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OBOCHOBAHME. Mo paHHbIM MexpayHaponHon anabetnueckon dpepepauun (IDF) Ha 2021 r., Kaxkabi 10-11 B3pOCAbIi Ye-
NOBEK B MUpe CTpafaeT caxapHbiM anadeTtom (CL1), n3 Kotopbix 90% HonetoT caxapHbim anadetom 2 Trna (CA2). MHorouunc-
NEeHHble NccneoBaHNA CBUAETENbCTBYIOT O TOM, UTO YPOBHU NOANHEHACbIWEHHbIX XUPHbIX KncnoT (MHMK) B kposu BnnaioT
Ha NUNUAHbIN 06MmeH. Ha yposHu MHXKK B KpoBU BMAeT He ToNbKo NoTpebneHne nx C NUWen, a Takxke ux metabonmnsm
C nomoLbio GpepMeHTOB flecaTypasbl, KOAUPYEMbIMI reHaMun fiecaTypasbl XKUPHbIX KucnoT 1 (FADST) n gecaTypasbl XKMPHbIX
kucnot 2 (FADS2).

LEJIb. M3yunTb BKnag reHoB FADST, FADS2 B puck pa3sutuna C[12 cpean nonynaumm AKyTOB.

MATEPUAJIbl U METOAbI. B nccnepoBaHnm yyactsoBan 541 gobpoBonel, y4aCTHUKN — STHUYECKUE AKYTbl O TPEeTbero
nokoneHus. Beibopka 6onbHbIx C[12 cocToAna 13 95 nauneHToB SHAOKPMHONOMMYEeCKoro otaeneHnsa PecnybnvkaHckom 6onb-
HULbl N°2 TocyfapCcTBEHHOrO OLOIKETHOTO yupexaeHua «LleHTp aKCTpeHHON MeanLMHCKON noMoLuy. Mpynnon cpaBHeHNA
cnyxuna Bblbopka 13 446 nobpoBonbLeB 6e3 XxpoHnYeckux 3abonesaHuin. pynna 30opoBbIX AKYTOB Obina pasfeneHa Ha nog-
rpynnbl Mo NoKasatenam nHagekca maccbl Tena (VMT). OgHoHyKneoTuaHble nonumopdusmMbl onpeaenan MeTofoM NosiMmepas-
Hol uenHo peakumu (MLP) c nocnegytowmm aHanu3om nonmopdrama AjiH pecTpuKkLmMoHHbIX dparmeHTos (MOPD).
PE3YJIbTATbI. B HacTtoAwem nccnefoBaHUW YCTaHOBMIEHA BbICOKAA 4acToTa npefkoBbix annenen no SNP rs174537
(72,8-78,1%), no SNP rs174546 (71,3-78,1%) v no geneunn rs3834458 (72,8-77,5%) B nonynaumnmn AKyToB. AHann3 Cunbl CBA-
3n annenemn n reHotunos reHoB FADST / FASD2 c C[12 He noKa3an CTaTUCTUYECKM 3HaYUMble 3Ha4YeHUA. AHanmn3 napHoro
HepaBHOBECUSA CLEMNEHNA U OLEHKM FranfoTUMNOB NO UCCNefoBaHHbIM nonmmopdmamam coctasun r’=0,93-1,00. BoiaBneHa
accoupnauma rannotuna TTT ¢ C[12, koTopblin y 60NbHbIX BCTpeyasnca B 14,5 pa3a value.

3AKJTIOYMEHUE. Pe3ynbTaTthl JaHHOIO MCCNefoBaHUA MOTYT BHECTU BKnag B Oyayuine uccnefoBaHUA NMUTaHUA U OWETb,
a TakXKe B M3yuyeHue BnuAHUA Bosgenctama MHXKK ¢ nuen Ha snureHeTnyeckyto perynaumio buocnHtesa n metabonmsma
MHXK. Heobxoamma panbHenwan paboTta Ana BbIACHEHUA KOHKPETHbIX MEXaHM3MOB, C MOMOLLbIO KOTOPbIX KfacTep reHoB
FADS n gneTa BAMAIOT Ha YPOBHM AnnHHO-LenodeyHbix MHKK y niogei.

