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Pe3rome. MaHHO030-CBS3bIBAIOIINE JIEKTUH-aCCOLUMMPOBAHHBIE CEPUHOBBIE
nporea3sl (MASP) sBisitoTCST OAHUMHM U3 KIIOYEBBIX YYAaCTHUKOB JIEKTMHOBOIO
nytu (lectin pathway, LP) aktuBannu komrmiementa. MASP-2 naunbonee uzydeHna
cpenu GepMEHTOB, CIIOCOOHBIX aKTMBUPOBATH KaK MaHHO3CBS3BIBAIOLIUHN JIEKTHH
(mannose-binding lectin, MBL), Tak ¥ (HUKOJUHBI — MATTEPH-PACIIO3HAIOLINC
octpodazoBpie  OemkM,  ydYacTBYIOIIME B JJIMMHHAIMK  TMaTOTCHHBIX
MUKPOOPTaHU3MOB TTocpeAcTBOM akTuBanuu LP kommiemenrta. 'en MASP2 umeer
psan  MyTauuid, HauOoznee 3Hauumou sBisiercs rs72550870 (p.D120G), B
roMo3urotHom cocrosinuu (GG) oHa accouuMupoBaHa C BPOXKIAEHHBIM J1€QUIIMTOM
MASP-2 u xapaktepusyeTcs MOJHBIM OTCYTCTBUEM CBHIBOPOTOYHOM aKTUBHOCTHU
MpoTeasbl, MPUBOJS K HAPYIICHUIO CBS3BIBAHUS C JICKTUHAMHU. JTO CIIOCOOCTBYET
TSOKEJIOMY TEUEHHI0 WH(GEKIMOHHBIX 3a00JeBaHUNA C BBICOKUM  PHUCKOM
HeOJIaronpusTHOro ucxoAa. Yactora reHOTUIIOB U TaIJIOTUIIOB MOJUMOP(U3MOB B
reie MASP2 uMeroT 3HauMTEIbHBIC MOMYJIAIHOHHBIE pa3inuuns. K HacTosmemy
BPEMEHU JaHHBIE OTHOCHTEIIBHO pacrmpeseneHuss reHotunoB reHa MASP2 B
KOPEHHBIX MOMYJISAIUSIX POCCUMCKUX APKTHUYECKUX PETMOHOB OTCYTCTBYIOT.

[enbto wuccaegoBaHUSA SABUJIOCh M3YYEHUE YAaCTOThl W ITHUYECKOU
cnenuUKN pacupeie]ieHUs] aJUIeNIbHBIX BapuaHTOB nosmMmopduzma rena MASP2
rs72550870 B momymsmusax — Taiimblpcko-Jlonrano-Henenkoro — oxpyra
KpacHosipckoro kpasi (HEHIIbI, 10JIraHbl, HraHacanbl) U r. KpacHosipcka (pycckue).
['enorunupoBanue MASP2 ocymiectBiieno npu nomoiiu merona 1P B pexume
peanbHOro BpeMeHu. Yacrora BcTpeuaemoctu reHotuna AG, acCOIMMPOBAHHOIO C
HU3KOM KOoHUeHTpauneit MASP-2, cocraBuna 6,6% 175t pyCCKUX HOBOPOXKJACHHBIX
Bocrounoit Cubupu. Y HOBOPOXKAECHHBIX APKTHYECKUMX MOMYJSIIUNA 4YacToTa
reHotuna AG OblJIa CTATUCTUYECKH 3HAYMMO HIDKE, YEM y PYCCKHX M COCTaBHIIA
0,3% nnst HenueB u 0,9% nu1s joaraH-HraHAcaH, YTO MPUOIMKACTCS K 3HAYCHUSIM
4acTOTaM, BBIABJICHHBIX IJisi a3uaTckux W adpuxanckux nomnyismuit (0%). He
ObLJIO  JETEeKTUPOBAHO HHU  OJHOr0  romos3urotHoro  re”orumna GG,
aCCOIMMPOBAHHOTO C BPOXJIEeHHBIM nedunutom MASP-2, B obpaznax JIHK ot

HOBOPOJKJICHHBIX KOPEHHBIX nonyysanui TanmMseipckoro Jlonrano-Henenkoro



paiiona KpacHosipckoro kpasi (HEHILIEB U JIOJITaH-HTaHacaH) U €BPOMNEOUJOB T.
Kpacnosipcka. Yactora amnensHoro Bapuanra G rs72550870 y pycckux cocraBuia
3,3%, 9TO MPUOIMKEHO K 4acTOTaM B €eBpoOmeicKkux momymsusax mupa (4,0%),
TOTJIa KaK Y KOPEHHBIX XKUTejlel Apkrudeckoro peruona cocrasuia 0,5%.

Mpb1  npenmnonaraeM, 4YTO HM30JHMPOBAaHHBIE ApPKTUYECKUE MOMYJIAILHNH
UCTOPUYECKH TIO3KE CTOJKHYJINCh C HEKOTOPBIMH  BHYTPHUKJIECTOYHBIMHU
UHOQEKIUSIMA M, B OTIUYUE OT EBPOINCOMJHBIX TOMYJISIUN, COXPAaHUIH
chOpMUPOBAHHYIO HAa PAaHHUX ATalax SBOJIOIMU YEJIOBEKA BHICOKYIO aKTUBHOCTh
JICKTUHOBOTO ITyTH aKTUBAIIMHA KOMIUICMEHTA.

KiarwueBbie ciaoBa: MASP-2; momumopdusM; HOBOpoXJeHHbIE; Poccus;

ApPKTUYECKHUE TOIYJISIUUH; TEKTUHOBBIN MYTh.

Abstract. Mannose-binding lectin-associated serine proteases (MASP) are
one 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 microorganisms through the LP complement
activation. There are some mutations in the MASP2, with the most significant
identified 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 MASP2 gene 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 MASP2 rs72550870 in the populations of the
Taimyr-Dolgan-Nenets District of the Krasnoyarsk Territory (Nenets, Dolgans,

Nganasans) as well as the city of Krasnoyarsk (Russians). MASP2 genotyping 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 indigenous
populations of the Taimyr Dolgan-Nenets region of Krasnoyarsk Territory (Nenets
and Dolgan-Nganasans) and ethnic Caucasian subjects of 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: MASP-2; polymorphism; newborns; Russia; Arctic

populations, lectin pathway.
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BBenenue

