AL,
DOI: 10.17816/ecogen16230-35

[IONTOBPEMEHHbIE TEH-CPE[JOBbIE B3AMMOJEWCTBMA W FEHETUKA HAPYLLEHMIA
METABOJIM3MA B nonynauuax KOPEHHOro HACEJNIEHUS CEBEPO-BOCTOKA A3UK

© B.A. Mansapuyk

IKOJIOTHYECKAS TEHETHKA
YEJTOBEKA

OI'BYH «HHerutyr Grosornueckux npotsem Cesepa» JIO PAH, Maranan

Jas yumuposanus: Mansipuyk B.A. JloroBpeMeHHbie reH-CpeioBble B3aUMOIEHCTBHST W TeHeTHKA HaPyLIEHHH MeTabosIu3Ma B MOMYJISIIUSIX KOPEHHOTO
nacenenns Cerepo-Bocroka Asnn // Dkonoruueckas renetnka. — 2018, — T. 16. — Ne 2. — C. 30—35. doi: 10.17816/ecogen16230-35.

[Tocrynuna B penakuuio: 05.04.2018 [Tpunsrakneuaru: 14.06.2018

% [lpencrabnen 0630p ocoGeHHOCTEN MOMMMOPHHU3MA FeHOB JIMITHHOTO U YIJIEBOJAHOTO 0OMEHA B MOMYJIsLMAX KOPEHHOTO Hace-
siennst Cu6upu. Onucanbl HanGoJlee 3HAUMMBblE FeHETHUECKHe H3MEHEHHs! B TTOMYJISLUsIX KopeHHoro HaceJsiennst CeBepo-Bocroka
Asun (3cKMMOCOB, UyKuell M KOPSIKOB), CBSI3aHHblE C JOJIFOBPEMEHHOH ajantauuell K SKCTpeMasbHbIM YCJIOBHSIM TIPHPOLHON
cpelbl U 0COOEHHOCTAM JAHeTbl. HacTh reHeTHyecKol BapHaGesbHOCTH KOPEHHOIO HACEJIEHHSI TOrO0 pPerHoHa IpejcTaBjieHa
BapHaHTaMH MOJUMOPdU3MA, CBA3AHHBIMH C MeTabOoJHYeCKUMH 3a060JieBaHUAMH (HEILOCTATOYHOCTb KAPHUTHH Ma/JbMHTOMJI-
TpaHcepasbl 1A, maHKpeaTHueCKOH aMHJIa3bl, caxapasbl-M30MaJjbTasbl, Tperajasbl), KOTOpble BbI3BaHbI CMEHOH TPaIHLIMOH-
HOH 6eJIKOBO-JIMITHJIHOK JIMEThl HAa «EBPOMEHCKYI0» YIJIEBO/IHYI0. B COBPEMEHHDBIX YCJIOBHSX KpaiHE BaKHBIM TPEICTaBJISETCS
NpOBeJeHHEe HPOKOMACIITAGHOTO TeHeTHUECKOTO TeCTHPOBaHHsl KopeHHoro Hacesenusi Kpaiitero Cesepa.

% KuioueBble cioBa: reHeTHueckuil MoJMMOpGU3M; MOMYJISAIME YeJ0BEKa; aaanTHBHAs IBOJIOLMS; MeTabosuueckue 3adosie-
BaHust; Cubups.
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& A review of features of polymorphism of lipid and carbohydrate metabolism genes in aboriginal populations of Siberia is pre-
sented. The most significant genetic changes in aboriginal populations of Northeast Asia (Eskimos, Chukchi and Koryaks) are
described, related to long-term adaptation to extreme conditions of the natural environment and dietary characteristics. Part of the
genetic variability of aboriginal populations of this region is represented by polymorphisms associated with metabolic disorders
(deficiency of carnitine palmitoyltransferase 1A, pancreatic amylase, sucrase-isomaltase, trehalase) caused by the change of the
traditional protein-lipid diet to “European” carbohydrate one. In modern conditions, it is extremely important to perform large-scale
genetic testing of aboriginal populations of the Far North.
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BBEJEHUE