KJTIOYEBBIE CJIOBA: rs174537; rs174546; rs3834458; FADS 1; FADS2; oxupeHue; caxapHblli ouabem 2 muna.

HAPLOTYPIC CLUSTER OF FATTY ACID DESATURASE GENES FADS1, FADS2 AND TYPE 2
DIABETES MELLITUS IN YAKUTSK
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BACKGROUND: According to the International Diabetes Federation (IDF) in 2021, one in ten adults worldwide suffers from
diabetes, of which 90% have type 2 diabetes (T2D). Numerous studies indicate that blood PUFA levels affect lipid metabo-
lism. Blood PUFA levels are affected not only by their dietary intake, but also by their metabolism by desaturase enzymes
encoded by the fatty acid desaturase 1 (FADS1) and fatty acid desaturase 2 (FADS2) genes.

AIM: To study the contribution of the FADS1, FADS2 genes to the risk of developing type 2 diabetes mellitus among the Yakut
population.

MATERIALS AND METHODS: A total of 541 volunteers, ethnic Yakuts up to the third generation, participated in the study.
The sample of patients with type 2 diabetes mellitus consisted of 95 patients from the endocrinology department of the Re-
publican Hospital No. 2 of the State Budgetary Institution “Emergency Medical Care Center”. The comparison group was
a sample of 446 volunteers without chronic diseases. A group of healthy Yakuts was divided into subgroups based on body
mass index (BMI). Single nucleotide polymorphisms were determined by polymerase chain reaction (PCR) followed by re-
striction fragment length polymorphism (RFLP) analysis.

RESULTS: The present study established a high frequency of ancestral alleles for SNP rs174537 (72.8 - 78.1%), for SNP rs 174546
(71.3-78.1%) and for the deletion rs3834458 (72.8-77.5%) in Yakut populations. Analysis of the strength of the association of
alleles and genotypes of the FADS1 / FASD2 genes with type 2 diabetes did not show statistically significant values. Analysis
of pairwise linkage disequilibrium and assessment of haplotypes for the studied polymorphisms was r2=0.93-1.00. An asso-
ciation of the TTT haplotype with type 2 diabetes mellitus, which was 14.5 times more common in patients, was revealed.
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ORIGINAL STUDY

CONCLUSION: The results of this study may provide input for future nutrition and diet research to examine the effects of
dietary PUFA exposure on the epigenetic regulation of PUFA biosynthesis and metabolism. Further work is needed to elu-
cidate the specific mechanisms by which the FADS gene cluster and diet influence LC PUFA levels in humans and how they

influence inflammation and disease.

KEYWORDS: rs174537; rs174546, rs3834458; FADS 1; FADS2; obesity; type 2 diabetes.

OBOCHOBAHUE

Mo paHHbIM MexpyHapogHon Anabetuueckon depge-
pauun (IDF) Ha 2021 r., Kaxgbii 10- B3pOCnbIA YenoBeK
B MMpe CTPafaeT caxapHbim Avabetom (Cll), U3 KOTOPbIX
90% 6onetoT caxapHbiM Arabetom 2 Trna (CA2) [1]. B Poccun
Ha Hayano 2023 r. o6Lasa YNCNeHHOCTb BOMbHbIX, COCTOA-
LWMX Ha AMCNaHCepHOM yueTe ¢ avarHosom C12, — 6onee
4,5 mnH uenosek. Mo Pecny6nuke Caxa (AKyTnAa) Ha Havyano
2023 1. KOJINYEeCTBO OOJIbHBIX, COCTOSILUMX HA AUCMNaHCep-
HoMm yueTe no C[12 BO BCex BO3PACTHbIX rpynnax, — 6onee
25 TbicsAY yenoBek, uto coctaBnAeT 2535 Ha 100 Tbic. Hacene-
HuA [2]. Bo3amoxkHO, uncno ctpagatowmx C[12 ropasgo Bbille,
Tak Kak C[12 yacto npoTekaeT 6eccMMMNTOMHO U MOXeT
0OCTaBaTbCA HEAMArHOCTUPOBAHHbBIM B TEYEHNE MHOTMX JET.
Ogurtsova K ¢ coaBr. (2022 r.) npu aHanu3e 215 cTpaH 1 pe-
FMOHOB MO PACNPOCTPAHEHHOCTN HE AMArHOCTUPOBAHHOIO
CH yctaHoBunK, 4to B 2021 I. NOYTU KaXKAbl 2-11 B3POCIIbIN
c AnabeTom He 3Has O TOM, UTo 6oneH [3].

