, KOHEYHO, HAIIETO
OKpYy:KEeHUA. A GOJNBIIMHCTBO ajall-
TUBHBIX U3MEHEHHN TpebOyloT cTa-
OMJIBHOCTU YCJIOBUU Ha NPOTAKEHUU
ThHICAYEJEeTHUI. JlyMaeTcs, 94TO U 4e-
pe3 5 THIC. €T OKPYKEHHE dYeIoBe-
ka OyJeT mo-IIpeskHeMy BecbMa pas-
HooGpa3HbIM. OJHAKO caMHu JIOIU
P OTCYTCTBUU IIHMPOKOMAacIITAG-
HOU IeHHOU MHKEHEePUU OCTaHyTCHA
no GoabIIed 9YacTH HEen3MEeHHBIMU.H
MepeBop: T.A. MutuHa
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I>xoHaTtaH lMputyapp (Jonathan K.
Pritchard) — npodbeccop Yukarckoro
yHMBepcuTeTa, rge OH npenogaer
reHeTVIKY YerlIoBEeKa, U UccrnenoBaress B
MenyumHekom nHeTUTyTe loBapaa Xeto3a.
OH 13y4aeT reHeTUHeCKOoe pasHoobpasmve
BHYTPW NONynsauui niogen n BHe ux, a
Takxe npoLecchl, 06yCrnoBnMBaroLLme
nopo6Hoe pasHoobpasme.
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