Kopentoe HacesieHue CeBepo-Bocrounoit Asuu npen-
CTaBJEHO HECKOJbKHMH 3THHUECKUMH TIpynnamu, cgop-
mupoBaBlinMucs Ha Kpaiinem CeBepe B pasHoe Bpems
U TO3TOMY HaXOIAUIMMUCSA Ha pa3HbIX Talax ajantaliiu
K CYypOBOMY KJIMMAaTy M OrpaHUYEHHOMY pecypcy IHIIH,
NpeocTaBJeHHOMy UM ceBepHOl npupopoil. Hanbosbiiee
BJIMATHHE 3KOJIOTHYECKHX CbaKTOpOB HUCTIbITAa/IM TIPEJAKH CO-
BPEMEHHbIX 5CKHUMOCOB, aJIeyTOB, '-lyK'—lQﬁl, KOPsIKOB U UTEJIb-
MeHOB, 3acesnBiine CeBepo-BocTok A3nu HECKOILKO ThICS -

yesieTHH Ha3ajl. DBEHbl, 3BEHKH U AKYTbl — OTHOCHTEJbHO
HeJaBHHE MepecesIeHLbl, MOABUBLIMECA HA TEPPUTOPHU
Kpaiihero CeBepa JiMlib MNATb-11€CTh CTOJIETHH HAa3al.
Mexy TeM, Mo JaHHBIM (PU3HOJIOT0-OMOXMMHUECKHX HC-
c/le/loBaHui, Bce KopeHHoe HacesieHne CeBepo-Boctou-
HOW A3uM oTaiMuaercsi OT GoJiee H0KHBIX CMOMPCKUX HAapO-
JIOB 0COOBIM <IOJIIPHBIM» THIIOM MeTab0J/M3Ma, KOTOPbIH
copMupoBasics Ha OCHOBE JIHTUIHO-OEJKOBOH JIHEThI
M XapaKTepuayeTcs MOBBIIIEHHON POJIbIO JIMITHIOB (OTHO-
CHUTEJILHO YIJIEBOJIOB) KaK MCTOUHMKA dHepruu [1]. Henas-

& dKo02UUHeCcKaAa ceHemuKka TOM 16

Ne2 2018 ISSN 1811-0932



HUMAN ECOLOGICAL GENETICS

31

HHE TEHETUYECKHE HCC/e/I0BaHus I0Ka3aJan, 4TO B IMpPO-
1ecce ajantaiyn Haubosee 3HaUNMble B (DyHKIIHOHATBHOM
OTHOILIEHWHW HU3MEHEHHsT TMPOU3OULJIM B TE€HOMAxX cCaMbIX
npeBHUX oburtateseli Kpaitnero CeBepa — 3CKHMOCOB,
uyKueil U KopskoB [2—9].