B pa3Butnn C[12 0OCHOBHYIO pOsib UrpaeT HenpaBuiibHOE
NMUTaHKE 1 MaJIONOABMXKHbIN 00Pa3 XKN3HW, a TaKXKe Hacnesd-
CTBEHHAA OTATOLWEHHOCTb, KOTOPas yBENMUNBAET PUCK €ro
pa3suTna B 1,5-3 pasa [4].

B kKnnHunuecknx pekomeHaaumax AMepuKaHCKOM acco-
UMaunmn KNMHNYECKON SHAOKPUHONOMM B NIEYEHUM Nauu-
eHTOB ¢ npeguabeTom u C[12 ocoboe BHUMaHWe yaenseTcs
n3MeHeHVo 06pasa Xn3Hu, BKovaoLlemy prsnyeckyto ak-
TUBHOCTb, perynsipHble ¢pusnyeckue ynpaxkHeHus, a TaKkxe
pekomMeHAauumn no NUTaHuIo, NpegHa3HavyeHHble And ynyJ-
LWeHWA Npodunen rmoKo3bl, TMNMAOB 1 NoAAePKaHUS 3[0-
poBoro Beca. [InAa nuy Co CTOMKO MOBbILLEHHbIM YPOBHEM
TPUNNLEPUAOB HAaTOLWAK PEKOMEHAYETCA NleYeHne C MOMO-
b0 ANETbI C OYeHb HU3KMM COAEP KaHNEM »KMNPOB 1 BbICO-
KMMW [O3aMK OMera-3-XUpPHbIX KNCAOT [5].

Ha ypoBHM NOAMHEHACBIWEHHbIX MXUPHbBIX KUCIOT
(MHXXK) B KpOBM BNNSIET HE TONbKO NOTPeLEeHNE UX C NK-
Len, a TakKe Ux MeTabonrsm C nomollblo GepMeHTOB fe-
caTypasbl, KOOAMPYEMbIMU TeHamMK AecaTtypasbl MKUPHbIX
kncnot 1 (FADST) n gecatypasbl »XMpPHbIX KUcnoT 2 (FADS2).
OpHoHykneotTuaHbln nonumopousm (SNP) rs174537, pac-
NOJNIOXKEHHbBIN B dHXaHcepe reHoB FADST n FADS2 y niogen,
TECHO CBSi3aH C MeTaboNMYECKNM MpPeBpPALLEHNEM JINHO-
NIeBON KUCSIOTbl B apaxmpoHOBYH. JlMua, romMmo3uroTHble
no mnHopHomy annento Trs174537, BeMOHCTPUPYIOT CaMyio
MeaneHHY KoHBepcuto nuwesbix NMHMXK, noutn B gBa pasa
MeAleHHee NO CPaBHEHUIO C FOMO3MTIOTHbIMU HOCUTENAMMU
ocHoBHoro annena G. Kpome Toro, Hocutenu reHotmina TT
YyacTo cynTalTCcAa AePUUMTHBIMK MO QJIMHHOLEMOYEYHbIM
MHXXK, B otnnume ot Hocutenen reHotuna GG, KoTopble
UMEIT 3HauMTeNlbHO 6ofiee BbICOKME YPOBHW apaxupo-
HOBOW KNCNOTbl B KPOBU U TKaHAX [6]. SNP rs174546 reHa
FADS1 Tak)e TeCHO CBfi3aH C KOHLEHTPALMAMU >KUPHbIX
KNCNOT B NJla3aMe 1 C BbICOKMM HEpaBHOBeCHEM MO cuense-
Huio (LD) (r? >0,8) c gpyrumu BapuaHtamm B FADST [7]. SNP
rs3834458 (T/del) pacnonoxeH B NPOMOTOPHON 0651aCTU
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reHa FADS2, HocuTenn muHopHoro annens (Tdel+deldel)
obnagaT 6onee BbICOKMMY YPOBHAMU JIMHOJIEHOBOM
KUCNOTbl 1 6Oflee HU3KUMU YPOBHAMU 3MKO3aneHTaeHo-
BOW, IOKO3aNMeHTEHOBOW U [JOKO3areKkCaeHOBOW KWCNOTbHI,
MO CPaBHEHMIO C TEMU, KTO HECET FOMO3UIOTY OCHOBHOIO
annenaT [8].

