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MNOJIMMOP®U3M FrEHA )
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ACCOLMMPOBAHHON CEPUHOBOW MPOTEA3bI
(MASP2) Y KOPEHHbIX nonynsuumn
POCCUNCKUX APKTUMECKUX TEPPUTOPUN

M.B. CmoabHukoBa, M.A. Maaunuuk, C.JO. Tepemenko

HHUHU meduyunckux npobaem Cesepa — obocobaennoe noopasdenenue PIbHY QUL Kpacnospckuii nayunblii yenmp
Cubupckoeo omoenenuss PAH, e. Kpacnospck, Poccus

Pe3iome. MaHHO30CBSI3bIBAIOIINE JICKTHMH-aCCOIIMMPOBAHHbBIE ceprHOBBIe TpoTea3sl (MASP) sBasioTcsS omHUMU
13 KJTI0UYEBBIX YYaCTHUKOB JIEKTUHOBOTO IyTH (lectin pathway, LP) aktuBanuu komriementa. MASP-2 Hanbomnee us-
yueHa cpeau (epMEHTOB, CIIOCOOHBIX aKTHBUPOBATh KaK MaHHO30CBI3bIBAOIINI JeKTUH (mannose-binding lectin,
MBL), Tak 1 GUKOJMHBI — MMaTTepH-paclo3HaoIIe 0cTpoda3oBbie OEKM, YUYACTBYIOLIHUE B SIMMHUHALINY TTATOTEH-
HBIX MUKPOOpPraHu3MoB mocpenctBoM LP aktuBaumm kommiemeHnTa. ['en MASP2 umeeT psa myTauuii, HaubOosee
3HaYMMOM sBaseTcs myTarus rs72550870 (p.D120G), B romosurotHom coctossHuu (GG) oHa accourmupoBaHa ¢ BpOX-
JIeHHBIM AeduntToM MASP-2 1 xapakTepu3yeTcs MOJTHBIM OTCYTCTBUEM ChIBOPOTOYHOM aKTMBHOCTH IIPOTEA3Hl, TPHU-
BOJISI K HAPYIIIEHUIO CBS3BIBAHUS C IEKTUHAMU. DTO CIIOCOOCTBYET TSKEIOMY TEUCHHU 0 MH(MEKIIMOHHBIX 3a00J1eBaHU I
C BBICOKMM PHCKOM HeOIaronpusaTHOro ucxonaa. Yacrora reHOTUIIOB M TallJIOTUIIOB MOJUMOp(pu3MoB B reHe MASP2
MMeeT 3HAYMTEeIbHbIC MONMYISIMOHHBIE pa3anuns. K HacTosIeMy BpeMeH! JaHHBIE OTHOCUTEIBHO pacipeaeacHu s
reHOTUIoB reHa MASP2 B KOPEHHBIX TOMYJISALUSIX POCCUIACKUX apKTUUSCKMX PETMOHOB OTCYTCTBYIOT. Llebio nccie-
JOBAHUS CTAJIO U3YUYECHME YACTOTHI M STHUUECKOM CIelIMUKY pacipeaeieH U alIebHBIX BApHAaHTOB IOJUMOpGhU3Ma
reHa MASP2 rs72550870 B monynsiusax Taiimeipckoro Jonrano-Henerkoro okpyra KpacHosipckoro Kpast (HEHIIBI,
JOJTaHbl, HraHacaHbl) 1 Topona KpacHospcka (pycckue). ['eHoTunupoBanne MASP2 ocyliecTBACHO TPU TIOMOIIM
Metona [P B pexxume peanbHoro BpemeHu. Yactora BcrpeyaeMocT reHoTuna AG, acCOIIMMPOBAHHOTO ¢ HU3KOM
KoHLeHTpauueir MASP-2, coctaBuina 6,6% 1is pycCKMX HOBOPOXAEHHBIX BocTouHoit Cubupu. Y HOBOPOXICHHBIX
APKTUYCCKUX MOMYJSINI yacToTa reHoTurna AG Obla CTaTUCTUYSCKH 3HAYMMO HUXE, YeM Y PYCCKUX, U COCTaBUJIa
0,3% nns Henues 1 0,9% 11s1 HoJraH-HTaHACAH, YTO MPUOJIMKAETCS K 3HAYEHUSIM YaCTOT, BHISIBJICHHBIX [IJIST A3MaTCKUX
u abpukanckux nonyJjsiuuit (0%). He 66110 06HapyKeHO HY OAHOTO TOMO3UroTHOro reHotuna GG, accouuupoBaH-
HOTO ¢ BpOX IeHHBIM AeuiintToM MASP-2, B oopasiax JIHK oT HOBopoXIeHHBIX KOPEHHBIX OIS TaliMBbIPCKO-
ro lonraHo-Henetikoro paitona KpacHosipckoro kpast (HEHIIEB U I0JITaH-HTaHACaH) U eBporieon/ 0B I. KpacHosipcka.
Yacrora amnenbHoro BapuanTa G rs72550870 y pycckux coctaBuia 3,3%, 4To IpUOIMKEHO K 4aCTOTaM B €BPOIEHCKUX
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norynsiiusix mupa (4,0%), Torna Kak y KOpeHHBIX XUTeJeid ApKTruueckoro pervoHa coctasuia (0,5%. Ml ipenmnosara-
€M, 4YTO U30JJUPOBAHHBIE ADKTUYECKHE MOMYISIUY UCTOPUIECKHU MO3KE CTOJKHYIUCH C HEKOTOPBIMU BHYTPUKJIETOU-
HBIMU UHGEKIUSIMY U, B OTIUYKE OT €BPONEOUTHBIX MOMYISIUIA, COXpaHUIU CHOPMUPOBAHHYIO HA PAHHUX 3Tamax
SBOJIIOIIMU YETOBEKA BBICOKYIO aKTMBHOCTh JIEKTUHOBOTO MyTU aKTUBAIIMU KOMITJIEMEHTA.

Karoueesvte caosa: MASP2, noaumopgpusm, HosopodcdenHoie, Poccus, apxmuueckue nonyasyuu, 1eKmuHo8olil Nyms.

GENE POLYMORPHISM OF MANNOSE-BINDING LECTIN-ASSOCIATED SERINE PROTEASE
(MASP2) IN INDIGENOUS POPULATIONS OF THE RUSSIAN ARCTIC TERRITORIES
Smolnikova M.V., Malinchik M.A., Tereschenko S.Yu.