Bpoxnennbie eeKThl CUCTEMBI KOMIUJIEMEHTA B MATOTEHE3E Pa3IUYHbIX
3a00JIeBaHUN OT MH(EKIMOHHBIX 0 ayTOMMMYHHBIX U KapIu0-MeTa0OIUYEeCKIX
COCTaBJISIIOT He MeHee 5% oO0mero uucia NEPBUYHBIX MMMYHOAEHUIIUTOB, a
MHOTHE aCTIEKThl UX PACHPOCTPAHEHHOCTH U MATOT€HE3a OCTAIOTC HEU3yUYEeHHBIMU
[5]. Cucrema xomIuieMeHTa SBISICTCS APEBHEUITUM KOMIIOHEHTOM BPOXJICHHOTO
UMMYHUTETa, OCHOBHOM  (QYHKIMEW  KOTOPOTO  SIBJISIETCS  JIMKBUAAIUS
MH(EKIIMOHHBIX areHTOB U COOCTBEHHBIX KJIETOK OpraHu3Ma ueioBeka. Kpome
TOTO, IPOTEHHBI KOMIUIEMEHTA CO3JAI0T CBS3b MEXKY CUCTEMAMHU BPOKIECHHOTO U
a/JlaliTUBHOTO UMMYHMTETA, 00ecredrBasi HOpMajbHbIE YCIOBUS ISl CO3PEBAHUS U
mappepenumaumn B-  u T-numdouurtoB.  [lna3zMeHHblE  MPOTEUHBI
B3aMMOJICHCTBYIOT MEXIy COOOH TpeMs H3BECTHBIMH IYTSAMU — JIEKTUHOBBIM
(Hambosiee PUIOTEHETUUECKU JIPEBHUM ), aJIbTEPHATUBHBIM U KJIACCUYECKUM.

JlekTHBI — OOIIMIA TEPMUH MPOTEUHOB, (HOPMUPYIOIIUX OTIEIBHOE
CyIlepceMecTBO perenTopoB [21], cmocoOHBIX K pacloO3HaBaHHIO M arperamuu
MOJIEKYJ OJUIO- MW ToJHMcaxapuaHod mnpuponbl. Cpeau BceX JIEKTUHOB
YHUKQJIbHBIMU ~ (YHKIUSAMH  (OPMUPOBAHUS KOMIUIEKCOB C  YIJIEBOJHBIMU
KOMITOHEHTAMHU MHUKPOOHOUW CTEHKH OO0JadaroT (UKOJWHBI M KOJUICKTHHBI —
MaHHO30CBS3bIBAIOIIMI JeKTUH (Mannose-binding lectin, MBL), neueHouHbIl U
TIOYCYHBIN KoJUIeKTHHBI  [24].  OOpa3oBaHHE  CIIOKHOTO  KOMILICKCA:
NoJIuCcaxapuabl MUKPOOHOW CTEHKM + KOJUIEKTUH/(PUKONIMH + crneuuduyeckue
npotea3bl (Mannose-binding lectin-Associated Serine Protease: MASP-1, MASP-2
u MASP-3) npuBoJUT K aKTUBAIIMU JEKTUHOBOTO MYTH CHUCTEMBI KOMILJIEMEHTA,
BOCHAJIMUTENIbHOW peakuMu W 3MUMHHAIMK Oaktepun. [dedbunmr wumum aedexr
KaKoro-au0o u3 3B€HbEB TAKOI'0 KOMILJIEKCA MPUBOJIUT K HAPYIIEHUIO 3AIIMTHBIX
(GyHKUIMA UIMMYHUTETA, TTOBBIILIAETCS MOABEPKEHHOCTD K 3a001€BaHUSIM.

Ha wumMyHOsOrHueckyt0 (QYHKIMIO JIEKTHHOB BIMSIOT MYTallMd B
IPOMOTOPHOM PETHOHE W B KOJUPYIOIIEM YacTH HX TE€HOB, MOIYJIUpPY
TPAHCKPUIIIIMOHHYIO AKTHUBHOCTh M HW3MEHSs KOHIeHTpauuto Oenka.  Tak,

JIOMUHaHTHbIe MyTaiuu B 1 3k30oHe rena MBL, pacnonoxennoro na 10
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xpomocome (10ql1.2-g21), mpuBoasT Kk cHUXeHUI0O crnocooHoctn MBL
OJIMTOMEPHU3AIIMHU U, COOTBETCTBEHHO, K CHUKEHUIO €r0 KOHIEHTPAIUH B IJIa3Me U
GYyHKIIMOHATBLHOW  aKTHBHOCTH. JIJIS  OICHKM KIWHWUYECKUX  IOCICACTBHUI
IeHETHUYECKU JIETEPMUHUPOBAHHBIX pasznuuuii B skcnpeccun MBL 6110
npeuiokeHo BeiaeaaTh MBL-gebunurasie, MBL-tipomexytounsie u MBL-
BBICOKO 3Kcrpeccupyromue auruiotunsl [10]. B menom cuuraercs, uro 20-25%
BCCH UENIOBEUECKOW TMOMYJSAIMM SIBISIOTCS HocuTeasMu MBL-nedurmtHbIx
rarmioTunos, a y 8-10% MBL B miazmMe KpoBH OTCYTCTBYET WIIH KpaitHe HU30K [7].
BbonapmmacTBO MBL-A€(UUINTHBIX HHIMBHUIOB SBISIIOTCSA B 1IEJIOM 3J10pPOBBIMH. B
TO JK€ BpEMS 3HAYUTEIBHOE KOJUYECTBO UCCIEAOBAHUN ITOKA3bIBAET, YTO
T€HETUYECKU JAETEPMUHUPOBaHHBIN ypoBeHb MBL moxer MmoauduuupoBars puck
BO3HUKHOBEHUS U KIMHUYECKHE XAPAKTEPUCTUKHM MHOTUX HH(EKIIMOHHBIX
3a0oyieBanmii, a HemoctarouHocts MBL  cuuraercs Hambonee dacThIM
UMMYHOJI(DUITUTOM YeIOBEeKa, UMEIOIUM MHOKECTBO KIMHUYECKUX aCCOLMAIU
[22]. Tlpuuem, Takoe BIMSHHE KMEET pa3HOHAINPABICHHBIA  XapakTep.
MHorouucieHHble uccaeqoBaHusl CBs3bBalOT Aeuuut MBL ¢ mnoBbiieHHON
BOCIIPUUMYHMBOCTBIO K Psily MHGEKIIMOHHBIX U ayTOMMMYHHBIX 3a0oieBaHuil [3,
4]. Boicokuii ypoBenb MBL sBisiercst 3ammTHbIM (DaKTOPOM B OTHOIICHUU
BO3HMKHOBEHUS W TSDKECTH WHQEKIWA, BBI3BAHHBIX HWHKAICYJIMPOBAHHBIMU
OakTepHsiIMH, MTPEXKIE BCEro y JeTel panHero Bo3pacta [19]. B To ke Bpems Oblia
BbICKA3aHa TUIOTE3a, YTO HOpMajbHbIe/BbicOKME ypoBHU MBL MoryT moBbimarh
pUCK MHOUIIUPOBAHUS W BOCTAIMTEIBLHON PEaKIMU MPU WHQPEKIHUIX, BHI3BAHHBIX
HEKOTOPHIMH BHYTPHKJIETOUHBIMU BO30yautensmu (Mycobacterium tuberculOSis,
Mycoplasma pneumoniae, Chlamydophila pneumoniae u ap.) [8]. CienoBaTenbHoO,
HOCUTEIM  HEKOTOphiX  MBL-gepuIuTHBIX  ramjaoTUmoB  MOTYT  WMETh
OTPENICICHHOE KJIMHUYECKOE TPEUMYIIECTBO TMPU OTUX BHYTPUKIECTOYHBIX
UHPEKIMIX.