LIENTb UCCNEAOBAHUA

Llenbto HacToALero nccnefoBaHna 6bi10 n3yyeHne CBs-
3u reHoB FADST, FADS2 ¢ C[12 y AKyTOB.

MATEPUAJIbl U METOAbl

Mecmo nposedeHus. Habop nauveHTOB 1 MOCTAHOBKA
[VarHo3a npoBOAUINCD B SHAOKPUHOMOMMYECKOM OTAene-
HUM PecnybnukaHckon 6onbHuLbl N22 TocyfapcTBEHHOMO
610 KEeTHOIO yupexaeHusa «LleHTp SKCTpeHHOW MeauLuH-
ckon nomowm» (FBY PBN22 «LI3MIM»). AnA KOHTPOJIbHON
BbIOOPKM Tpynnbl CPaBHEHUS MCMONb30BaHbl 0b6pa3subl
OHK un3 konnekunn 6uomatepurana AHL, KM ¢ ncnonbso-
BaHuem YHY «feHom AkyTun» (per.NeUSU_507512). leHeTu-
yeckoe unccnegoBaHne 1 6monHpopmaLoHHaa o6paboT-
Ka JaHHbIX NpoBefeHbl B nabopatopun HacnegCcTBEHHOMN
MaToNiorMmM OTAeNla MOJIEKY/IIPHON TFeHeTUKU FAKYTCKOro
Hay4yHOro LEHTPa KOMIMIEKCHbIX MEAMLMHCKMX Npobriem
(AHL, KMI).

Bpems uccnedogarus. B nccnegoBaHme BKNOYEHbI NaLy-
€HTbl U KOHTPOJIbHAA rpynna, nognucaswne HGopmMmpo-
BaHHOEe COrfacve Ha NpoBefdeHue reHeTUYeCKUx nccemo-
BaHWI ¢ sHBapA 2018 no gekabpb 2023 rT.

Bcero npotectnpoBaH 541 yenoBek AKYTCKOW Hauuo-
HaNbHOCTY, 3THMYECKas MPUHAANIEXHOCTb YyuMTbiBaNachb
[0 TpeTbero nokoneHus. B nepyto rpynny BoLWAM NaLMeH-
Tbl 3HAOKPVHONIOTMYECKOro otaeneHusa PecnybnukaHckom
605bHMLBI N°2 ¢ yCcTaHOBMIEHHbIM AMarHO30M «CaxapHbil
avabet 2 tuna» (n=95). Bo BTOpYIO rpynny aff CpaBHEHMWS
6binn oTobpaHbl 06pasubl AHK 446 pobpoBosnbueB 6e3
XPOHUYECKUX 3ab0NeBaHN U3 KosleKuumn bromatepurana
AHLL KMIT.

lpynna 3p0poBbix AKYTOB (n=446) Obina pasgene-
Ha Ha MOArpynnbl MO NoKa3aTenAM MHAEKCa Maccbl Tena
(MMT) Ha 3 nogrpynnbl. B 1-10 noarpynny BOWAX NauueHTbl
C HopmasnbHbiIM IMT (o1 18,0 no 24,9 Kr/m?) B Konuuyectse
160 yenosek, BO 2-10 — ¢ BbicOKMM MT (npepoxupeHmne —
oT 25 1o 29,9 Kr/M?) 1 B 3-10 NOArpynny BOLWJM NaLMUeHTbl
c oxupeHmem (n=185, UMT>30 kr/m?).

OnHOLEHTPOBOE CPaBHUTENIbHOE NCCea0BaHNE.
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Bbinenenmne reHomHon 1HK nposoamnnm us uenbHom Kpo-
BV KOMMepYeckum Habopom ans BoigeneHmsa JHK Newteryx
(r. AkyTck, Poccuma).