Research Institute of Medical Problems of the North, Krasnoyarsk Scientific Center, Siberian Branch, Russian Academy
of Sciences, Krasnoyarsk, Russian Federation

Abstract. Mannose-binding lectin-associated serine proteases (MASP) are among of the key components in the lectin
pathway (LP) of the complement activation. MASP-2 is the most studied agent among specific enzymes activating both
mannose-binding lectin (MBL) and ficolins, pattern-recognition proteins involved in the elimination of pathogenic mi-
croorganisms through LP complement activation. There are some mutations in MASP2, with the most significant identi-
fied as rs72550870 (p.D120G). The homozygous GG rs72550870 is associated with congenital MASP-2 deficiency and
characterized by a total lack of serum protease activity, which leads to impaired binding to lectins. This, in turn, results
in severe course of infectious diseases with a high risk of adverse outcome. There seem to be some marked populational
differences in the genotype and haplotype prevalence in MASP2 gene polymorphisms. To date, no data are available on the
genotype distribution for the MASP2gene in the indigenous populations of the Russian Arctic regions. The aim of the work
was to study the prevalence and ethnic specificity in the distribution of allelic variants of MASP21s72550870 in the popula-
tions of the Taymyr Dolgan-Nenets District of the Krasnoyarsk Territory (Nenets, Dolgans, Nganasans) as well as the city
of Krasnoyarsk (Russians). MASP2genotyping was performed by using real-time PCR. The frequencies of the AG genotype
associated with low MASP-2 level was 6.6% for ethnic Russian newborns in the Eastern Siberia. The prevalence of the AG
genotype was significantly lower in newborns of the Arctic populations than in the Russians, being 0.3% and 0.9% for the
Nenets and the Dolgan-Nganasans, respectively, which is close to the prevalence values identified for Asian and African
populations (0%). No homozygous GG rs72550870 associated with congenital MASP-2 deficiency in newborns of the in-
digenous populations of the Taymyr Dolgan-Nenets region of Krasnoyarsk Territory (Nenets and Dolgan-Nganasans) and
ethnic Caucasian subjects of the Krasnoyarsk city was detected. The frequency of the rare allelic variant G rs72550870
in ethnic Russian subjects was 3.3%, being close to the frequencies in the European populations of the world (4.0%), whereas
it was 0.5% in the indigenous inhabitants of the Arctic Region. We have suggested that isolated Arctic populations encounter
some intracellular infections historically later and, as contrasted with Caucasoid populations, retained a high activity in the
lectin pathway of the complement activation established at the early stage of human evolution.

Key words: MASP2, polymorphism, newborns, Russia, arctic populations, lectin pathway.

BeepgeHue

BpoxaeHHbIe n1eeKThl CUCTEMbl KOMIJIEMEHTAa
B ITaTOTeHe3¢ pa3IMYHBIX 3a00JeBaHUT OT MH(pEK-
OUOHHBIX J0 ayTOMMMYHHBIX W KapauOMeTaboJIu-
YEeCKMX COCTaBJISIIOT He MeHee 5% obiiero yuciia
MEePBUYHBIX UMMYHOAC(UIIMTOB, a MHOTHE aCIIeK-
Thl MX PaclpOCTPAaHEHHOCTM U ITaTOreHe3a OcCTa-
oTcs HeuszydyeHHbIMU [7]. CucTteMa KOMITJIeMeHTa
SIBJISIETCSI JPEBHEMIIIMM KOMITOHEHTOM BPOXIEH-
HOro0 UMMYHUTETA, OCHOBHOI (PyHKIIMEl KOTOPO-
ro SBASICTCS JUKBUIALIMS WH(MEKIIMOHHBIX areH-
TOB U COOCTBEHHBIX KJIETOK OpraHM3Ma YejIOBeKa.
Kpome Toro, mpoTerHBl KOMILJIEMEHTa CO3[aioT
CBSI3b MEXJy CHCTeMaMM BPOXIEHHOTO W anar-
TUBHOTO UMMYHHUTETA, oOecIiednBasi HOpMaJbHbIe
YCJIOBUS 17151 co3peBaHus U auddepeHumnanmum B-
n T-numdouuTton. [lmasMeHHBIE NMPOTEMHBI B3a-
UMOJICUCTBYIOT MeXAy cCO0O0il TpeMsl U3BECTHBIMU
OYyTSIMU: JEKTUHOBBIM (HamboJiee puaoreHeTuIecC-
KU APEBHUM), aJIbTePHATUBHBIM 1 KJIACCUICCKUM.

JIeKTUHBI — OOLIMIT TEPMUH MPOTEUHOB, HOp-
MUPYIOIIUX OTAEIbHOE CYNepceMeliCTBO PelernTo-

poB [3], CMOCOOHBIX K pacliO3HaBaHUIO M arperaiuu
MOJICKYJT OJIUTO- W TOJHCAXapUIHOU IIPUPOIHIL.
Cpenu BceX JEKTUHOB YHHMKAJIbHBIMU (DYHKIIHS-
Mu GHOPMUPOBAHUST KOMIUJIEKCOB C YIVIEBOAHBIMU
KOMIMOHEHTaMU MUKPOOHOI CTeHKU 00J1agatoT dhu-
KOJIMHBI M KOJUIEKTUHBI — MaHHO30CBSI3bIBAIOIIU A
JekTuH (mannose-binding lectin, MBL), neueHou-
HBIA M ITOYEUHBIN KOJJIEKTUHBI [26]. OGpa3zoBaHue
CJIOKHOTO KOMIIJICKCa: TTOJIMCaXapuIbl MUKPOOHOM
CTCHKU ~+ KOJIJIGKTUH/(UKOIUH ~+ crenuduydec-
kue npoteasbl (Mannose-binding lectin-Associated
Serine Protease: MASP-1, MASP-2 u MASP-3) npu-
BOJIUT K aKTUBALlMM JIEKTUMHOBOIO ITYTU CUCTEMBbI
KOMILJIEMEHTa, BOCHAJUTEIbHONH peakluu U 3JIu-
MuHauuu 6aktepun. depuuut unm aedekT Kako-
ro-1u60 u3 3BEHbEB TAKOIO KOMILIEKCA MPUBOIUT
K HapyHICHUIO 3alMIATHBIX (PYHKIINIA UMMYHHUTETA,
TMOBBIIIIACTCS MOABEPKEHHOCTH 3a00JICBAHUSIM.