@UKOJIMHBl —  JIGKTUH-PACMO3HAIONIME  MOJIEKYJbl, CTPYKTYpHO U
dbyukimoHansHo roMosioruuynbie MBL. Onucano Ttpu Buga ¢GUKOIMHOB: M-

¢ukonmun, xomupyromuiics reHom FCN1, L-puxomma (FCN2) u H-duxonun
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(FCN3). Crpykrypa (QUKOIMHOB OYeHb MOXOKa Ha cTpykTypy MBL m Takxe
UMeeT JOMEH, aBUJIHbII K TEM K€ YIJIEBOJHBIM KOMIIOHEHTaM OakTepui, 4To U
MBL. Onucanbl 1oJUMOPPU3MBI TPOMOTOPHBIX H CTPYKTYPHBIX PETMOHOB I€HOB
(UKOJIMHOB, OTBETCTBEHHBIC 32 MHOTOKpATHBIE pa3lInyusl B KOHIEHTPAIMK OenKa,
a TIOJTHOE OTCYTCTBUE (PUKOJIUHOB (HYJEBbIE MJIa3MEHHBIE YPOBHH), B OTJIMUKE OT
MBL, x HacTosiieMy BpeMeHH He 3apuKcupoBaHo. OmyOIMKOBaHHBIE PE3yIbTaThI
UCCJICIOBAHUM CBSI3U KOHILIGHTPAlMM U TOJUMOP(PU3MOB T'eHOB (UKOJIUHOB C
KAaKUMU-THM00 3a007eBaHUAMH HEMHOTOYMCIICHHBI. llonbckue wuccnenoBarenu
MOKa3aJld, 4YTO Yy JETEeH C aTONHUel C YacThIMU PECHUPATOPHBIMU HH(PEKIHSIMU
BBISBISIFOTCSL OOJiee HU3KWE KOHIeHTpanuu L-dukonuna B mnazme kpoBu [6]. A.
Mishra et al. [14] noka3anm, 4TO BBICOKHE IUIa3MEHHBIC YpPOBHU L-(pukonnHa
00yCIIOBJIEHBI €r0 HU3KOH (PYHKLIMOHAIBHON CIOCOOHOCTBIO CBSI3bIBATh OAKTEPUIO
Y, COOTBETCTBEHHO, MEHBIIIEH CITOCOOHOCTHIO HAaKAIUIMBAThCS B 0Yare BOCHAJICHUSI.
Haubonee m3yuen ren FCN2, pacnionoxeHHBIH B XpOMOCOMHOM obmactu 9q34.3.
boina oOHapyxkeHa cBsS3b Mexay mnoauMmoppusMom FCN2, moBBIIIEHHBIMU
ypoBHsIMH L-pukonuHa B mia3Me M BOCHPUHUMYMBOCTBIO K BHCLEPATIBLHOMY
JEWIIIMAHUO03Y, IIIMCTOCOMO3Y, renatuTy B u TyOepkysesy [14].

[Tomumo MBL u ¢GuKOIMHOB, OJHUMH U3 KIIOUEBBIX YYaCTHHUKOB
JIEKTUHOBOI'O IMYTH AKTUBALIMM KOMIUIEMEHTA SBIISIETCS CEMEHCTBO MaHHO30-
CBSI3BIBAIOIINX JICKTUH-aCCOIIMUPOBAHHBIX CepuHOBBIX Tiporeas3 (MASP). B
cemerictBe MASP Obimu uaeHtuguuuposansl Tpu nporeazsl (MASP-1, MASP-2,
MASP-3) u nBa poactBeHHBbIX HedepMeHTaTuBHBIX Oenka, MApl9 (sMAP) u
MAp44 (MAP-1). HaubGonee wu3ydeHHOW cpeau creruduueckux (HEepMEHTOB,
CIIOCOOHBIX aKTUBUPOBATh kKak MBL, Tak 1 pukoauHbl, ABiISeTCS NpoTe3a 2 Thna —
MASP-2. B pesynbraTte ananmm3a ypoBHs MASP-2 B mmazme y mroned u3
pPa3IMYHBIX 3THUYECKUX TPYMNN IMOKA3aHO, YTO CaMbIM HHM3KUM YPOBEHb ObUI y
adpuKaHIIeB, 3a KOTOPBIMHU CJEJOBaju KWUTaillbl u3 ['OHKOHTra, WHIAEHIBI U
natdaHe eBponeouHor packl [22]. [Mommmopdusii e MASP2 pacnonoxeH Ha
xpomocoMe 1p36.23-31, umeer 12 3k30HOB M KoaupyeT nBa Oenka, MASP-2 u

MAp19. Haubonee 3naunmmoit wmyrtamueii MASP2 sBnserca rs72550870
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(p.D120G), ona mnpUBOAMUT K 3aMEHE aclaparMHOBOW KHUCIIOTHI Ha TIIMIUH,
BCIICJICTBUE 4YEro OEJIOK TEepsieT CIOCOOHOCTh AKTUBUPOBATH KOMIUIEMEHT H3-3a
HEBO3MOYKHOCTH OOpPa30BBIBATh KOMIUIEKCHI C JIGKTHHAMH, B 4acTHOCTH ¢ MBL.
Bpoxnennsiii  nepunutr  MASP-2  oOycrioBiaen wmyrtamumeidt  rs72550870 B
romo3urotHom coctosiHuu  (GG), xapakTepusyeTcsl TOJHBIM — OTCYTCTBHEM
CBIBOPOTOYHOW aKTHBHOCTH IMPOTEa3bl U MPUBOIUT K HAPYIICHUIO CBSI3BIBAHUS C
MBL u ¢ ¢ukonunamu [18, 23]. Bcero TpuHaalaTh CIy4acB I'OMO3UTOTHOTO
HocutenscTBa GG 1572550870 Obl0 omucaHoO B JHMTEpaType C MOMEHTA
BBISIBIICHUS TIEPBOTO CTydasi, 3apeructpupoanHoro B 2003 romy [18].