YcnoBuAa nonvmepasHon LenHon peakuuun (MUP), npa-
Mble 1 o6paTHble NpaiMepbl, TEMMNepPaTypPbl OTXKKra U SHAO-
HyKJieasbl peCcTpPUKUMY NprBeseHbl B Tabs. 1.

OnpepneneHve reHOTUMNOB MPOBOAWIOCh AHANIM30M pas-
MepPOB 06pa3sylmxca ¢parMeHToB (PecTpuKTOB) MnyTem
renb-anekTpodopesa Ha 4% arapo3HOM refie C 6POMUCTBIM
3TgMeM B CTaHOAPTHOM Tpuc-aleTaTHOM Oydepe npu
120 B B TeueHune 1 vaca.

OPUTMHAJIbHOE NCCNEAOBAHNE

[loCcTOBEPHOCTb pa3nuuni B YacToTax annenen u re-
HOTUMOB MeXAY rpynnamy paccuyuTbiBanacb C UCNOJSb-
30BaHMeEM Kputepus xu-keagpar (x?) c nonpaskon Nen-
Tca. OTHOoweHwuA waHcos (OL) n cooTBeTCcTBYIOWMIA 95%
AW 6binn paccunTaHbl AnA OLEHKM Cuibl accoumauummu
SNP reHoB FADST n FADS2 c ncnonb3oBaHuem IBM SPSS
Statistics u BepoaTHOCTN MeHee 0,05 ObIIN NPUHATLI Kak
3HauyMmble. AHaNn3 HepaBHOBecUA No cuenneHuto 3 SNP
“3yyanum nyTeM NonapHoOro cpaBHeHusa r> u D ¢ ncnonb-
30BaHMEM nporpammHoro obecnevyeHuns Haploview
(sepcua 4.2; Broad Institute, Kembpugx, Maccauycetc,
CLWA) [9] n naketom nporpamm «Office Microsoft, Excel
2010».

Ta6nuua 1. Mpaimepbl 1 epmeHTbl PeCTPUKLMK, NCNOMb3yeMble AN1A BbiABNEHNA NOIMMOPPM3MOB reHoB FADST n FADS2 meTofamy NONMMepasHow
LienHoW peaKkummn ¢ NocieayoLwymM aHannsom noamopdusma AvH pecTprKLUMOHHbIX GpparMeHTOB

Fen / SNP Npaiimepbi Temnepa'ruypa DHAOHYKNeasa ®dparmeHTbl pecTpuKLUN
omxura ("C) pecTpukumn (bp)
EADS1 FADS2/  F: CAGGGGAGAGAGGTGGAGTA G — 149; 158 bp
! 64 °C Avall '
rs174537 R: AGGTCTGTCTGGCTGTCTCC T—307bp
F: AGGCTTTATGTCCCCAAACC — 75
FADS1 / rs174546 62°C BssEC| G —75:186 bp
R: GCCTTAACCTCACTGCTCCA T—261bp
FADS2 / F: GGCAGTCTTTATTTGCTGGAGT 64°C Ddel T—9;76;127 n 257 bp
rs3834458 R: ACCTGATGCCGACACAAAG € deletion — 9; 76 1 384 bp

Ta6nuua 2. OnpegeneHune cuibl CBA3W FPYNMbl C CaxapHbIM AnabeTom 2 TMNa ¢ NoArpynnamu 6e3 caxapHoro anabeTa, pasnnyaloLwyxca no 3Ha4YeHUo
NHAEKCa MacCbl Tefa 1 pacnpefeneHunto YacToTbl BCTPEUaeMOCTI annenen nonumopdusmos B reHax FADST n FADS2