NEOULUNT KAPHUTUH NANTBMUTONNTPAHC®EPA3bI 1A
Y KOPEHHOI0 HACEJNIEHWUSl KPAMHEI0 CEBEPO-BOCTOKA
A3Un

[en CPTIA KoaupyeT KapHHTHH TaJbMUTOMJITPaHC)e-
pady 1A — omuH U3 KJOYeBbIX (DEPMEHTOB TpaHCMOpTa
B MHTOXOHJPHH KUPHBIX KHUCJIOT JUI MX TIOC/EIyIOLIero
Oera-okucaenus. McenenoBanus noaumMopgpu3mMa 3TOro
reHa MOJIy4YWsId OOJIBLIYIO TOMYJSIPHOCTL T0C/e 0OHapy-
»KeHust Bblcokoil (Gosiee 70 %) 4acTOThbl HYKJIEOTHIHOM
3amenbl G — A B Jjiokyce rs80356779 rena CPTIA y ame-
PHUKAHCKHX M TPeHNaHACKUX 3ckuMocoB [10—12]. ITa my-
Talksl, HasblBaeMas TaKKe «apKTHUECKOW», TPHUBOIUT
K AMHHOKHCJIOTHOH 3aMeHe MpPOJIMHA Ha JICHLUMH B IO3H-
unu 479 (P479L). Okazasoch, uro u Ha CeBepo-Boctoke
Asun vacrora Bapuanra rs80356779-A 10BOMBHO BBICOKA!
66 % — y KopsikoB, 56 % — y uykueii 1 30 % — y oxot-
cKUX 9BeHOB [6]. IToanep:kannio Takoil BBICOKOH YacCTOThI
BapuanTa rs80356779-A, kak Mmokasann HECKOJBbKO HecJle-
JIOBAHWH, cr1ocoOCTBYeT 0TOOP, CBS3aHHBIN, CKOpee BCEro,
C ajanrtauuerl K TPaJULHOHHON JIMeTe KOPEHHDIX KUTeJIeH
Kpaiinero Cesepa [2, 3]. Kak H3BeCTHO, OCHOBHBIMH MPO-
JIyKTAMH MUTaHUST SCKHMOCOB, a Tak:Ke OeperoBbIX YyKuel
¥ KOPSIKOB M3JpeBJjie ObIM MACO H XKHUP JIACTOHOTHX U KH-
ToB. [ToCKOJIbKY «apKTHuecKkasi» qMeTa cMellleHa B CTOpO-
HY TIOBBILIEHHOTO COJEPIKAHUS JIUMUAOB U OEJIKOB, TO ee
MCMOJIb30BAHUE COTIPOBOXKIAETCH BBICOKHM YPOBHEM KeETO-
reHesa, Tpu KOTOPOM OTCYTCTBYET HEOOXOAMMOCTh B BbICO-
KO aKTMBHOCTH (hepPMEHTOB MeTa00/M3Ma XKUPHbBIX KUCJIOT.
JleficTBuTE/IbHO, OMOXHMHUECKHE HCCEI0BAHNST TPOJAEMOH -
CTPUPOBAJIH, UTO aAMHHOKHCJIOTHas 3ameHa P479L npuso-
JIUT K CHYKEHHIO KAaTaJUTHUECKOH aKTHBHOCTH (hepMeHTa,
UTO BIOJIHE OMPABJAHHO B YCJOBUSIX HM30bITKA oMera-3
MOJIMHEHACHIIIIEHHBIX KUPHBIX KHCJIOT, KOTOpPbIMH Gora-
Ta TpajMLMOHHAsA JMeTa KOPEHHOTo HaceseHusi KpaiiHero
Cesepa [10]. Takum o6paszom, HocuTesn MyTauud P479L
B OOJIbIIEH CTEMEeHH 3alIMLIEHbl OT YPE3MEPHO BBICOKHX
YPOBHEH OKHCJIEHUS KUPHBIX KHCJIOT W KETOTeHe3a B yCJIo-
BUSIX MOCTOSIHHON «KeToreHHOH aueTh» [ 13]. Bmecte ¢ Tem
MpH HAJMUUK TIOCTOSHHOTO Jle(pUIMTa YIJIEBOJIOB B THIIE
TAKOTO pojJia TPajULMOHHASA JHeTa CeBepHbIX abOpPUreHOB
BIOJIHE TI03BOJIsIA TMOJIYUaTh HEOOXOAUMYIO IS TOIEP-
JKAHUS XKM3HU SHEPTHI0 M3 JIMMUAOB U OesikoB. OnHAaKo,
HECMOTPS Ha KUPHYIO MMHIILY, B CbIBOPOTKE KPOBH TIpe-
CTaBUTEJICH THX HAPOJOB HAOJIONAIOTCA JOBOJLHO HU3KHE
YPOBHHU XoJjiecTepuHa u jununos [11, 12]. dro, no-Buu-
MOMY, CBHJIETEJILCTBYET O TOM, UTO B 3BOJIOIUH KOPEHHBIX
HaponoB Kpaitnero CeBepa BaykHYIO pOJib UTPan COMPsi-
JKEHHbIE TIPOLleCChl aanTalli K JIUeTe W IKCTPEMAJbHbIM
(hakTopam cpefibl, UTO MO3BOJIUJIO BbIpaGoTaTh ONTHMAJb-

Hble MEXaHM3Mbl TEPMOPETYJISALMK W JIMIHAHOTO OoOMeHa
B CYpOBbIX yca0BUAX ApkTHKM 1 CyGapKTHKH.