Ha wmMMmyHonorndeckyioo (QyHKIIWIO JEKTUHOB
BIAUSIOT MYTAllMM B TIPOMOTOPHOM PETMOHE U B KO-
MU PYIOIIE YaCTU UX TeHOB, MOILYIUPYSI TPAHCKPUTI-
LIMOHHYIO aKTUBHOCTb UM U3MEHSIsSI KOHLEHTpPALIUIO
oenka. Tak, JOMMHAHTHbIE MyTallUM B 1 BK30HE
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reHa MBL, pacrnojioxeHHoro Ha 10 XpomMocome
(10q11.2-g21), mpuBOmAT K CHMXKEHHUIO CIIOCOOHO-
ctu MBL k oauromepusaliid M, COOTBETCTBEH-
HO, K CHMXCHHUIO €r0 KOHIIGHTpalMMW B ILIa3Me
1 (PYyHKILMOHAJIBbHON aKTUBHOCTU. [IJIT OLEeHKU
KJIVUHUYECKUX TIOCAEACTBUN TE€HETUUYECKU JeTep-
MUHMPOBAHHBIX pa3iuuuii B 3kKcrpeccuun MBL
ObLIIO MpeajoXkeHo BbiAeasATh MBL-nedumnTHbIE,
MBL-11poMeXyTOUuHbIE U BBICOKO 3KCIIPECCUPYIO-
mue MBL punnorunsl [12]. B uenom cuurtaercs,
yto 20—25% Bceli 4eloBEYECKON TOMYJISIIIUN STB-
Js0Tcsl  HocutTeasiMu  MBL-geMIMTHBIX —Trar-
JoturioB, a y 8—10% MBL B mja3sMe KpoBH OT-
CYTCTBYeT WJM KpaiiHe HHU30K [9]. BoJjblmHCTBO
MBL-1euuuTHBIX UTHAUBUAOB SIBJSIIOTCS B LIEJIOM
300POBBIMU. B TO Ke BpeMsl 3HAUUTEIBbHOE KOTMYe-
CTBO MCCJIEIOBaHUI MOKa3bIBAE€T, YTO T€HETUYECKU
NeTepMUHUPOBAHHBIN ypoBeHb MBL MoxeT Mmogu-
GbULIMPOBaTh PUCK BOSHUKHOBEHM S I KIMHUYECKHE
XapaKTePUCTUKN MHOTUX WH(PEKINOHHBIX 3a00J1e-
BaHWUIi, a HemoctaTouHocTh MBL cunTaercsa Hawu-
0oJiee YacThIM UMMYHOE(DUIIMTOM YeJIOBEeKa, UMe-
JOLIIM MHOXXECTBO KJIMHWYECKUX accouranuii [25].
IIpryem, Takoe BAMSIHUME MUMEET pa3HOHAITpaBJICH-
HBIII XapakTep. MHOTOUYMCIICHHBIC WCCICIOBAHUS
cBa3biBalOT Aepuuut MBL ¢ moBblllIeHHOI BOC-
OPUUMINBOCTBIO K pSIay MH(GEKINOHHBIX U ayToO-
MMMYHHBIX 3a00s1eBaHNi [5, 6]. BeIcokmnit ypoBeHb
MBL gBiisieTcs 3alIUTHBIM (DAKTOPOM B OTHOILLIEHU U
BO3HUKHOBEHUS U TSIKECTHM WMHQEKIINi, BbI3BaH-
HBIX WHKATICYJIMPOBAHHBIMU OaKTCPUSIMU, TIPEKIC
BCero y AeTeit paHHero Bo3pacta [2]. Tem He MeHee
ObLiIa BbICKa3aHa rMIoTe3a, YTO HOpMajbHbIe/BbICO-
Kue ypoBHU MBL MoryT nosbilaTh pUck MHPUILU-
POBaHUS U BOCIAJIMUTEIbHON peakIuM MpUu NHGpEK-
OUSIX, BBI3BAHHBIX HEKOTOPBIMM BHYTPHUKJICTOU-
HbBIMU Bo30Oynutensmu (Mycobacterium tuberculosis,
Mycoplasma pneumoniae, Chlamydophila pneumoniae
n nap.) [10]. CremoBaTeIbHO, HOCUTEIN HEKOTOPBIX
MBL-1eGuuMTHBIX rarjoTUIIOB MOTYT UMETh OITpe-
JIeJICHHOE KJIMHWYECKOE ITPEUMYIIEeCTBO IIPU 3THUX
BHYTPUKJIETOYHBIX UH(MEKIIUSIX.

DuKoIUHBI — JIEKTUH-PACIIO3HAIONINE MOJIe-
KYJIBI, CTPYKTYPHO U (DYHKIIMOHAJIHHO TOMOJIOT Y-
Hble MBL. Onucano Tpu Buga GukoanHoB: M-bu-
KOJIMH, Kogupytomuiicsa reHoM FCNI, L-dukonnu
(FCN2) nu H-dukonuH (FCN3). CtpykTypa puko-
JIMHOB OY€Hb I0XOXa Ha CTpyKTypy MBL u Tak-
Ke MMeeT JOMEH, aBUAHBIN K TeM K€ YIJICBOAHbBIM
KOMMOHEeHTaM Oaktepuii, yto 1 MBL. Onucanbl
NOAUMOPGMU3MBI MPOMOTOPHBIX U CTPYKTYPHBIX
PErMoHOB TeHOB (PUKOJIMHOB, OTBETCTBEHHBIE
3a MHOTOKpPaTHBIC pa3Iuyus B KOHIEHTPAILIUU
Oenka, a MOJHOE OTCYTCTBUE (PUKOIMHOB (HYJIe-
Bble IIJTa3MEHHBIC YpOBHM), B oTimume or MBL,
K HacTosleMy BpeMeHU He 3adUuKcCupoBaHO.
OmyOonMKOBaHHBIE  Pe3yJbTaThl  MCCICOOBAHUMI
CBSI3U KOHILIEHTPAllMM U MOJIMMOPGU3MOB T€HOB
(UKOJMHOB ¢ KaKUMU-JINOO 3a00JeBAHUSIMU He-
MHOro4YMcJeHHBI. [lolbckue ucciemoBaTein IO-
Kas3ajlu, 4YTO y JAeTel ¢ aToMuel C 4acThIMMU pec-

NHUPaTOPHBIMUA WHMEKINSIMU BBISBIISIIOTCS OoJjiee
HHU3KWE KOHIIeHTpauuun L-dpuKommHa B TIIa3zMe
KpoBu [8]. A. Mishra u coaBnT. [18] moka3aau, 4To
BBICOKME MJIa3MEeHHble YpOoBHU L-dukoauHa o06-
YCJIOBJIEHBI €TI0 HU3KOM (pyHKIIMOHAIbHOM CITOCO0-
HOCTBIO CBSI3bIBATh OAKTEPUIO M, COOTBETCTBEHHO,
MEHBIIICH CIIOCOOHOCTHIO HAaKaIlJIMBAThCS B odare
BocnajeHusi. Haubonee uzyuen ren FCN2, pac-
MOJIOXKEHHBIII B XpPOMOCOMHOII obmactu 9q34.3.
brla oOHapyKeHa CBSI3b MEXAY MOAUMOPGU3MOM
FCN2, moBblllIeHHBIMU ypoOBHSIMU L-dukonnHa
B IIJladMe€ UM BOCHPUMMUYMBOCTBIO K BUCLEpasIb-
HOMY JIEMIIIMaHUO3Yy, HIUCTOCOMO3Y, TernaTtuty B
u TyOepKyne3y [18].