KnvHuueckue mnposiBIEHUS CHUKEHUSA/OTCYTCTBUSL akTuBHOCTH MASP-2
MOTYT BapbHpPOBaTh OT TIOJHOTO 37I0POBBS J0 TSDKEIbIX WHPEKIHA ¢
NPeIPaCcoI0KEHHOCTH K OHKoJlorndeckuM 3abojeBanusMm [3]. Ilocne Toro, kak
MOSIBIJIMCh JaHHBIE O TPeX 3J0POBBIX B3pocibiXx ¢ aedumurom MASP-2,
romo3urotHeix mo GG B MASP2 [9, 16], kimMHHWYECKas MEHETPAHTHOCTh 3TOTO
nedunmMra ctajia COMHHMTENbHOW. BepostHo, uyro B LP  yuactBytor
HEUJCHTU(DUIIUPOBAHHBIC MOJEKYIBl W (YHKIMH, KOTOPBIE MOTYT OOBSCHUTH,
nouemy naepuiut MASP-2 OTHOCUTENBFHO YacTO BCTPEYACTCS Yy MPAKTHUYECKU
3m0poBeIX Ji0aci [3]. BelI0 BhICKAa3aHO MPEANOI0KEHUE, YTO JIEKTHHOBBIA IyTh
aKTUBAIlMM CUCTEMbl KOMILJIEMEHTa HeoOs3aTejieH WM Jaxe H30bITOUYCH
(marmpumep, mpu TsokedaoM TedeHnn COVID) mns hopMupoBaHHS UMMYHHOTO
OTBeTa y OOJIBIIMHCTBA 3J0POBBIX JIUI, a €ro JACPHUIUT KIMHHYCCKH 3HAYUM
TOJIBKO B  OMPEICICHHBIX  CUTyalMsIX, HalmpuMep, Y  HEIOHOMICHHBIX
HOBOPOXKICHHBIX.

Takum oOpa3om, accommanus aedunura MASP-2 (GG rs72550870) ¢

KIMHUYCCKUMM ITPOABJICHUAMHU B HACTOAIICC BPCMA ABJIACTCA HeonpeﬂeneHHoﬁ.

Omuuueckue ocobernHocmu yacmom pacnpedeﬂeHuﬂ I’lOJlMMOp@MSMO@ CEHOB

KOMNOHEHMOE JIEKMUHOB020 nymu akmueayuu Komniemenmada.

Pacnpenenenne yactor ramiotunoB rena MBL uMmeer kpaiiHe BbIpaK€HHBIE
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NONyJISIIIUOHHBIE pa3nuuus. Tak, ydactora BcTpeuaemoctu ramiotuna HYPA,
aCCOIIMMPOBAHHOTO C BBICOKOM KoHueHTpanued MBL, Bapeupyer ot 6-8% B
adpukanckux momyssusax (Mo3zamouk, Kenus, 1o 64-81% B ceBepHBIX KOPEHHBIX
nonyssinuax (CeBepo-AMepukanckue unaeiel, MaynTel. EBponieonpl 3aHUMAaloT
POMEKYTOUHOE MoJioxkeHue ¢ 27-30% vacroroit rarutoruna HYPA [2, 11, 13].

Munopssii  amwtens  FCN2  rs17549193  (+6359C>T) cBszaH  co
3HAUUTEIBHBIM  CHIDKEHHEM  CBs3bIBarollel cnocoOHoctu L-duxomuna ¢
VTJIEBOJHBIMM KOMIIOHEHTAMU KJIETOUHBIX CTEHOK OakTepuil, B TO BpeMs Kak
MUHOpHBIA aymenb 157851696 (+6424G>T) Obul CBSI3aH C  MOBBIIICHHOU
cBs3bIBaroNIei crnocoOHoCThIO [12]. Kpome Toro, 66110 MOKa3zaHo, 4TO y 3I0POBbIX
TOJUIAHJICKUX JIOHOPOB YpOBHM L-(uKoIMHA B TJIa3ME IPOTPECCUBHO CHIKAIKCH B
3aBUCHUMOCTH OT HaJW4usl MyTaHTHOTO ajuiens rs7851696. 3To cBUAETEIBCTBYET O
TOM, YTO ATOT BAPUAHTHBIA AJJIETb CBSI3aH C BBICOKOM TKAHEBOM aKTUBHOCTBHIO L-
(UKOIMHA U, OJHOBPEMEHHO, C €r0 HM3KOM KOHIIEHTpauuen B miuazme. He Obuio
OOHApyXEHO CTAaTUCTUYECKH 3HAYMMOW CBSI3M MEXKIy KOHIleHTpamuenn L-
(¢uKonuHa B CHIBOpPOTKE M mnoiaumMopduzMoM 1517549193 B sToi rosaHackKou
koropte [15]. B To ke BpeMs HEKOTOpbIE MCCIIEAOBAHUS MMOKA3adu, YTO BBICOKHE
ypoBHU L-bukonrHa ObLIN CBSI3aHBI ¢ BApUAHTHBIM ayuteneM 1517549193 [6].

JlaHHBIE O TOMYJIAIMOHHBIX YacToTax nojgumMopdusmoB rena MASP2 cramu
MOSIBJIATBCSL B JIUTEpPAType OTHOCHUTENBHO HeAaBHO. Tak, B JaTCKOW KOropre
yactora peakoro amiens G* rs72550870 cocraBuna 3.9%, Takas ke dYacToTra
BBISIBJICHA B MCJIAHJICKOM BBIOOPKE B3pOCIBIX TOHOPOB. MHTEpecHo, uTo amiens G
BOOOIIIe HE ObUT BBIABJICH B MOMYyJANMSIX KHTaWmeB | OHKOHTa, apuUKaHCKUX
3aMOMIAIIEB U KOPCHHBIX amepuKaHiieB bpazunmu [22].

Jlanubpie 4dacTtoT pacmhpeneneHus nonumopdusmoB reHop MBL2, FCN2,
FCN3 u MASP2 B poccHUHCKMX TNOMyJISUUAX M NATOTEHETUYECKOH poJn
KOMIIOHEHTOB JICKTUHOBOTO IMyTH KOMIIOHEHTa KpaiiHe HeMHorouucieHHbl. A.O.
PomanoB ¢ coaBT. [1] u3yuymsn pacnpoCTpaHEHHOCTh OJHOTO IOJMMOpPQHU3Ma
+230G/A rena MBL y xureneii Cankt-IlerepOypra: roMo3UroTsl 0 MyTaHTHOMY

amtemo A coctaBwiu 30 (25%) u 5 (4%), cOOTBETCTBEHHO. ABTOpPHI JENAIOT
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BBIBOJ| YTO, “‘YUMTBIBAasl YAaCTYI0 BCTpPEYAEMOCTh MyTauuu reia MBL, sBistomerics
OPUYUHON TEPBUYHOrO HMMMYyHoAeduuurta, B nomyisuuu Caskt-IlerepOypra,
HEOOXOJMM CKPUHHUHT TMAIMEHTOB C PEUUIWBHPYIONUMU HHpEKmusIMu’. Psin
uccienoBanuii Poccuiickux aBTOpOB ObUT TOCBSIIIEH KIMHUKO-T€HETUYECKUM
comocTaBiieHUssM MyTainuii B reHe MBL ¢ puckom cepaedHo-cOCyIuCThIX
3a00/eBaHUM,  TPEIKIAMIICHH, OCOOCHHOCTSMU  KIIMHWUYECKOW  KapTHUHBI
MYKOBHUCIIHI03a U TiporpeccupoBanus BUY-undexunn.