B coBpeMeHHBIX YC/OBHUSAX, OJHAKO, TpaJAHIIHOHHAS
auera KopeHHbIX HaponoB Kpafinero Cepepa okasanach
B 3HAYMTEJNBHOH Mepe HapyUleHHOH — OHa XOTd M 0as3u-
pyeTcst Ha MPOAYKTaX MOPCKOTO MPOMBIC/IA U OJIEHEBOACT-
Ba, HO 3HAYNTEJLHO OOEIHEHA 10 COCTaBy M He cOaJlaHCH-
poBaHa [14]. TTosiBsieHue B nuile GOJBLIOTO KOJHYECTBA
YIJIEBOJIOB MPUBEJIO K OECNOJIE3HOCTH «apKTHUECKOH» 3a-
menbsl P479L. Bosee Toro, sra aMHHOKHMCJOTHAsT 3aMeHa
crasa BpEIHOH, TOCKOJBKY CPeIH aMepHUKaHCKHX 3CKH-
MOCOB — HOCHTEJICH «apKTUYECKOW» MyTallUH B TOMO-
3UTOTHOM COCTOSTHUM — BBISIBJIEHBl CJIydan 3a6oJeBa-
HUH, cBsi3aHHBIX ¢ Aeduuutom depmenta CPTIA n, xak
CJIEJICTBHE, C TMIIOKETOHHON THIOIVIMKEMHUEH U CHHIPOMOM
BHe3arnHoi netckoit ecmeptu [10]. Kpome storo, Hocutenu
«apkruueckoro» Bapuanra rena CPTIA nmenun 66/blIyio
MpeapacnoioKEHHOCTh K GaKTepHaJbHbIM  MH(PEKIUAM
PeCnUpaTOPHOTO TpaKTa, OXKHUPEHHIO, A1abeTy 2-ro Tuma,
CTeaTorenarosdy M OCJ0KHEHHOMY TeueHHIO OepeMeHHO-
cti [ 15]. Takum o6pasom, a/s AeTeil KOPEHHOTO HaceJeHHs
Kpatinero CeBepo-Bocroka Asuu B ponostenne k obue-
POCCUIACKOMY CTaHAAPTHOMY Habopy OOJIe3HEeH HeoHaTaJlb-
HOTO CKPHUHHMHra HeoOXxoiuMo o0si3aTesibHoe o0ciel0BaHue
Ha namune CPTIA-neduunra — BhIsIBIEHHE HYKIEOTH-
Ho#t 3amenbl G — A B Jiokyce rs80356779 rena CPTIA.
[Ipu oGHapy»KeHHH FOMO3UTOTHOTO HOCHTEJbCTBA YKa3aH-
Hoil MyTauuu (reHotun rs80356779-AA) peGeHKy n0J/KeH
ObITb YCTAHOBJIEH JHArHO3 «BpoXKIeHHbIH JepUIUT Kap-
HUTHH nasbMuTOUNTpancdepasdsl 1A tuna». Cihemyer ot-
METHUTB, UTO MPOBEJIEHHBIE PaHee HCCe0BAHNS MOKa3amH,
UTO TOMO3HIOTHbBIE 110 «aPKTHUECKON» MyTallid TEHOTHITbI
BeTpeyaotest ¢ yactotoit 47 % y kopsikos, 33 % y uyk-
ueill U 8 % Yy OXOTCKUX 9BEHOB [6]. ¥ 3CKMMOCOB roMO3M-
FOTHBIE TEHOTHIBI BbisiBAEHbI ¢ yactotamu ot 40 10 70 %
B pasjuuHblX nonynasuuax Anscku, Kauamsl u [pennan-
quu [10—12]. Mexy TeM, yuuTbiBasi BaXKHOCTb TOH My-
TallK, HEOOXOJAUMO CYIIECTBEHHO pACUIMPUTh pPa3Mepbl
BHIGOPOK 00C/EI0BAHHBIX HHAMBUIYYMOB H3 PA3JHUHbIX M0-
nyAsiuui KopeHHoro Hacesenusst CeBepo-Bocrounoit Asun.

Mmetolinecs Ha JaHHbI MOMEHT JIaHHblE MO3BOJISIOT
CUMTaTh, UTO «apkrhueckas» myrauus reHa CPTIA pac-
MpocTpaHsach Cpeil KOPEHHOro HacesjeHus ApkTuue-
CKOTO PErHoHa Kak MHHHUMYM Ha TIPOTSPKEHHH TOCJEIHHX
ueTblpex ThicsueetHit [3]. CornacHo naseoreHoOMHbIM JaH-
HbIM, «apKTHUeCKasi» MyTallisi OTCYTCTBOBaJa y TIpeCcTa-
BUTeJIel nosHero naseosuta Cubupu (crosiika Maubra,
24 toic. jiet Hazan) [16] u kyabrypel KimoBue u3 3anamHoit
Mouranbl (12,6 Toic. Jer Hazan) [17], oxHako oHa Oblia
obHapyKeHa B TeT€PO3UTOTHOM BHJIE B FeHOMeE Maje03CKH-
Moca — MpeJcTaBuTesIs Ky abTypbl Cakkak u3 Ipensaninu
(4 toic. net naszan) [ 18]. C uacroroit npumepno 50 % «ap-
KTHYecKuil» Bapuant rena CPTIA BbIsiBJeH y KaHaACKHX
¥ TPEHJAHJCKHX 3CKUMOCOB, MPEJICTABJSAIIMX JIPEeBHE-
CKUMOCCKYI0 KyJibTypy lopceT (Hauaso I Thic. 10 H. 3. —
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Hauaso Il Teic. H. 3.) [18]. Takum 06pasom, MUHUMAJILHbIN
BO3PACT «aPKTHUECKOH» MyTallid COCTABJSET MPUMEPHO
4 teic. neT. MexXy TeM pesyJbTaThl MOJEKYJspHOro Ja-
TUPOBAHUSA TMOKA3aJu HAMHOTro 0oJjiee IMPOKHIH J1anasoH
BpeMeHH BO3HUKHOBEHUS 9TOH MyTallid — OT 3 J10 23 ThIC.
qiet [3].