TTomrumo MBL u (UKOIMHOB, OOHUM U3 KJIIO-
YEBBIX YYACTHUKOB JICKTMHOBOTO MYTH aKTUBAIIUU
KOMILJIEMEHTA SIBJISIETCSI CEMEMCTBO MAaHHO30CBSI-
3BIBAIOIINX JICKTUH-ACCOLIMMPOBAHHBIX CEPUHOBBIX
npotea3 (MASP). B cemerictBe MASP Obliu uaeH-
TudurpoBaHbl Tpu nporea3sl (MASP-1, MASP-2,
MASP-3) 1 aBa pOACTBEHHBLIX He(epMEeHTATHUB-
HbIX Oenka, MApl9 (sMAP) u MAp44 (MAPI).
HaubGonee wu3yyeHHON cpean cHeHUPUISCKUX
(EepMEHTOB, CNOCOOHBIX aKTUBUpPOBaTh Kak MBL,
TaK U (DUKOJUHEI, SIBASETCS IIpoTe3a 2 TUlla —
MASP-2. B pesynbrate aHanuza ypoBHss MASP-2
B IIJ1a3Me y JIOACH U3 pa3IMIHBIX A3THHUUYECKUX
TPYI ITOKa3aHO, YTO CAMBIM HU3KHM YPOBEHb ObLI
y adpuKaHIIeB, 32 KOTOPBIMU CJIEA0BAIN KUTAMUIIBI
u3 'OHKOHra, MHIEULbI U JaTyaHe €BpOIleOuHOMI
pacsl [25]. [TonrumopdHbIii reH MASP2 pacnojioxXeH
Ha xpoMocoMe 1p36.23-31, umeeT 12 3K30HOB U KO-
nupyet nBa 6enka, MASP-2 u MApl9. Haubonee
3HaUYnMMoOU MyTanmeit MASP2 aBusietcs rs72550870
(p.D120G), oHa NPUBOAUT K 3aMEHE acriapariHOBOI
KWCJIOTHI Ha TJIMIIMH, BCJIEACTBUE YeTO OeJIOK TepsieT
CITOCOOHOCTH aKTUBUPOBATh KOMITJICMEHT M3-3a He-
BO3MOXHOCTHU 00Pa30BbIBATH KOMILJIEKCHI C JIEKTH-
HaMH4, B yacTHOCcTU ¢ MBL. BpoxaneHHBbIi nepruint
MASP-2 o6GycnoBieH mytanueit rs72550870 B ro-
mo3uroTHoM coctosgsHUM (GG), xXapaKTepusyeTcs
MOJHBIM OTCYTCTBUEM CHIBOPOTOYHOU aKTUBHOCTU
npoTeashbl U IIPUBOIUT K HAPYIICHUIO CBSI3BIBAHUS
¢ MBL u ¢ pukonunamu [22, 24]. Bcero TpuHan-
aTh cjJydyaeB roMO3UTroTHOro HocuteiabcTBa GG
rs72550870 6b110 OTMCaHO B IUTEpAType C MOMEHTA
BBISIBJICHUSI TIEPBOTO CJly4asi, 3aperucTpUPOBaAaHHO-
roB 2003 . [22].

KnuHuyeckue TIpPOSIBACHUSI  CHMIXKEHUS/OT-
CYyTCTBUSI aKTUBHOCTM MASP-2 MoryTt Bapbupo-
BaThb OT IIOJTHOTO 3I0POBBSI IO TSIXKEIbIX MHMDEKITUA
U MPEIpacHoI0XEHHOCTH K OHKOJIOTUYECKUM 3200~
neBaHusM [5]. Ilocne Toro Kak nosiBUIUCH JaHHbIE
O TpeX 3A0POBbIX B3pOCbIX ¢ Aepuiutrom MASP-2,
roMo3uToTHBIX 10 GG B MASP2]11, 20], KTuHU4eC-
Kasli MEeHEeTPAaHTHOCTh 3TOro AedulMTa cTajaa Co-
MHUTENbHOU. BeposTHo, yTo B LP yyacTByI1OT He-
UICHTUMUIIMPOBAHHbBIC MOJICKYJIBI U (PYHKIIMU, KO-
TOPbIE MOTYT OOBSICHUTDL, moyemy aedpuiutr MASP-2
OTHOCHUTEJIbHO YaCcTO BCTpPEUYAeTCs Y MPaKTUISCKU
3M0POBBIX JtoAei [S]. brllo BhicKazaHO NMpeAnoso-
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JKEHUE, YTO JICKTMHOBBIN MMyTh aKTUBALIUUA CUCTEMBI
KOMIIJIeMEHTa HeoOs13aTeJIeH WJIHM JaxKe M30BITOYCH
(HanpumMmep, 1pu TsKeaoMm TedeHuu COVID) nas
dopMUpoOBaHUS MMMYHHOTO OTBeTa Y OOJBIINH-
CTBa 3JO0POBBIX JMII, a €ro AeMUIIUT KJIMHUYECKU
3HAYMM TOJIbKO B OIIpeNeICHHBIX CUTYyalldsIX, Ha-
IpUMEDP Y HETOHOIIICHHBIX HOBOPOXICHHBIX.

Takum obpazom, accoumanus nepuura MASP-2
(GG rs72550870) ¢ KIMHUYECKUMMU MIPOSIBJICHUSIMU
B HaCToOs11Iee BpeMsl SIBJISIETCSI HEOMNPeIeJeHHOM.

ImHuueckue ocobeHHocmu yacmom pacnpedene-
HUS NOAUMOPQDU3MO8 2eHO8 KOMNOHEHMO8 NeKMU-
HO8020 nymu akmueayuu xomniemenma. Pacripe-
JeJIeHWe 4YacTOT TarJIOTUIloB reHa MBL umeer
KpaiiHe BBIpakeHHBIC ITOMYJISIIMOHHBIE pa3iiu-
yns. Tak, 9acTtoTra BCTPEYaEeMOCTH TaIlJIOTUIIA
HYPA, accouMnpoBaHHOTO C BBICOKOW KOHIIEH-
Tpauueitr MBL, Bapbupyer ot 6—8% B adppukaH-
ckux nonyasungx (Moszamouk, Kenwus), no 64—
81% B ceBepHBIX KOPEHHBIX ITONYISLMUAX (CEBEPO-
aMepuKaHCcKUe MHAeH b, UHYUTHI). EBponeon bl
3aHUMAIOT ITPOMEXYTOUHOE nosioxxeHue ¢ 27—30%
yacrtoroi rartotunia HYPA [4, 13, 16].

MunopHbIi annenb FCN2 117549193 (+6359C>T)
CBsI3aH CO 3HAYMTEIBHBIM CHUXXCHUEM CBSI3BIBAIO-
mei crnocodbHoctu L-dukonuHa ¢ yriaeBOAHBI-
MM KOMIIOHEHTAMM KJIETOYHBIX CTEHOK OaKTe-
pMii, B TO BpeMsl KaK MUHOPHBII aJuienb 1s7851696
(+6424G>T) cBsI3aH C MOBBILIEHHON! CBSI3bIBAIOLLER
criocooHocThIO [14]. KpoMe Toro, Ob1JIO MOKa3aHo,
YTO y 3M0POBBIX TOJIJIAHICKWX JOHOPOB YPOBHU
L-dukonuHa B 11a3mMe NpOrpecCMBHO CHUXAINCHh
B 3aBUCMMOCTU OT HaJU4YMUSI MYTAHTHOTO aJjjielist
1s7851696. DTO CBUAETENLCTBYET O TOM, YTO JaHHbBIIA
BAapUaHTHBINA ajljleb CBSI3aH C BBICOKOM TKAaHEBOM
aKTUBHOCTBIO L-(pUKOAMHA U OTHOBPEMEHHO C €ro
HU3KOI KOHLeHTpauuein B muasMme. He Obljio 006-
HApyKEeHO CTAaTUCTUUYCCKH 3HAUMMOMN CBSI3U MEXIY
KOHIIeHTpanueil L-dukonnHa B CBIBOPOTKE M TO-
auMopdusmMoM 1517549193 B aToi roIaHACKON KO-
ropre [19]. B To XXe BpeMsI HEKOTOPBIC UCCIICTOBAHMST
MoKa3aJii, YTO BhICOKME YpOBHU L-(pukoHa Obln
CBSI3aHBI C BApMAHTHBIM aJiejieM 1s17549193 [8].