Pesynprarel Hammx Oosiee paHHuX uccienoBanuii [20] mokaspBaroT, 4TO
4acToTa BBICOKO-Tipoaynupyromiero ramioruna HYPA renma MBL2 cocraBmsier
35.4% y pycckux HOBOPOXJACHHBIX BocTouHoit Cubupu, YTO COOTBETCTBYET
yactotaM EBpomnetickux nomynsuuii ('ommanauun — 27%, Hauuu — 30%, Yexuu —
33%, a Takke eBporeouaoB bpaswiuun (28-34%). B TO ke Bpems y
HOBOpPOXJIeHHBIX Taiimbipckoro Jlonrano-Heneukxoro paiiona KpacHosipckoro
Kpasg 4dacrota ramiotuna HYPA Oblia cTaTUCTHYECKH 3HAYMMO BBIIIE, YEM Y
pPyCCKHX U cocTaBmiia 64% 1yt HeHIeB U 56% Juis JoJraH-HraHacaH, 4yTo OJIM3KO K
3HAQYEHUSIM YacTOT PACHPOCTPAHECHUS BBISIBJICHHBIX s DCKUMOCOB (81%) u
CeBepo-Amepukanckux wuHpaeines (64%). Kpome Toro, B aOOpUreHHBIX
MOMYJISIUAX KaK HEHIEB, TaK W JIOJTaH-HraHACaH Mbl OOHApPYKWIM CHUKEHUE
pacnpocTpaHeHHOCTH TeHoTuma mosmMopduzma FCN2 rs7851696, cBszanHOTO €
HU3KOM CBS3BIBAIOIICH CITOCOOHOCTHIO L-(huKoNrHa K yriieBogaM, 10 CPAaBHEHHIO C
PYCCKMM HaceyieHueM. Pe3ynbTarbl Hamero uccienoBanusa [17] mokaszamm, 4To
HEHEIIKasl MOy 00aaeT PSIOM BOKHBIX OCOOCHHOCTEHM MO CPaBHEHUIO C
JoJiIraHAaMU-HTaHacaHaMu: Oojiee HM3Kash PacnpoCTPaHEHHOCTh ayens T ams
nonumopdusma rs17549193 u Gosee BrICOKask pacIpOCTPaHEHHOCTh ajyuiens T ajis
nonumopdusma 1s7851696 FCN2. Mb1 mosiaraem, 9To 3TOT T'€HOTHIT SIBIISICTCS
IreHEeTUYECKUM MapKepOM BBICOKOW (PYHKIIMOHAIBHOM crtocoOHOCTH L-(puKonuHa B
HEHELIKOW MOITYJISALUH.

CornacHo aHanu3y AOCTYIHBIX HAM JIMTEPATYPHBIX JAHHBIX, B HACTOSAIIEE
BpeMs MOMYJISILIUOHHBIE YaCTOThl MyTallui, aCCOIMUPOBAHHBIX C BPOXKJIECHHBIM

nepururoM MASP-2 (1s72550870) B pocCHICKHX MOMYJSIUSAX U B MOIYJISIIHIX
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KOPEHHBIX HApOJHOCTEH POCCHUMCKUX APKTHYECKUX TEPPUTOPUN HE H3YUECHBI.
AKTYyalnbHOCTh TOJY4YEHUS TaKUX JaHHBIX JJs1 POCCHICKHX apKTHYECKUX
NOMYJSIUMKA  3HAYUTENBHO  BO3pPACTa€T,  y4YWUTHIBAs  HAKAIUIMBAIOLIUECS
JIOKA3aTesIbCTBA BAaXXHOM POJIM JIGKTUHOBOTO MYTH AKTHBAIMM KOMIUIEMEHTa B
OTHOUIIEHUU BUPYCHBIX MHGeKui. Tak, Hanmpumep, NpenoiaraeTcs BaxHas pob
MBL B OTHOIIEHHM pPECHUPATOPHBIX BHUPYCHBIX HMH(DEKIM, B TOM 4YHUCIE
BBI3BIBAEMBIX HOBBIMH KOpOHaBUpYCHBIMH HHpeknusmMu — SARS u COVID-19
[38, 39]. Ponb BpoxmeHHBIX aAedunmroB npoterHoB LP, B Tom uncie MASP-2, B
TaKUX KIMHAYECKHX CHUTYyallMsIX COBEPIICHHO He wu3ydeHa. IlpuHumas Bo
BHUMAaHHE, 4YTO WH(EKIUU SBISAIOTCS OCHOBHBIMH (haKTOpaMu JIE€TCKOU
CMEPTHOCTH, a JIEKTUHBI ABJISIFOTCS peraummMu (dakropamu
IPOTUBOMH(EKIIMOHHON 3alllUThl, BEPOSATHO, 4YTO Je(PUUUT JIEKTUHOB Oyjaer
CIIOCOOCTBOBAThH YBEIMUYEHHUIO CMEPTHOCTH.

[lenbto naHHOW pabOThl OBUIO BBISIBUTH MOMYJAIIMOHHO-3THUYECKUE
pazuuus pacupeiesieHUus aJUIeIbHBIX BapHAHTOB I'€Ha MAaHHO30-CBS3bIBAIOIICH
JEKTUH-aCCOIMUPOBAaHHOM cepuHOBO mpotea3sl (MASP2) cpean KopeHHBIX
nonynsauun  Takmeipckoro Jlonrano-Heneukoro pairiona KpacHosipckoro xpas

(HEeHIIeB U JI0JITaH-HraHacaH) Mo CPaBHEHUIO ¢ eBporneonaamu r. KpacHosipcka.

MarepuaJjibl 1 METOABI.

Jist m3ydyeHus: oAgHoOHykJIeoTuaHoro noaumopdusma MASP2 rs72550870
UCIOJIb30BaHbl 920 00pa3lioB BHICOXIIUX MATEH KPOBH OT HOBOPOXKICHHBIX W3
Taiimbipcko-/lonrano-Henenkoro paiiona KpacHosipckoro kpas u r. KpacHosipck,
NOJIy4eHHbIE paHee B KpacHOSpCKOM KpaeBOM KOHCYJIbTaTHUBHO-AUArHOCTUYECKOM
LEHTPE MEAUIIMHCKON N€HETUKH.

Hemorpaduyeckre XapakTEPUCTHKU OOCIEAOBAHHBIX HOBOPOXKJIEHHBIX MO
pPErMoHy MPOKMBAaHUS MAaTepH OMYyOJIMKOBAHBI B HAIEM PaHHEM HCCIEIOBAHUU
[17]. HoBopoxieHHble ObUIM pa3AelieHbl Ha YEThbIpe TPYIIbl JJs H3yYEHHUs

sTHHYeCKON crneundukn nomumoppuzma MASP2: (1) 323 u3 nepeBeHb ¢
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IPEUMYILECTBEHHO HEHEIIKUM HAcCEeJIeHUEM (HEHLbI COCTaBIAOT 85% HaceneHus);
(2) 112 u3 nmepeBeHb C MPEUMYIIECTBEHHO JAOJTaH-HTAaHACAHCKUM HaCEJICHUEM
(monran-Hranacanbel coctaBisitoT 91% Hacenenus); (3) 243 u3 JepeBEeHb CO
CMEIIaHHBIM HACEJIEHUEM C Pa3Iu4YHOW KOMOWHAIMEW KOPEHHBIX U CMEIIaHHBIX
nonyJsiuii; (4) 242 HOBOPOXKICHHBIX M3 ropoaa KpacHosipcka, y KOTOPBIX OBLIH
€BpOIEICKUE KOPHU (PYCCKUE).