Ne lpynna BuiGopKi rs174537 rs174546 rs3834458
CpaBHeHuA T G T G del. T
caz2 774 22,6 774 22,6 77,4 22,6
3p0opoBble 75,7 24,3 75,3 24,7 75,5 24,5
T |T4/13 ol 1,10 1,12 1,11
(95% An) (0,76-1,59) (0,77-1,62) (0,77-1,61)
p 0,69 0,62 0,64
caz 774 22,6 77,4 22,6 77,4 22,6
300poBble C HopmanbHbiM UMT 78,1 21,9 78,1 21,9 77,5 22,5
2 |fA/n3H oul 0,96 0,96 0,99
(95% ) (0,62-1,47) (0,62-1,47) (0,65-1,52)
p 0,93 0,93 0,94
ca2 77,4 22,6 774 22,6 774 22,6
300poBble C NpefoXnpeHnem 72,8 27,2 71,3 28,7 72,8 27,2
3 |TA/N3B oul 1,28 1,38 1,28
(95% ON) (0,81-2,03) (0,87-2,17) (0,81-2,03)
p 0,35 0,21 0,35
ch2 77,4 22,6 774 22,6 774 22,6
300poBble C OXUPEeHnEM 751 249 751 249 75,1 249
4 |TA/N30 oL 1,13 1,13 1,13
(95% ON) (0,75-1,71) (0,75-1,71) (0,75-1,71)
p 0,63 0,63 0,63

Mpumeuanue: [ — rpynna 605bHbIX CaxapHbIM ArabeTom 2 Tuna; [3 — Bce obcnepoBaHHble; 3 — rpynna 350poBbix NauneHToB; A1 — noseputenbHbii
nHtepsan; UMT — nHaekc maccbl Tena; OLLl — oTHoweHwue waHcos; M3B — noarpynna 330poBbix ¢ Bbicokum UMT; M3H — nogrpynna 350poBbix C HOpMarnb-
HbIM IMT; M30 — nogrpynna 300poBbix ¢ oxupeHnem; C[12 — caxapHbiin gnabet 2 Tvna; del. — geneuns; p — ypoBeHb 3HaUMMOCTW.
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ORIGINAL STUDY

MpoTokon nccnefoBaHna ofo6peH TIOKanbHbIM KOMUTE-
TOM no 6romeanumnHckon atmnke npu AHL, KM (npoTtokon
N260 ot 10 anpens 2024 r. PeweHue 2). Bce yyacTHUKM nog-
nucann MHGopmmnpoBaHHOe NOOPOBOJIBHOE cornacue ne-
pef BKIOYEHNEM B UCCiefoBaHme.

PE3YJNIbTATDI

Mbl nccnenoBanu BapriabenbHoCTb reHoB FADST n FADS2
C MOMOLLBID TPEX OAHOHYKEOTUAHbIX MONMMOPPN3MOB
rs174537, rs174546 wn rs3834458. AHann3 pacnpegeneHus
annenen noumopdnsmoB rs174537, rs174546 v rs3834458
rnokasan npeobnagaHue npeaKkoBbix annieneld no agsym SNP
(rs174537, 72,8-78,1%; rs174546, 71,3-78,1%) 1 no TpeTbe-
My SNP (rs3834458, 72,8-77,5%) BbICOKYIO YaCTOTY MyTaHT-
HOro annena (geneumsa) BO BCEX MCCNEAOBAHHbIX rpymnnax
(Tabn. 2). YacTtoTa annenein nccnefoBaHHbIX Nonnumopdus-
MOB CYLECTBEHHO He OT/INYAETCA OT BOCTOYHO-a3MaTCKUX
nonynAUNNn N HEKOTOPbIX aMePUKaAHCKNX, NPeACTaBNeHHbIX
B npoekte «1000 Genomes» [10]. PacnpeneneHue reHo-
TMNOB ANna Kaxporo SNP He OTKNOHANOCb OT paBHOBeCKUA
Xapaun-BaiiH6epra (p>0,05). AHanu3 cunbl CBA3M annenen

N reHOTUNOB MOCPEACTBOM pacyeTa «OTHOLUEHMA LUIAHCOB»
y naumeHToB ¢ C12 c nogrpynnamm 300pOBbIX JML, He MOoKa-
3a/1 CTaTUCTUYECKM 3HauMMble 3HavyeHuA (Tabn. 3).