JlaHHBIC O TOMYISIIIMOHHBIX YaCTOTaX MOJIUMOP-
dusmMoB reHa MASP2 ctanu NosiBASTHCS B TUTEpa-
Type OTHOCUTEJILHO HemaBHO. Tak, B 1aTCKO KOrop-
Te yacTtoTa peakoro ajaaenas G* rs72550870 cocraBu-
1a 3,9%, Takasi XKe 4acTOTa BbISIBJIEHA B UCIaHICKOMI
BBIOOpKE B3pOCJIbIX TOHOPOB. MHTEpecHO, 4To a-
sienb G BOOOIIEe HE OBbLJT BBISIBJIEH B TTOM YIS LU SIX KU~
TaiiieB ['oHKOHTa, ahpuKaHCKUX 3aMOMIMIIEB U KO-
peHHBIX aMepuKaH1eB bpasunuu [25].

JlaHHBIE O YacTOTax pacmupelesieHUs TOJIMMOp-
¢dusmoB reHoB MBL2, FCN2, FCN3u MASP2 B poc-
CUMCKMX TIONYJISLUSX W MaTOTCHEeTHUYCCKOU POIn
KOMITOHEHTOB JIGKTUHOBOTO MYTU KOMIIOHEHTa
KpaiiHe HeMHorouucieHHbl. A.O. PomaHoB u co-
aBT. [1] U3yynam pacrnpocTpaHeHHOCTh OJHOIrO IT0-
mumopdnsma +230G/A rena MBL y xxurteneit CaHKT-
IleTepOypra: roMo3uroTrbl IO MYTAHTHOMY ajljie-
0 A coctaBuiu 30 (25%) u 5 (4%) COOTBETCTBEHHO.

ABTOpBI [IeJTAIOT BBIBOJA 4YTO, «yYMUTHIBAsI YacCTYIO
BCTPEYAEeMOCTh MyTalluu reHa MBL, aBasioieincs
NPUYUHOU MEPBUYHOTO MMMYHOAehUIIUTA, B IO-
nynsuuu Cankt-IleTepOypra, HeoOXOIUM CKpU-
HUHT MaIMEHTOB C PELUANBUPYIOIIMMU UHOEKIIU-
sIMW». Psia icciaenoBaHMii pOCCUMCKUX aBTOPOB ObLI
TMOCBSIICH KIMHUKO-TCHETUYSCKUM COITOCTaBJIC-
HUSM MyTauuii B rene MBL ¢ puckoMm cepedyHO-CO-
CYOUCTBIX 3a00JIeBaHUM, ITPEIKIIAMIICUUA, OCOOCH-
HOCTSIMU KJIMHUYECKONW KapTUHBI MYKOBHUCIIMI03a
u niporpeccupoBaHuss BUY-uHpekmnm.

PesynbraThl Hamwux 0Oojiee paHHUX UCCIAEIO-
BaHul [23] mMOKa3bIBAalOT, YUTO 4YAacTOTa BBICOKO-
npoayuupymoiiero ramioturna HYPA rena MBL2
cocraBisieT 35,4% y PYCCKUX HOBOPOXIEHHBIX
Boctounoit Cubupu, 9TO COOTBETCTBYET YaCTOTAM
B EBporneiickux nonyiasinusax (routaHaubl — 27%,
paryaHe — 30%, yexu — 33%), a TakKe y €eBpOIIEOu-
noB bpasunun (28—34%). B TO Xe BpeMsl y HOBO-
poxaeHHbIX TaliMbipckoro J[lonrano-HeHenkoro
paiioHa KpacHosipckoro kKpasi yacToTa raIrjoTuIia
HYPA Obljla cTaTUCTUYECKU 3HAYMMO BBILIE, YeM
Yy pycCcKuX, U coctaBuia 64% niist HeHueB u 56%
JUIST IOJITAH-HTaHacaH, YTO OJIM3KO K 3HAUYCHUSIM
JacTOT PaCIIPOCTPAHEHUS BBISIBJICHHBIX IJIST 9CKU-
MocoB (81%) u ceBepoaMepUKaHCKUX WHJCHIIEB
(64%). Kpome TOro, B aOOpPUTE€HHBIX MOIMYISLK-
sIX KaK HEHIIEB, TaK M JOJITaH-HraHacaH MO CpaB-
HEHUIO C PYCCKMM HaceJIeHUeM Mbl OOHapY XKW
CHMXXEHUE PacIpPOCTPAaHEHHOCTH T'eHOTHUIIA TIOJIH-
mopdpuzma FCNZ2 rs7851696, cBsI3aHHOTO ¢ HU3KHUM
cponctBoMm L-dukoinHa K yrieBogaM. Pe3ynbsraTsl
Halllero uccijenoBaHus [21] mokasau, 4TO HEHELl-
Kasl TIONyJISIINS 00JIagaeT psIIOM BasKHBIX OCOOCH-
HOCTEM 10 CpaBHEHUIO C JOJIraHaMU-HraHacaHaAMM:
0oJjiee HU3KOU pacrnpoCcTpaHEHHOCThIO ajuiens T
st moaumMopdusma rs17549193 u Gosiee BBICOKOI
pacnpoCTpaHEHHOCThIO ajesss T Ui HoJauMop-
busma rs7851696 FCN2. Mbl 1ojiaraeM, 4TO 3TOT
TeHOTHUII SIBJISIETCSI FEHETUYECKUM MapKepOM BbICO-
KO#l (pyHKIIMOHaNbHOU cnocobHocTu L-dpukonnHa
B HEHEIIKOU MOIyJISILIUHU.

CorylacHO aHajau3y OOCTYIMHBIX HaM JUTEpa-
TYPHBIX NTAaHHBIX, B HACTOSIIEee BpeMs MOMYJIs-
IIMOHHbIE YaCTOTHl MYTaIlMi1, aCCOLIMUPOBAHHBIX
¢ BpoxaeHHBIM fepunurom MASP-2 (rs72550870),
B POCCUMCKUX MOMYJISIMUAX U B MOMYASIIUSIX KO-
PCHHBIX HAapOAHOCTEl pOCCUMCKUX apKTUICCKUX
TEPPUTOPUI HE M3yuyeHbl. AKTYaJbHOCTb IIOJY-
YeHUs TaKWX NaHHBIX IJIS POCCUNCKUX apKTH-
YeCKMX MOMYJSIWNA 3HAauYUTEJIbHO BO3pacTaer,
YUUTBIBAs HaKalJWBamoIIMecs maoKa3aTeJlbCTBa
BaXXHOU pOJIM JEKTUHOBOTO MNYTH AaKTUBAIIUMU
KOMIUJIEMEHTAa B OTHOIIEHUMW BUPYCHBIX MHQEK-
nuii. Tak, HanpuMep, IIpeAnoiaracTcsa BaskKHas
poab MBL B oTHOLIEHUM pecriupaTOPHbBIX BUPYC-
HBIX WH(PEKIIN, B TOM YUCJie THPEKIINH, BBI3HI-
BaeMoil HOBbIM KopoHaBupycoM SARS-CoV-2 —
COVID-19 [15, 17]. Poap BpOXAeHHBIX AeDULIU-
TOoB npoTenHOB LP, B ToM uncie MASP-2, B Takux
KJIMHUYECKUX CUTYyallMsIX COBEPIIEHHO HE W3-
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yueHa. [IpyHuMasi BO BHUMaHUE TO, YTO MH(pEK-
LIUU SIBASIIOTCSI OCHOBHBIMU (paKTOpaMu AEeTCKOM
CMEPTHOCTH, a JEKTUHBI SIBJISIOTCS pellaioiuMu
dakTopaMu TPOTUBOMH(EKIIMOHHON 3alllUThI,
BEPOSITHO, UTO Ne(UILIUT JIEKTUHOB OyAeT Coco0-
CTBOBAaTh yBEJMUYEHUIO CMEPTHOCTU.