UccnenoBanne Ob10  0100peHO  DTHYECKUM  KomHuTeToM HayuHo-
MCCIIEIOBATENIbCKOTO MHCTUTYyTa MenuuuHckux mnpobnem Cesepa (Ne 9 ot
8.09.2014). ITonyyeHo mucbMEHHOEC MH(DOPMHPOBAHHOE COTJIACHE Ha MPOBEICHHUEC
VICCJIEIOBAHUSI OT BCEX YYACTHUKOB.

Marepuanom uccnenoBanus nociyxwia JJHK, Beiienennas u3 cyxux nsiTeH
KpoBU ¢ wucnoib3oBanuem Habopa DIAtom DNAPrepl00 (OOO «M3oreny,
Poccust). T'eHorunupoBanue rS72550870 ObUIO OCYIIECTBIEHO MpPH MOMOIIU
meroaa [ILIP B pexxuMe peasbHOr0 BPEMEHHU C HCIOJIB30BAHUEM CHELUPUUECKHUX
OJIMTOHYKJICOTHIHBIX TpaiiMepoB U (IyopeciieHTHO-MeueHbIX 30H10B (TagMan)
(OO0 «IHK- cunte3», Poccusi) mo mportokony npousBogutens. Hykneoruanas
NOCJIE0BATEIBHOCTh  aJlJIeNb-CliIeHU(UYECKO MpoObl i TE€HOTUIUPOBAHUS:
rs72550870-F = GCAAGGACACTTTCTACTCGC, rs72550870-R =
TCACCCTCGGCTGCATAG, dmoopodhop FAM cooTBeTcTBOBAN alICIBHOMY
Bapuanty A, a VIC — aimnensHomy Bapuanty G.

CooTBeTCTBHE YACTOT TEHOTUIIOB paBHOBecuio Xapnau-BaiinOGepra Obu1o
MIPOBEPEHO C HCMOodb30BaHWEeM ¥2. CTaTUCTUYECKU 3HAUYUMBbIE Pa3Iuyus ObLIU

npuHATH TIpu p < 0,05 mociie KOppeKUuU Jisi MHOKECTBEHHOTO TECTUPOBAHUSI.

Pe3ysabTarhl U 00CyXK/1EHUE.

[IpeumyiiecTBOM  Haiiero  MOAXOJa K  IMOMYJISIIMOHHOW  OILICHKE
pacnpocTpaHEHHOCTU MUMMYHOACHUIIMTHBIX TEHOTHUIIOB SIBJISCTCS HCCIIEIOBAHUE
MONYJISIIUA  HOBOPOXKJIECHHBIX, KOrJa €Ile HE MPOU30IUI0 HCKIIOYEHHUE
HEOJIaronpusITHbIX T'€HETUYECKUX Bapualui, BO3MOKHOE B CTapIlleM BO3pacTe B

pe3yabTare KIMHUYECKOW peanu3allui TeHETUYECKOU MpeIpacioioKeHHOCTH.
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Yacrorel reHOTMNOB u BapuaHTHoro amens MASP2  rs72550870
npejcTaBlieHbl B Tabiuie 1. AHanmu3 pacnpocTpaHeHHOCTH reHoTuroB MASP2
nokasaJ npeobjgagaHue TOMO3UTOTHOTO BapraHTa AA BO BCEX HCCIEIOBAaHHBIX B
paboTe MOMyJALUSAX, YTO CXOIAUTCS C JOCTYIMHBIMH MHPOBBIMH JIaHHBIMHU.
['erepo3urorssiid reHotun AG rs72550570 BcTpeyaercst B €IMHUYHBIX CIy4YasX y
HEHLIEB W JIOJITaH-HraHACaH 10 CPAaBHEHHUIO C HOBOPOXIEHHBIMH €BPOINEOUIHOIO
MPOUCXOXKJIeHU, MpokuBaromMu B T. KpacHospcka. Yactora renotuna AG y
pycckux (6,6%) cTaTUCTUYECKH 3HAYKMMO BBILIE 10 CPABHEHHIO C apKTUYECKUMU
nonysitusavu - (HeHIBL:  0,3%, p<0,001; monranmsi-uranacansl: 0,9%, p=0,02;
cmemannbie: 2,1%, p=0,02). Takum oOpa3zom, rerepo3uroTHnii Bapuant AG
NpUCYTCTBYET y 16 mu3 242 pycckuX HOBOPOXKICHHBIX, TOrAa Kak cpean 323
HEHIIEB TOJBKO Yy ojHoro. Hu B OJHOM M3 MOMYJSUMOHHBIX TPYyNH HE OBLIO
OOHapy>K€HO TOMO3WUIOT MO MHUHOpPHOMY amwiento G*, accoUMHMpOBaHHOMY C
OTCYTCTBUEM CHIBOPOTOUHON aKTUBHOCTHU MPOTEA3HI.

AnnensHbiii BapuanT G* MASP2 1572550870 umMeer HyJIeBbIe WU KpailiHe
HU3KHE 4YacTOThl B momyismusx Mmupa. CorjacHo HUCTOYHHMKY ensemble.org,
4acToTa B €BPOINEOMIHBIX monyisiusax cocraBiasier 4,0%, B amMepuKaHCKOU
nonymsiuu — 2,0%, cpenu a3uaTcKux u appUKaHCKUX MOMYJISIUA — HyJIeBasl.

B  pesynbraTe  Hamiero - McCiIeJOBaHUS  TOJYYEHbl  JAaHHBIE O
pacrpocTpaHeHHOCTH MyTaHTHOro amrens G* rs72550870 B Poccuiickux
apkrudeckux nomymsanusax: 0,5% cpenn HOBOpoxaeHHBIX Talmbipcko-/onrano-
Henenkoro paitona Kpacnosipckoro kpast (n = 678) u 3,3% cpeau pyccKux T.
Kpacnosipcka (n = 242).