[penronaraercsi, 4To pacnpoCTPAHEHHIO € APKTHUECKOH»
MyTal¥ B TIOMYJISILUAX KOpeHHoro HacesieHnst CeBepo-Boc-
TOUHOH A3MM COCOOCTBOBAJIH MTPOLECCHI PACIIHPEHHST SCKHU-
MOCCKOH KYJIKTYPbl MOPCKOTO 3BepOGOHHOTO Mpombicia [6].
B nosib3y 3TOro npeanosioxKeHusi CBUAETEILCTBYIOT HEKOTO-
pble HOBbIE JIAHHbIE, TIOJyUeHHbIE TIPH UCCIIEN0BAHUH TIOMYJIs1-
uuit Cubupu u Jlanshero Bocroka. Tak, Hapsiny ¢ BBICOKMMH
YacToTaMH «apKTHueckoro» BapuaHta rea CPTIA B nomny-
JISIIIUAX 9CKUMOCOB, UyKueH W KOPSKOB, CJydyan TOH MyTa-
LMK ObLIM 3aperMCTPUPOBaHbl ¢ 4acTotoli 1 % y 9BEHKOB
Slkytun [6] u ¢ uacroroit 0,9 % y A0JraHO-HraHACAHCKOIO
Hacesienus Tawimbipa [19]. HenaBHo sTa ke myrauus Oblia
obHapyxena ¢ yactotoil 10,3 % y HaHafileB NpOBUHIMH
XounynussH (Ceepo-Bocrounbiii Kutait) [20]. B cocennnx
MOMYJISALUSAX JIAYPOB, MaHbUKYPOB H 3BEHKOB, a TAKKE Y KO-
peiilleB, MOHTOJIOB U KUTAHLEB MPOBUHLMH XIHAMYHIZSIH 3T
MyTallsi OTCyTCTBOBasa. [IpucyTcTBHE ¢ HH3KOH 4acTOTOH
BapuaHra rs80356779-A y kopeHHoro HacejieHusi Tafimbipa
MOXKET OOBACHATHCH MUTPALMSAMH JIPEBHUX 3CKMMOCOB Jia-
Jieko Ha 3amaa Apkruueckoro noGepexkbst. Tak, corjacHo
apXeoJIOTHUECKUM JIaHHBIM, Pe3yJibTaThl aHa/lu3a HHBEHTA-
ps cTosiHKM MariMeue Mo3BOJIAIOT MpenoaraTh, UTo MpH-
MEPHO 3 ThIC. JIeT Hasaj Ha TaliMblp MPOHUKAIH TPYMIbI
MOPCKHMX OXOTHHKOB M3 Bepunromopsst [21]. Conpsoxennast
C pacrpocTpaHeHHeM MOpPCKOrO 3BepOOOIHOTO MPOMBICIA
ICKHUMOCCKAsl SKCMAHCHST C CeBepa Ha 10T BAOJb MOGepesKbst
OxoTckoro Mopsl TakKe HEOJHOKPATHO OTMedasach apxe-
onoramu [22, 23]. CorylacHO JIMHIBUCTUUECKUM JIaHHbBIM,
9CKUMOCCKHH A3BIKOBOH CyOCTPAT MPOCJIEIKUBACTCA B A3bIKAX
MHorux HaponoB [Ipuoxotbsi, Caxasmmna u [Tpuamypbs [24].
Takum 06pa3om, TMPUCYTCTBHE <«aPKTHUECKOH» MyTallH
reva CPTIA y HaHaWleB MOXKET OObSICHSATbCS JaJbHUMH
MHUIpaLUsSIMU IPEBHUX 3CKUMOCOB Ha tor JlasbHero Bocrtoka.
OnHaKO BO3MOXKHbBI M JIDYTHE TPAKTOBKH, MOCKOJIbKY cama
npo6JeMa BO3HUKHOBEHHS W pACIpPOCTPAHEHHS MOPCKOro
TPOMBIC/IA JIACTOHOTHX ellle IJIyGOKO He H3yueHa W HyKna-
eTcsl B JlaJibHEHIINX HccaenoBanusx [25]. B reHernueckom
OTHOILIEHUH, KOHEUHO, HEOOXOMUMO TPOBECTH CKPHUHUHT
nojumopduama Jokyca rs80356779 rena CPTIA B nony-
JISILIUAX COBPEMEHHOTO W JIpeBHEro HaceseHusi [lpuamypbs
u IIpuMopbsi, MOCKOJIbKY He HMCKJOUEHO, UTO pacnpocTpa-
HEHHE «apPKTHUECKOH» MyTallMd He OrpaHHYHBAETCS OTHHMH
JIMIIb HaHAHUAMU U3 X3UJyHII3sHA.