Llenpio naHHOU Pa®OTHI OBLIO BBISIBUTH MOMYJIs-
LIMOHHO-3THUYECKME PA3INUUsl pacrpeneyieHus a-
JISIBHBIX BapMaHTOB TE€Ha MaHHO30CBSI3bIBAIOIICH
JIEKTUH-ACCOLIMMPOBAHHOM CEPUHOBOM IMpPOTEa3bl
(MASP2) y KOpeHHBIX momyisiuii TalMbIpCKOTO
Jonrano-Henenkoro paiioHa KpacHosipckoro kpast
(HeH1IeB 1 AoJITaH-HTaHACaH) TI0 CPaBHEHUIO C €BPO-
neonaamMu ropoaa KpacHosipcka.

Matepwuasbl 1 MeETOLbI

Jast m3ydeHnsT OMHOHYKJICOTUIHOTO MOJINMOP-
duzma MASP2 rs72550870 ucnonb3oBaHbl 920 06-
pa3lioB BBICOXIIMX IISITEH KPOBU OT HOBOPOXKICH-
HbIX 13 Talimbipckoro JoaraHo-HeHelkoro paiioHa
KpacHosipckoro kpast u ropoga KpacHosipcka, 1o-
JIydeHHble paHee B KpacHOSIpCKOM KpaeBOM KOH-
CYJBTaTUBHO-IMAaTrHOCTUYECKOM IIEHTPE MEIUIINH-
CKOU Fr€HETUKHMU.

Jlemorpaguueckne XapakKTepUCTUKU OOCIEH0-
BaHHBIX HOBOPOXIEHHBIX MO PETMOHY IMPOXMBa-
HMS MaTepu OmnyOJIMKOBaHBI B HallleM paHHEM MC-
cnegoBaHuu [21]. HoBopoXaeHHbIEe ObLIM pa3jaesie-
HbI Ha YEThIPE IPYIIIIbI 11 U3YUYCHU ST STHUUECKOU
cnenuduku nonuMmopduzma MASP2: 1) 323 u3 ne-
pPEBEHb C MPEUMYIIECTBEHHO HEHEIKMM Hacee-
HUeM (HeHIIbl COCTaBISIOT 85% HaceneHus); 2) 112
U3 NepeBeHb C MPEUMMYIIECTBEHHO NOJIraH-HTaHa-
CaHCKUM HaceJIeHUeM (IIoJITaH-HTaHaCaHBI COCTaB-
JsmioT 91% HaceneHus); 3) 243 U3 nepeBeHb CO CMe-
IIAaHHBIM HACEeJICHUEM C Pa3JIMIHON KOMOMHAITNECH
KOPEHHBIX U CMEIIaHHbIX ToNyasiiuii; 4) 242 HOBO-
POXACHHBIX M3 ropoga KpacHosipcka, y KOTOPBIX
ObLJIU eBpoMeicKue KOpHU (pyccKue).

UccnegoBanue ObIIO 0OZ0OpPEeHO DTUYECKUM
komuteToM HayuHo-uccienoBaTeabCKoro WH-
cTutyta MeguumHcKux Ipodiaem Cesepa (Ne 9
ot 08.09.2014). IMonyyeHo mucbMeHHOEe MHMpOP-
MHUPOBaHHOE COTJIache Ha MPOBEACHUE MCCIEIO-
BaHUS OT BCEX YUACTHUKOB.

Marepuanom wuccinenoBaHus mociayxkuiaa JHK,
BBIJICJIEHHAST U3 CYXUX TISITEH KPOBU C MCIOJIb30Ba-
HueM Habopa DIAtom DNAPrepl100 (OOO «M3oreH»,
Poccus). 'enotunupoBanue rs72550870 6b110 OCy-
1miecTBJieHo Tpu momoiu Metona ITLIP B pexume
peaxbHOrO BPEMEHU C MCIIOJIb30BaHUEM CIICII(pU-
YEeCKMX OJIUTOHYKJICOTUAHBIX MpaiiMepoB U (yo-
peceHTHO MeueHHBIX 30HOoB (TagMan) (OOO
«AHK-cuHTe3», Poccust) mo mpoToKoay Npou3BOaM-
tens. HykiieoTuaHas nociienoBaTeabHOCTb ajljleib-
cnenryeckoil MNpoObl Ui TEeHOTUIMPOBAHUS:
1s72550870-F = GCAAGGACACTTTCTACTCGC,
rs72550870-R = TCACCCTCGGCTGCATAG,
dmoopodop FAM cooTBeTCcTBOBaAa aljieIbHOMY
BapuaHTy A, a VIC — anynenbHoMy BapuaHTy G.

COOTBETCTBHE YaCTOT T'€HOTHIIOB PAaBHOBECUIO
Xapau—BaiiHOepra ObLJIO NPOBEPEHO C MCIOJIb30-
BaHueM 2. CTaTUCTUYECKUW 3HAYUMBIC Pa3TUdMSI
obLIM TIpUHATHI Ipu p < 0,05 T10C]IEe KOPPEKIIUY JJTS
MHOXXECTBEHHOT'O TECTUPOBAHMSI.

Pesynbrathl 1 006CYyXaeHne

IIpeumyliiiecTBOM HaIllero mnomxoma K ITOMYJIs-
IIMOHHOM OIIeHKE PACIPOCTPAHEHHOCTH MMMYHO-
NePULIMTHBIX T€HOTUIIOB SIBJISIETCSI MCCJENOBaHUE
HOBOPOXIESHHBIX, KOTa eIlle He ITPOM30IILIO NCKITIO-
YyeHUe HeOJaronpusTHbIX TeHETUUYECKUX Bapualiuii,
BO3MOXHOE B CTapIlIleM BO3pacTe B pe3yJIbTaTe KIIH-
HMYECKOI peaJiu3allii FeHEeTUUYEeCKOl Mpeapacro-
JIOXKEHHOCTH.