B cBsiau ¢ Tem, UuTo 0603HAUEHME NPEeaKOBOM U NPOU3-
BOAHOW rannorpynnbl YacTUYHO OnpeaensaeTca reHoTUNnom
SNP rs174537, a Tak»Ke 4Tobbl MOKa3aTb reHeTUYeckne OTHO-
weHus mexay Tectupyembimu SNP, 6b1n npoBegeH aHanums
NapHOro HepPaBHOBECUA CLEMNIEHNA N OL€HKM ranioTUnoB
rno 3 SNP (rs174537, rs174546 v rs3834458) B reHax FADS1
n FADS2. FannoTunbl 6bifin NOCTPOEHBI C UCMOJIb30BaHNEM
[aHHbIX FTeHOTUMMPOBaHMA MOJyYEHHbIX B HAcToALLen pabo-
Te. [MaTTepHbl HepaBHOBecusA No cuennenunto (LD) ana kKom-
6uHaunn n3 3 SNP nokasaHbl B Tabnuue 3. Bcero B Hawen
UccnegoBaHHOW BbIGOpKe AIKYTOB HAaWAEHO 7 ranjoTUnoB
no Tpem SNP reHoB FADS. B pacueT 6panncb raniotunbi,
BCTpeyvarLwmecs ¢ Yyactoton He meHee 0,1%. Hanbonbuee
KONMYeCTBO raryioTMnoB aeHTUGMLIMPOBAHO B Fpynne 340-
POBbIX, HaVMeHbLLee — B rpynne 6onbHbix CA2. B noarpyn-
nax 340POBbIX HAMMEHbLLEee KONMNYECTBO ranjioTUnoB y nuu
C NpefoXnupeHnem.

HalpeHHble rannoTumnbl Mbl YC/IOBHO pa3genuny Ha 4a-
CTble 1 peakue. YacTble ABa ranjioTvna oTMeYeHbl B Tabs. 3
Kak rarnotun N1 (TTd) u N°2 (GGT). B o6ueit cymme yacTtbie

Ta6nuua 3. OnpegeneHune cuibl CBA3U FPYNMbl C CaXxapHbIM ArabeToM 2 TMa € BbiIbopKamm 6e3 caxapHOro AnabeTa, pas3nnyaoWwmxcs o 3HaueHno
NHAEKCa MacCbl Tefa 1 pacnpefeneHunio YacToTbl BCTpe4aeMocTn reHoTunos no Tpem SNP B reHax FADST n FADS2

rs174537 rs174546 rs3834458

Bbi6opku

TT TG GG TT TG GG dd Td TT
ra 61,1 32,6 6,3 61,1 32,6 6,3 54,7 38,9 6,3
3gopoBble 58,1 35,2 6,7 57,8 35,0 7,2 58,3 34,3 7.4
ouw 1,13 0,89 0,94 1,14 0,90 0,87 0,87 1,22 0,84
(AN 95%) |(0,72-1,78) |(0,56-1,43)|(0,38-2,31)|(0,73-1,80) | (0,56-1,44) | (0,35-2,15) | (0,55-1,35) | (0,77-1,93) | (0,34-2,07)
p 0,87 0,84 0,68
ra 61,1 32,6 6,3 61,1 32,6 6,3 54,7 38,9 6,3
MNn3H 61,3 33,8 5,0 62,5 31,3 6,3 61,9 31,3 6,9
oul 0,99 1,04 1,28 0,94 1,07 1,01 0,75 1,40 0,91
(A 95%) |(0,59-1,67)((0,61-1,78)|(0,43-3,81) | (0,56-1,59) | (0,62-1,84) | (0,36-2,88) | (0,45-1,25) | (0,83-2,39) | (0,33-2,56)
p 0,90 0,97 0,45
ra 61,1 32,6 6,3 61,1 32,6 6,3 54,7 38,9 6,3
Nn3B 54,5 36,6 8,9 51,5 39,6 8,9 54,5 36,6 8,9
oul 1,31 0,84 0,69 1,48 0,74 0,69 1,01 1,1 0,69
(AN 95%) |(0,74-2,31) ((0,46-1,51) | (0,24-2,02) | (0,84-2,61) |(0,41-1,33) | (0,24-2,02) | (0,58-1,77) | (0,62-1,97) | (0,24-2,02)
o] 0,6 0,39 0,78
ra 61,1 32,6 6,3 61,1 32,6 6,3 54,7 38,9 6,3
N30 57.3 35,7 7,0 57.3 35,7 7,0 57.3 35,7 7,0
oul 1,17 0,87 0,89 1,17 0,87 0,89 0,90 1,15 0,89
(AN 95%) |(0,71-1,94)((0,52-1,48) | (0,33-2,43) | (0,71-1,94) | 0,52-1,48) |(0,33-2,43) | (0,55-1,48) | (0,69-1,92) | (0,33-2,43)
p 0,83 0,83 0,86