HAPYLIEHWA YINEBOAHOr0 OBMEHA B nonynauuax
KOPEHHOI0 HACENEHWUSA KPAHEI0 CEBEPO-BOCTOKA
A31N

JlosroBpeMeHHbIH J1eDUIIMT YrIeBOIOB B pallHOHAaX TH-
Tanusi KopenHoro Hacenenusi Kpaiinero CeBepa mnpuseds

K BBICOKOH PACrpOCTPaHEHHOCTH HEKOTOPbIX BapHAHTOB
reHeTHdyeckoro nosumopduama. OfvH U3 TPUMEPOB —
9TO BBICOKAsi pACMpPOCTPAHEHHOCTb CPEIH T'PEHJIAHICKHX
5¢cknMocoB (10 20 %) HyKICOTHIHON 3aMeHbl B JIOKyCe
rs61736969 rena TBCI1D4 [26, 27]. Dra myrauus npuso-
JIUT K 3aMeHe apruHMHa B TO3WLKMH 684 HA TepMHUHHPYIO-
it KonoH (3ameHa R648Ter). B peaynbrate sT10i MyTalyu
3HAUUTENILHO TOHWXKAETCA KOHIEHTpAlUS TMePeHOCUHKa
raoko3bl GLUT4, HeoGxomumoro Jyisi TpaHCTopTa IJIo-
KO3bl M3 KPOBH B MbILIEUHYIO U »KHPOBYIO TKaHb. B utore
y HocuTesielt BapuaHTa 648Ter MoxeT pasBuBaThCs caxap-
Hblll 1nabet 2-ro Tuna. [1o Bece# BUIMMOCTH, 3TOT BapHaHT
noJMMoOp(GU3Ma MOJyUHsl HIKPOKYH0 PaCpOCTPAHEHHOCTD
cpemy 3CKUMOCOB [peHJaHIuu B pesysbTaTe anantailiu
K TPaAUIMOHHON JIMNUIHO-06eaKoBOl auete [27]. OpnHako
MPU TIEPEXOAe K COBPEMEHHOH JaueTe, OOratod yrieBojia-
MH, 3CKHUMOCHI YK€ He MOTYT CIpaBJsATbCH ¢ M3OBITKOM
TJIIOKO3bl B KPOBM M3-332 OTCYTCTBUSI HEOOXOIUMBIX /IS
9TOTO KOHLEHTpALMH TPaHCOPTEPOB TIOKO3bl. HeoOxo-
JIUMO OTMETHTb, UTO B JIPYrHX MOMYJSAIMSAX MHpa yacToTa
3amenbl R648Ter B siokyce rs61736969 rena TBCID4
KpaliHe Ma/ja — eJIMHUYHbIe CcJydyan ObIM OTMEYEHbI
B EBpone, Bocrounoit Asun n Jlatunckoit Amepuke (ua-
crota 0,0025 %, no gaunbiM Gaswl ExAC (http://exac.
broadinstitute.org)). Ananns umerolMXcs B HAllIEM PacCrio-
PSPKEHHU T'eHETHYECKHUX JIAHHBIX MOKa3a/j OTCYTCTBHE 3ITOM
MyTallMd Ccpei KopeHHoro Hacesnenuss CeBepo-Boctoka
Asun n Cubupu B 1es0M.