YacTtoThl TE€HOTHUIIOB M BapMaHTHOIO ajje-
g MASP2 rs72550870 mpenctaBiieHbl B TaOJIUILIE.
AHau3 pacrpoCcTpaHEHHOCTU reHOTurnoB MASP2
nokKa3zaj IpeodjlagaHne TOMO3UTOTHOIO BapUaHTa
AA Bo Bcex UCCIeNOBaHHBIX B pa0OTE MOMYJISIINSIX,
YTO COBITAJAET C JOCTYITHBIMU MUPOBBIMU JTaHHBI-
mu. ['erepo3uroTHselii reHoTu AG 1572550570 BCTpe-
YaeTcs B eIMHUYHBIX CIydasiX y HCHIIEB U JOJITaH-
HraHacaH I10 CpaBHEHUIO C HOBOPOXJICHHBIMU €B-
pOMEOMITHOrO MIPOUCXOXKAeHUS U3 I. KpacHosipcka.
YactoTa renotuma AG y pycckux (6,6%) ctaTUCTH-
YeCKM 3HAaYMMO BBIIIIE, YEM Y apDKTUUECKUX TTOM YIS -
it (HeHLbl: 0,3%, p < 0,001; toaraHbl-HraHACAHDI:
0,9%, p = 0,02; cmemrannsie: 2,1%, p = 0,02). Takum
0o0pa30oM, TeTepO3UTOTHBIN BapuaHT AG TIPUCYT-
cTByeT y 16 13 242 pyCcCKUX HOBOPOKJIEHHBIX, TOT-
ITa KaK 13 23 HEeHIIEeB TOJbKO y omHOTO. HM B 0mHOIT
U3 TIOMYJASIHMOHHBIX T'PYIII HE ObLIO OOHApyXXEHO
TOMO3UTOT IO MUHOPHOMY ajiento G*, acconmmpo-
BaHHOMY C OTCYTCTBUEM ChIBOPOTOYHOI aKTUBHO-
CTH IpOTEea3Hbl.

AnnenbHblii BapuaHT G* MASP2 1572550870
MMeeT HyJIeBbIe NN KpallHe HU3KHUE YaCTOTHI B T1O-
nyasuusax mupa. CorjlacHO MCTOYHUKY ensemble.
org, 4acToTa B €BPOIEOUTHBIX TIOMYIISIIIUSIX COCTAB-
nset 4,0%, B amepukaHckoil nonynasuuu — 2,0%,
a cpenu a3uaTCKUX M appruKaHCKUX MOITYJISIIIAN OHa
HYyJIeBasl.

B pesynbraTe Halllero ucciaeqoBaHMS TMOJyYe-
HBl JTaHHBIE O PACIPOCTPAHEHHOCTU MYTAaHTHOTO
annenss G* rs72550870 B Poccuiickux apkTuuec-
kux nonyasuusax: 0,5% cpeau HOBOPOXIEH-
HbeIX Tafimbipckoro Jlonrano-HeHeukoro paiioHa
Kpacnosipckoro kpast (n = 678) u 3,3% cpenu pyc-
ckux ropoga KpacHosipcka (n = 242).

B nByx Hambonee WHGMOPMATUBHBIX UCCIENO-
BaHMSX, NMpoBeAeHHbIX rpynmnoi S. Triel B 2007
n 2009 TT., TIOJTy4eHBI TaHHBIC O IEBATH MYyTaIlMsIX
B reHe MASP2, yacTtoTa BCTpPEUaeMOCTU MYTaHT-
HBIX aJIJICJIBHBIX BApHMAHTOB TIOYTU BO BCEX KpaliHe
Hu3Kas1. ToJibko B pe3ysabrare MyTanuu rs72550870
TMPOMCXOASAT UBMEHEHUS CTPYKTYphI 0eika MASP-2,
YTO BEAET K HApyIIEHUIO €ro CBSI3BIBAHUSI B KOM-
miekc ¢ MBL u, kak pe3yibTaT, HeCIIOCOOHOCTU aK-
TUBUPOBATh CUCTEMY KOMILIeMeHTa. Kpome 3Toro,
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aBTOPBI OTMEUAIOT, YTO MMEHHO y €BPOITEOMIOB Ba-
puaHTHBI ajienb G rs72550870 siByissieTCSI OCHOBHOM
NpuYnHOIi Oosee HU3KUX ypoBHeii MASP-2 [25].
ITo pe3ynbraTy NOMYJSIIMOHHOIO aHaJIn3a coo0Ia-
eTcs 00 OTCYTCTBMUM romo3uroTHoro reHoruria GG
rs72550870 cpenn B3pOCHBIX KHUTaIeB, adpuKaH-
eB, €BPONCONIOB, MHYNUTOB [ peHIaHanm u Opa-
3unbleB [25]. TeTrepo3uroTHeIii BapuaHT TPeoo-
nagai y esporneonnoB u3 Januu (3,9%) u MHYUTOB
3anagHoii I'peHnanauu (rae BbICOKA MPUMECH €B-
POIEOUIHON TIOMYJISILIUU, KaK COOOIIAI0T aBTOPbI)
(3,7%), HO He BcTpeyasicsl B APYTUX UCCICAOBAHHbBIX
nomysauusax (p < 0,0001). Takxke aBTOpBI IPUBOISAT
YacTOTHI PEAKOro aJIJIeJIbHOTO BapHaHTa, IOJIydeH-
HBIC IPYTUMU UCCICAOBATSISIMU B Pa3HBIX MOITYJISI-
OUSIX Y 3M0POBBIX JINI U ITAIIUEHTOB C Pa3JIMIHBIMU
3a0o0seBaHusIMU. Tak, B IIBEACKOW MOMYISILUUA 00-
HapyxeHo 14 rerepo3uror y 112 maluueHTOB ¢ My-
KOBMCLIMI030M (4acToTa 6,3%) U NsTh reTepo3uroT
y 200 3gopoBbix dronaeit (dactora 1,3%). B uccieno-
BaHUM MAIIMEHTOB C IICOPMA30M U YJICHOB UX CeMel
894 gemoBeka OBLIM IIPOTECTHpPOBAaHBI Ha MASP2
1572550870, 1 B 0011E CIOXKHOCTHU OBLIIO OOHapYXkKe-
HO 62 reTepO3UroThl M OJHA FOMO3UIOTa, YTO JAJI0
4acToTy reHa 3,6% (ayienb He ObLI CBSI3aH C IICopUa-
30M). [OMO3UIOTHOCTH OblJIa 3aperucTpupoBaHa
y OIHOTO YeJIoBeKa B rpyIine u3 293 mojabCKuX neTen
C pecrnupaTOpHbIMM MHMEKIIUSIMU U Y OTHOTO pe-
0eHKa ¢ MyKoBucLa030M. HoBoe ucciienoBaHue nuc-
MAaHCKOM ITOMYJISIIUU BEISIBUJIO TBYX TOMO3UTOTHBIX
n3 2008 uesnoBek (BKIII04Yast 967 malMeHTOB C ITHEB-
moHuei, 130 nauuenToB ¢ CKB, 43 pebeHka ¢ peLu-
IVUBHPYIOIMUMHA PECITUPATOPHBIMA  MHMEKIIUSIMU
1 868 3MOpPOBBIX JIIOIECH), HO accolMalnK 3a0oJie-
BaHM1 ¢ BApMaHTHBIM aJjljieJIeM He ObLJIO BBISIBJICHO.
OtcyrcTBue annenss G MASP2 rs72550870 B Kurae
MOATBEPXKIACTCS OTYECTOM, B KOTOPOM MCCIICIYETCS

BJIMsIHUE reHoTUunoB MBL2u MASP2Ha npeapacrio-
JIO)KEHHOCTb K TSI2KEJIOMY OCTPOMY PECITUPATOPHOMY
cunapomy (SARS). ¥V Bcex 1757 nporecTUpOBaHHBIX
azuaTtoB asenb G oOHapyKeH He ObLI. TakuMm 00-
pa3oM, ciaeayeT caesiaThb BbIBOMI, UYTO B ciiyyae MBL,
a TaKXKe IPYTUX KOMIIOHCHTOB KOMILJIEMEHTa (B TOM
qucne MASP2), nebuiut cam no cede He TTPUBOJIUT
K 3a00JIeCBAaHWIO WJIM BOCIIPUMMYMBOCTU K MHOpEK-
MM, a, CKopee, SIBJISIeTCSI MOTU(PUKATOPOM, KOTO-
DPBIIi MOXET IMPOSIBJISTHCI KJIMHUYECKH, KOraa Tak-
K€ HapylIaroTCsa IPYyrue 3J1€MEHTDI.