B  pesyaprare aByx HaumOosiee  MHOOPMATUBHBIX  HMCCIIEIOBAHUM,
npoBeaeHusix rpymmnoi S. Triel 8 2007 u 2009 rogax, Moay4eHbl JaHHBIC O JCBITH
myTtaiusax B reHe MASP2, dactota BCTpEYaEMOCTH MYTAHTHBIX aJUIEIbHBIX
BApUAHTOB IOYTH BO BCEX KpaitHe Hu3kue. Toabko B pe3yibTaTe MyTalluu
rs72550870 mpoucxoaut u3MeHeHHsI CTPYKTypbl Oenka MASP-2, uro Bemer k
HapyILIEHUIO €ro CBs3piBaHUs B KoMmiuiekc ¢ MBL wu, kak pesynbrar,

HECIIOCOOHOCTH AaKTHUBUPOBATh CUCTEMY KOMIUIeMeHTa. Kpome 3Toro, aBTOpPHI
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OTMEYAIOT, YTO MMEHHO Yy €BpONeou0B BapuaHTHbIM amnens G rs72550870
SBIISICTCS OCHOBHOM mpuunHOWM Oosiee HHM3KUX ypoBHeith MASP-2 [22]. Tlo
pe3ynpTaTy  MOMYJSAIMOHHOTO  aHaju3a  coolOmaercsi 00  OTCYTCTBHH
romo3urorHoro renotuna GG rs72550870 cpenu  B3pOCHBIX  KHUTAMIEB,
adpuKaHIIeB, €BpPOICOMJIOB, HWHYUTOB ['pennanmuu u  OpaswiblieB [22].
['ereposuroTHpiii BapwaHT mpeobnagan y eBponeonnoB u3 Jlammm (3,9%) u
WHYUTOB 3amajHod ['pennannuum (rae BbICOKA TMPUMECh EBPOICOMIHOMN
NOMyJISIUMK, Kak cooOmaroT aBTopbl) (3,7%), HO He BcTpedalcs B APYTHUX
uccnenoBanubix nomyssamusix  (p <0,0001). Kpome 3T0oro, aBTOpBI MPHBOIST
YacTOThI PEAKOTO a/UIEILHOTO BapUAHTA, MOJIYYSHHbIC IPYTUMHU HCCIICIOBATEISIMU
Ha pa3HBIX TMOMYJANHUSIX Yy 3I0POBBIX JHI] W TAIMEHTOB C Pa3TMYHBIMHU
3a0oneBaHusIMU. Tak, B IMIBEACKON MOMYJISAIIMN OOHAPYKEHO 14 reTepo3uroT cpeau
112 manueHToB ¢ MyKOBHUCIIU030M (dacTtoTa 6,3%) u nath rerepo3urot cpeau 200
310poBbIX Jroaed (uactota 1,3%). B ucciegoBanuu ManyMeHTOB € MCOPUA30M U
YJICHOB MX cemeil 894 uenoBeka Obutd npoTecTupoBanbl Ha MASP2 rs72550870, u
B 0011IeH CII0KHOCTH ObLII0 OOHAPYKEHO 62 reTepO3UroThl U OJTHa TOMO3UT0TA, YTO
JaJio 4acToTy rena 3,6% (anmienb He ObUT CBSI3aH ¢ TcoprazoM). ['oMO3UTroTHOCTH
OblJ1a 3aperucTpupoBaHa y OJHOTO YesioBeKa B Tpynme u3 293 MojabCKUX JETel C
pecnupaTopHbiMU UHGEKIUIMHU U Y OJHOr0 pedeHka ¢ MykoBuciieno3om. HoBoe
MCCIICIOBAHUE HWCIAHCKOM MOMYJSLMM BBISIBUIO JBYX TOMO3UTOTHBIX U3 2008
yenoBek (Bkiodas 967 manueHtoB ¢ mHeBMonwued, 130 mamuentoB ¢ CKB, 43
JeTeld ¢ PeUUIAUBUPYIONIUMU PECIUPATOPHBIMU HMHPEKIusIMU U 868 310pOBBIX
JH07iel), HO accoluanuy 3a00JIeBaHWM C BapUAHTHBIM ajulelieM He ObLIo
BbsiBiieHO. OtcytcrBue amens G MASP2 rs72550870 B Kutae moarBepikaaercs
OTYETOM, B KOTOpOM Huccienayercs BhusHue renotunoB MBL2 u MASP2 na
MPEIPACIIONOKEHHOCTh K TSDKEIIOMY OCTPOMY PECIHUPATOPHOMY CHHAPOMY
(SARS). ¥V Bcex 1757 mpoTecTHpOBaHHBIX a3uaToB aieib G OOHApyKEeH HE
obu1. Takum 00pa3zom, cieayeT caenarb BbIBOA, uTo Kacaercss MBL, a Taxxke
JOPYTUX KOMIIOHEHTOB KoMIuieMeHTa (B ToM uncie, MASP2), neduut cam mo cede

HC IPUBOJUT K 3a00JI€BAaHUIO WIIH BOCIIPUUMHYIHNBOCTHU K I/IH(l)eKLII/IﬂM, a CKopcee



301

302

303

304

305

306

307

308

309

310

311

312

313

314

315

316

317

318

319

320

321

322

323

324

325

326

327

328

329

330

SBIISICTCS MOAM(PHUKATOPOM, KOTOPBIA MOXKET MPOSABIATHCA KIMHUYECKH, KOT/A
TaK)Ke HapyIIalOTCs IPYTrre 3JIEMEHTHI.

Kpome »stOro, pacmpeneireHue dYacTOT MyTalllif, acCCOLMHUPOBAHHBIX C
KoHIeHTpared mnpoteasbl MASP-2 B pasHbIX TONYJISIUAX — OTIMYACTCH.
OtmeueHHoe BbllIe reorpaduueckoe pacnpoctpanenue rs72550870 MASP2 B
COOTBETCTBUM C JAHHBIMH pecypca ensemble.org m pesymnbraToM paboT psijaa
aBTOPOB MOKET OTpakaThb pe3yJbTaT HBOJIOIMOHHOW aJanTalud K pPa3HbIM
YCIIOBHSIM TPOXKHUBaHUS, JIUMO0, Kak Mbl MojaraeMm, <«3(pQPexroM OcCHOBATEI.
WupiMu croBamH, yKa3aHHash MyTallds MOXXET OBITb MCTOPUYECKH MOJIOAON U
4acToTa €€ paclpeiesieHUus MEXJIy KOHTMHEHTaMHM U H30JMpPOBaHHBIMU
HapOAHOCTSIMH CBsSi3aHa C MOMYJSIIIMOHHO-TEHETHYECKUMH TIPOIIECCAMH, HE
BKJIFOUYAIOLIUMH €CTECTBEHHBIN 0TOOD.

Kak ykaspiBasioch BBIIIIE, B HACTOSIIEE BpPEMs MOIMYJAIUOHHBIE YacTOTHI
MYyTallii, aCCOLMUPOBAHHBIX C BPOXACHHBIM nedunurom MASP-2 (1s72550870) B
POCCHUNCKUX MOMYJSALHUAX, B LIEJIOM, U B MOMYJSIIHUSIX KOPEHHBIX HapOJHOCTEH
POCCUHCKUX APKTHYECKUX TEPPUTOPHI, B YACTHOCTH, HE U3y4YEHBI. B HacTosmem
UCCIIEIOBAaHUM ObUIM BIEpPBbIE IMOJIYYE€Hbl JaHHbIE O YacTOTaX TIE€HOTUIIOB
rs72550870 MASP2 cpean KOpEHHBIX HApOAHOCTEH POCCUMCKUX APKTHYECKUX
tepputopuii. [Ipu 3TOM, panee Hamu ObliIa MOKA3aHO, YTO TOMYJIALUNA KOPEHHBIX
HapoJ0B ApPKTUKHM T'€HETUYECKH XapaKTEpPHU3YyIOTCs OOJIbIIEH aKTUBHOCTBIO Kak
MUHUMYM JIBYX Pa3IUYarONIMXCs KOMIIOHEHTOB JIEKTHHOBOTO IyTH aKTHUBAIllUU
xomiuiemMenta — MBL u L-dukonuna [17, 20].