Mexxity TeM B MOTYJIALUAX KOPEeHHBIX KuTeser CeBepo-
BocTtoka Asuu moJIydnsid BBICOKYIO pacCrpOCTPAaHEHHOCTD
HEKOTOpble JIpyrHe BapHaHTbl T'€HETHYECKOTrO TOJMMOP-
¢usma. Tak, y 3CKHMOCOB, UyKuel U KOPSIKOB OOHApy»KeHa
MaKCHUMaJjlbHash 4acToTa JeJIelMH TeHa MaHKpeaTHuecKou
amunasbl AMY2A (uactora 52 %), HeoOXOAMMO# /151 pac-
LLIETJIEHUs] KpaxmaJia, a TakKxKe MHHUMAJIbHOE UMC/IO KOMUE
9TOrO IeHa B COYETAHHUH C MOHMKEHHON KOMMHHOCTDLIO MeHa
amunasbl cmonsl AMY T [5]. Y 25 % KopsikoB reH maHkpea-
THueckol amunassl AMY2A BooGlie OTCyTCTBYET, UTO MpH-
BOJIMT K MaHKpeaTHUeCKOH HeOCTaTOUHOCTH [D]. Bbicokas
pacnipoctpanentocts jaeneunn rena AMY2A na Cesepo-
Boctoke Asuu MoxkeT 0ObACHATHCS JePUIIMTOM KpaxmaJa
M JIMCaxapuioB B TPAUIIMOHHOM PallMOHE MUTAHUS KOPEH-
HOTO HaceJieHUst B MPOLILIOM, MOCKOJbKY Je(HIHT yrie-
BOJIHBIX CyOCTPATOB BIOJIHE MOT MPHUBECTH K 0caabJ/eHHIo
or6opa npotus aeseuuu rena AMY2A [5].

Jleuytom osMrocaxapuuioB MOKHO OObSCHUTb H Bbl-
COKYIO PaCrpOCTPaHEHHOCTb CPElM KOPEHHOTO HacCeseHHs
Kpaiinero CeBepa A3un U AMepuKY JieJIellHH JHHYKI€O0TH-
na AG B qokyce rs781470490 rena caxapasbl-M3oMasbTasbl
(rena S/). Tak, y KaHAJICKHX 9CKMMOCOB 4acTOTa 3TOH JieJie-
uuu cocrapaster 17 % [28], y sckumocos Ipennanmuun —
39 % [9]. Tlo wawwum nanHbiM, uyactota aeneiun AG
B JIoKyce 15781470490 y uykueii cocraisier 14,3 %, y Ko-
psikoB — 7,3 % My 0XOTCKHMX 3BeHoB — 3,5 % [7]. Mex-
Jly TeM B JIPyruX MOMyJsIMSAX MHpa pacripocTPaHeHHOCTD
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3100 jenennn Kpaiine mana — Beero 0,0008 % cornacHo
JandbiM 6asbl EXAC. [lesieuust B Jiokyce r1s781470490
reHa S/ TIPUBOJUT K MPEXKAEBPEMEHHOH TEPMHUHALMH CHH-
Te3a caxapasbl-M30MasbTasbl U, KaK CeJCTBHE, K TOJHOMY
OTCYTCTBHIO 3TOTO pepMeHTa. Y HOCHTeJell 3TOTO reHeTH-
YeCKOro BapHaHTa PA3BHBAETCSl HEJOCTATOUHOCTb caxapa-
3bl-H30MaJIbTa3bI.

Eme omuH M3 MasoycBaBaeMbIX KOpPEeHHBIM Hacese-
nuem Kpafinero CeBepa amcaxapuaoB — Tperanosa, Ko-
TOpasi COACPXKUTCS B BBHICIUMX rpudax, JMIIAHHHKAX, BO-
JIOPOCJIAX M HEKOTOPbIX BbICIINX pacTeHusx. depmeHTOM,
paclIensioUIUM Tperasoay, sIBJseTcs Tperanasa, Komupy-
emasi renom TREH. Cornacto couke A.M. Koasnosa [29],
10,5 % kopenHoro HaceneHusi ApKTHKH He yCBauBarOT
Tperanogy, B TO BpeMsl KaK Cpeiu eBporelleB ee Heyc-
BaUBAEMOCThL COCTaBJsieT MeHee 2 %. M3BecTHo, uTo cpe-
qn xopennoro Hacesenusi Kpafinero Cepepa cylecTByer
TPaJMLKSA He MPUHUMATD B THILY IPUObBI, YTO MOMKET ObITh
CBfI3aHO ¢ JAe(UUUTOM (EPMEHTOB, METAaOOJU3UPYIOLIHX
Tperanogy. JleficTBUTENBbHO, TeHeTHUECKHe HCCIe0BAHMUS
TMoKaaaJsu, 4to y KopeHHoro Hacenenust CeBepo-Bocrounoft
Asun (5CKMMOCOB, UyKuell W KOPSKOB) HabJjiojaloTes ca-
Mbl€ BBICOKHE CPelN CHOMPCKHX MOMYJISILHIT YaCTOTHI (OKO-
10 60 %) renernyeckoro Bapuanta (amnens rs2276064-A
rena TREH), KOTOpbIl accolluupyeTcst ¢ caMoil HU3KOH aK-
THBHOCTBIO TperaJasbl [8]. YBesJMUeHHI0 YaCcTOThl HU3KOAK-
THBHOH Tperasnasel B momysuusx Cesepo-Bocroka Asum
MOT' ¢noco6CTBOBATh Jpeii) TeHOB, ACHCTBYIOIIMH B MOMY-
JISILUSIX Maqolt 9(h(eKTHBHOH unucaeHHoCTH. BmecTe ¢ Tem
He HCKJIOUEHO, UTO HCKYCCTBEHHO BBI3BAHHBINH AE(UIMT
Tperaso3sl B MHIle KOpeHHbIX HapoaoB Kpaitnero Cesepa
(BCJIeACTBYE TPAIMIMK OTKa3a OT IPUOOB) TAKXKe MOT CTaTh
MPUUMHON YBEJHUEHUS YaCTOThl HUBKOAKTHBHOM Tperasasbl
TPH YCJOBHH, UTO 3Ta TPAIULHUS CYLIECTBYeT y aGOPUreHOB
Kpatinero CeBepa Ha MpOTSKEHUH MHOTHX MOKOJIEHHH.