Kpome atoro, pacnpeneieHre 4acTOT MYTaIlUiA,
aCCOIIMMPOBAHHBIX C KOHIIGHTpallMeil IIpoTea-
36 MASP-2, B pa3HBIX HOMYJISLINASIX OTINYAETCH.
OTMeueHHOE BEIIIIE reorpauieckoe pacrpocTpa-
HeHue 1572550870 MASP2 B COOTBETCTBUU C JAaH-
HBIMU pecypca ensemble.org U TaHHBIMU UCCIEAO-
BaHUI psia aBTOPOB MOXET OTpakaTh pe3yjbTaT
9BOJIIOLIMOHHOI afamnTallMi K Pa3HbIM YCJIOBUSIM
NpPOXUBaHUS MO0, KaK MbI MojiaraeM, pe3yjabraT
«@dexTa ocHoBaTens». MHBIMU cioBaMU, yKa3aH-
Has MyTallds MOXET OBITh MCTOPUICCKU MOJIOION
M 9acToTa €€ paclpelesicHUs MeXIy KOHTUHEHTAa-
MH W W30JMPOBAHHBIMHM HApOTHOCTSIMM CBsI3aHa
C TONYJSIUOHHO-TEHeTUYSCKUMH ITpOILIECCaMMU,
He BKJIIOYAIOIIMMU €CTEeCTBEHHBIN OTOOD.

Kaxk ykasbpiBajoch BbIllI€, B HACTOSIEE BpeMms
MOITYJISIIIMOHHBIC YacTOThl MYyTallMii, acCOLIMHUPO-
BaHHBIX C BpPOXIEHHBIM nedunutom MASP-2
(rs72550870) B pOCCUICKMX ITOMYISIIUSIX B IICJIOM
M B TOITYJISIIIMSIX KOPEHHBIX HAPOTHOCTEN poCCHii-
CKUX apKTUUECKUX TEPPUTOPUIT B YACTHOCTHU, HE U3-
yJeHBI. B HallleM ncciiemoBaHWY ObIIN BIIEPBBIE TTO-
JIy4eHbl JaHHbIE O YacToTaX reHoTUunoB 1572550870
MASP2 cpenyt KOpeHHBIX HAPOJTHOCTEN pOCCUIICKIMX
apKTUYecKux Tepputopuii. IIpu 3ToM paHee HaMu
ObLJIO MOKAa3aHO, YTO TOMYJISILIUU KOPEHHbIX HApO-

Ta6auua. YactoTbl reHoTUNOB MASP2 y HOBOPOXAEHHbIX Pa3fM4HbIX 3STHUYECKUX NONYNALMii
Tanmbipckoro flonraHo-HeHewkoro panoHa KpacHosipckoro kpas u ropopga KpacHoapcka, n (%)
Table. MASPZ2 genotype frequencies among newborns from different ethnic populations of the Taymyr Dolgan-
Nenets Region in the Krasnoyarsk Krai and the city of Krasnoyarsk, n (%)

FeHoTun MASP2 HeHubi JonraHbl-HraHacaHe CmeluaHHas nonynauus Pycckue
Genotype MASP2 Nenets Dolgans-Nganasans Mixed Arctic populations Russians p
(rs72550870) (n=323) (n=112) (n=243) (n=242)
1-3=0,05
1-4< 0,001
AA 322 (99,7) 111 (99,1) 238 (97,9) 226 (93,4) 2-4=0,02
3-4=0,01
1-3=0,05
1-4< 0,001
AG 1(0,3) 1(0,9) 5(2,1) 16 (6,6) 240,02
3-4=0,01
GG 0(0) 0(0) 0(0) 0(0) -
1-3=0,05
* 1-4< 0,001
G 1(0,2) 1(0,4) 5(1,0) 16 (3,3) 2-4=0,02
3-4=0,01

MpumeyaHue. YkasaHbl TONbKO 3HadeHus p < 0,05.
Note. Values with significant p <0.05 are shown only.
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JIOB APKTHUKU Fr€HETUYECKU XapaKTePpU3yIOTCsI 00Ib-
11eff aKTUBHOCTbIO KaK MUHUMYM JBYX pas3jinyalo-
LIMXCSI KOMIIOHEHTOB JIEKTUHOBOTO IYyTU aKTUBa-
1y komiieMeHTa — MBL u L-dukonuna [21, 23].

B ocHoBe rumnotesbl, OOBSICHSIOLIEH pe3yib-
TaThl HACTOSIIIIETO W TIPEABIAYIINX HAIIUX WCCIe-
noBaHui [21, 23], AeXUT MPEanoIoXKEeHUE O TOM,
YTO DBOJIIOLMS YEJIOBEKA MPOJBUTragach B HaIllpaB-
JICHWY HaKOIMJIEHUSI TEHOTUNOB C HU3KOU aKTUB-
HOCTBIO JIEKTUHOBOTO MYTH aKTUBALlMU KOMILJIE-
MEHTa BCJIEACTBUE IIMPOKOTO PaCIpPOCTPaAHEHU S
HEKOTOPbIX BHYTPUKJIETOUHBIX MH(EKIINl, TaKUX
KakK TyOepKyJse3 1 Jierpa, pu KOTOPbIX HU3Kasl ak-
TUBHOCTh OTAEIbHBIX KOMIIOHEHTOB KacKaJHOTO
NyTU MOXET OKa3blBaTh 3alUUTHBINA 3P dexkT. Mbl
npearnojgaraeM, 4YTo U30JIUPOBAHHBIE apKTUYECKHE
nonyjsiuuu  TaliMbeipckoro [donraHo-HeHenkoro
paiioHa KpacHosipcKoro kpast MICTOpUYECKHU MO3XKe
CTOJIKHYJIUCH C 3TUMU UHQPEKLIUSIMU U, TAKUM 00-
pa3oM, CoXpaHUIU CPOPMUPOBAHHYIO HA PAHHUX
9Tanax dBOJIOIMY YeJIOBeKa BBHICOKYIO aKTUBHOCTh
JIEKTUHOBOTO TTYTH aKTUBAIINY KOMILIEeMeHTa. B co-
OTBETCTBUU C YKAa3aHHOUW TUIIOTE301 MBI BBISIBUJIN
OoJjiee HU3KHE MOKAa3aTeau PacnpoCTPaHEHHOCTU
reHeTuyeckux Mmapkepos MASP-2 necuiuToB B no-
MyJISIUUSIX KOPEHHBIX XUTEJE apKTUYECKUX Tep-
putopuit KpacHosipckoro Kpasi o CpaBHEHUIO C €B-
porteongamu . KpacHosipcka.
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