B ocHoBe rumore3bl, OOBACHAWOIIEH pE3yJbTaThl HACTOAILUETO U
NPEIbIIyIINX HAmuX uccneaoBanuii [17, 20] nexuT npeamnonokeHre o TOM, 4TO
HBOJIIOLIMSA YEJIOBEKa MPOJBUTANach B HANpaBICHUM HAKOIUICHUS TE€HOTHUIIOB C
HU3KOW aKTUBHOCTBIO JIGKTUHOBOTO MYTH AKTHBAIIMM KOMILJIEMEHTA, BCIICIACTBHE
HIMPOKOTO PACTIPOCTPAHEHUSI HEKOTOPHIX BHYTPUKIETOYHBIX WH(MEKIIHA, TAKUX KaK
TyOepKyJie3 U Jierpa, Ipu KOTOPBIX HU3Kasi aKTUBHOCTb OTJIEIbHBIX KOMIIOHEHTOB
KAaCKaJHOTO MYTH MOXET OKa3bIBaTh 3alllUTHBIN 3 dexT. Mbl npeamnonaraem, 4ro

W30JUMpOBaHHbIE ApkTHueckue mnomyssauuu Taiimbipckoro [lonrano-Henenkoro
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paiioHa KpacHOSPCKOro Kpass MCTOPUYECKH II03KE CTOJKHYJIHUCh C ITUMH
MHQPEKINUAMU U, TAKUM 00pa3oM, COXpaHUIN CPOPMUPOBAHHYIO HA PAHHUX TAIax
DBOJIIOLIMM YEJIOBEKA BBICOKYIO AKTUBHOCTH JIEKTUHOBOTO IIyTH AKTHUBALUU
KOMIUIEMEHTa. B cBeTe yka3aHHOW TumoTe3bl Mbl 0KMJAJIU M BBIABWIM Oolee
HU3KME LUQpPBl  PacCHpPOCTPAHEHHOCTH TE€HETUYECKUX MapkepoB MASP-2
NePUIUTOB B TMOMYJSIUSAX KOPEHHBIX KHUTeled ApPKTUYECKUX TEPPUTOPUIA
KpacHosipckoro kpas 110 CpaBHEHMIO ¢ eBporeonamu I. KpacHosipcka.
HccnenoBaHne 3THUYECKH aCCOLMUPOBAHHOIO YPOBHS HeCHEeUU(PUUECKOM
IPOTUBOMH(EKIMOHHON 3alllUThl CPEeId KOPEHHOro HacesieHus TalMBIpCKOro
Honrano-Heneukoro paitona KpacHosipckoro kpas MOXHO OyJeT HCIOJIb30BATh
st (GOPMHPOBAaHUS IUIAHOB OPraHoOB MPAKTHYECKOrO 3PABOOXPAHECHHS B
OTHOILIEHUU NMPO(PUIAKTUKH UHPEKIMOHHON 3a00JIEBAEMOCTH U B LEJIAX Hauboee
pPalMOHAIIBHOTO TPUBJICYEHHS] TPYAOBBIX pPECYpcoB Uisi padOT B YCIOBHSX
BO3MOYKHOM BBICOKOW HMH(PEKIMOHHON Harpy3ku. JlONMOJHUTENbHBIN aHaIu3
UHQEKINOHHOW  3a00J7€Ba€MOCTH B  IUIAHMPYEMbIX HaMH K  H3YYCHHIO
APKTHYECKHX MOMYJIALMIX MO3BOJIUT BBIABUTH (DEHOTUITUYECKUE XaPAKTEPUCTHUKH,
COIPSKEHHBIE C BBICOKOM (DYHKIMOHAJIBHOM aKTUBHOCTBIO JIGKTMHOBOTO IYTH
aKTUBAllMM KOMIUJIEMEHTa B pOJIM BakHeHmero (¢akropa TMEpBON JUHUU
MPOTUBOUH(EKIMOHHON 3aIIMTHI, B TOM YUCJIE U B OTHOILIEHUU HOBBIX BUPYCHBIX
3a0oneBannii, Takux kak COVID-19. Takme  KIMHHKO-TE€HETHYECKUE
COIMOCTABJICHUSI YPE3BbIYAHO Ba)XHBI /JIs BBISICHEHUS (DU3MOJIOTMYECKOW PpOoiH
MBL2, ¢ukonunoB u MASP-2, a BbIBI€HHbIE HAMU T€HETUYECKUE OCOOEHHOCTHU
THUYECKU M30JMPOBAHHBIX KOPEHHBIX ApKTHUecKHX nomnyysiunii KpacHospckoro

Kpad IpcacTaBJIAgIOT yHI/IKaJ'IBHBII\/'I maHC JJI IpOBCACHHA TAKOTO UCCICAOBAHMS.

baarogapnocTun.  PabGotra  BblloNiHEHa  npu  (UHAHCOBOM  MOJJIEPIKKE
KpacHosipckoro kpaeBoro (oHma moaaepKKu HAy4YHOW U HAyYHO-TEXHUYECKOU

nestenpbHocTH (rpant Ne 2020090306591).



TABJIUIbBI
Tabmuma 1. Yacrotel reHotunoB MASP2 y HOBOPOXIECHHBIX Pa3UYHBIX
STHUYECKUX  nonyysanuid  Takimeipckoro  Jlonrano-Henenkoro — paiioHa

Kpacnosipckoro kpast u ropona Kpacuosipcka, n (%).

Table 1. MASP2 genotype frequencies among newborns from different ethnic
populations of the Taymyr-Dolgan-Nenets region in the Krasnoyarskiy Kray and

the city of Krasnoyarsk, n (%)

CMmenianHas
JlonraHpl-
IMOITYJIAI A
Henupr HraHacaHe _ Pycckue
['eroTum Mixed _
Nenets Dolgans- _ Russians
Genotype Arctic p
(n=323) Nganasans _ (n=242)
MASP2 populations
(n=112)
(rs72550870) (n=243)
1 2 3 4
1-3=10.05
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
AG 1(0.3) 1(0.9) 5 (2.1) 16 (6.6) 14 <0001
' ' ' ' 2-4=0.02
3-4=0.01
GG 0 (0) 0 (0) 0 (0) 0 (0) -
1-3=0.05
G* 1(0.2) 1(0.4) 5(1.0) 16 (3.3) 1-4 < 0.001
2-4=0.02




3-4=0.01

[Ipumeuanue: yka3ansl TOJIbKO 3HaueHus p < 0.05.

Comments: values with significant p < 0.05 are shown only.
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