B nenom xe ciemyeT OTMETHTb, YTO JIOJTOBPEMEHHbIH
Je(ULUT YIIEeBOJOB B TPAAMLMOHHOH JHeTe KOPEHHOTo
Hacesienusi CeBepo-Bocroka Asuu, BeposiTHee Bcero, crai
MPUYHHON OcsabyieHuss 0TOOpa MPOTHB TeX NeHETHUECKHX
BAPHAHTOB, KOTOpPble MPUBOJAT K Ae(MHULHUTY (epMEHTOB
yraeBosiHoro obmena (kak, Hanpumep, B renax AMY2A, S/
1 TREH). Bbicokoli pacnpocTpaHeHHOCTH HHIUBHUIOB, KO-
TOpble He MOTYT YCBaWBATh T€ WJIH HHbIE YTJIEBOJbI, TAKKE
MOT coco6CTBOBATh U Ipeii reHoB, 3(hheKT KOTOPOro Ha-
MHOTO CHJIbHEE B H30JIMPOBAHHBIX H MAJIOUMCIEHHBIX TOMY-
JISIMSX, K KAKOBBIM OTHOCATCS MOTMYJISIIIMH KOPEHHOTO Ha-
cenennsi Ceepo-Bocroka Asun [3]. Mexy Tem aepuuuT
(hepmMeHTOB, MeTabOIN3UPYIOLINX AUCAXAPHIbI, CTAHOBUTCS
npo6JieMoi Jisl 31I0pOBbsl KopeHHoro Hacesenust Kpaitte-
ro CeBepa JiMIIb B Hallle BpeMsl — MO Mepe HM3MeHeHHs]
JMeThbl KOpeHHbIX »kuTesell CeBepa 3a CUeT TMPOLYKTOB, CO-
JleprKalluX caxapoay, JaKTo3y, Tperaaosy u T. 1. DTo MpH-
BOAUT K HeGJIaronpHsITHBIM TMOCAEACTBHIM JUISl 370POBbS
KOPEHHBIX CEBEPSIH: MOBBIIAETCH PUCK PA3BUTHS OXKHpE-
HUSI, METa0OMHIECKUX M CEPeYHO-COCYUCTLIX 3a00JeBa-

nui [30—32]. [ToaTOoMy B COBpPEMEHHBIX YCJOBUSX KpakHe
BaKHbIM TPEACTaBJISICTCsA TIPOBECACHUE mnpoxomacmm@
HOIO I'€HeTHYEeCKOr0 TeCTHPOBAHUSI KOPEHHOIO HaceJeHHs
Kpaiihero CeBepa, uTo HEOOXOMMMO JUIsi BBISIBJEHUS HH-
JUBUIOB C HacCJeJICTBEHHbBIMH ILQCpQKTaMI/I '€HOB C LeJIblo
MOC/eyIOLed AHETHUECKOH KOPPEKLHH MeTaboJHYeCKHX
HapyLuel-mfI, BbI3BAHHBLIX T€HHBIMHW MYTalUsAMH. Takue mnpe-
JyTpeTe/IbHble Mepbl OyIyT CocoO6CTBOBATL COXPAHEHHIO
310POBbSI KOPEHHBIX CEBEPSIH.
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