Mpumeuanue: [} — rpynna 605bHbIX CaxapHbIM ArabeTom 2 Tuna; [3 — Bce obcnepoBaHHble; '3 — rpynna 340poBbIx NauymeHTos; IV — noBeputenbHbIn
nHtepsan; UMT — nHaekc maccbl Tena; Ol — oTHoweHwue waHcos; [13B — noarpynna 350poBbix ¢ Bbicokum VIMT; NM3H — nogrpynna 340p0oBbiX C HOpManb-
HbIM UIMT; M30 — noarpynna 350poBbix ¢ oxuperHnem; CL12 — caxapHbiin grnabet 2 Tvna; del. — fgeneums; p — ypoBeHb 3HaYMMOCTK.
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rannoTunel coctaBnAwT 96,8% B rpynne 6onbHbix CO2
n 98,6% B rpynne 380poBbix (Tabn. 4). Pesynbtathl No ya-
CTOTam pasnnyYHbIX BapmaHToB nccnegyembix SNP gaHHoro
nccnepoBaHUA OblIM COMOCTaBNEHbl C AaHHbIMY MPOEKTa
«1000 genomes» 1 BbIABWIO CriedyloLlee: YacTbl y AKYTOB
rannotun TTd consmeprmo BbICOKOW YacTOTOWN BCTpeyaeTca
Yy HAPOAHOCTM KNHb 13 BbeTHama (81,3%), c oguHaKoBoOW Ya-
CTOTOW — Y KUTANCKOW HapOAHOCTU Aal 1 Y nepyaHueB —
78%, Takxe BbICOKaa 4yacTtoTa Yy MeKcuKaHueB — 68,7%.
Pexxe Bcero BcTpevaeTca y KeHunueB ¢ YactoTor 2%. fanno-
TN N22 yalle Bcero BcTpeyaeTca y adpuKaHLEB 1 MHAYCOB
(89-96%). lannoTtnn N2 y kmuTanues gan — 21,5%, KnHb —
18,2%, nepyaHues — 18,8% n mexkcnkaHues — 30,5%, uto
COMOCTaBUMO C HaCTOTON y AKYTOB — 23,9%. Pegkue ranno-
TUMbI, K KOTOPbIM OTHOCATCA N2 3, 4, 5, 6, 7 HaliLeHbl BO BCEX

OPUTMHAJIbHOE NCCNEAOBAHNE

rpynnax v nogrpynnax c pa3Hon Yactotoi. B rpynne 6onb-
Hbix CO2 (Il) BCTpeyaeTcA TONbKO OAUH PEAKUN ranioTun
3 C BbICOKOW 4acToTonm 3,2%. Y 300POBbIX AKYTOB pPelKkuin
rannotnn N3 BCTpeyaeTca TONbKO B NOArpynne ¢ Hopmalsb-
HbiMm MT (M3H, 0,6%) BmecTe ¢ rannotunamm Ne5 mn Ne6
(0,9%). B nogrpynne c npegoxupexviem (M3B) HangeH oguH
penkui rannotun N4 (1,5%). B nogrpynne ¢ oxnpeHuem
(M30) npucyTcTBylOT ABa peaKmx rannotuna, 31o N°4 (0,3%)
1 N°7 (0,3%), 3T1 BapmaHTbl He BCTPeYatoTcA B rpynne 60nb-
Hbix C[12 1 B noarpynne ¢ HopmanbHbiM UMT. Takum obpa-
30M, pegkue rannotunbl N°4 (0,3%) n N°7 (0,3%) BbiABNEHDI
TONbKO Y AIKYTOB C OXMpeHrem 1 He 6onetowux CA2 (M30).
lannotnn N°7 He HamaeH B Apyrux NonynAaumaAx N3 npoekTa
«1000 reHomoB». YacToTa pefKkux ranioTMnoBs npeacrasne-
Ha Tabn. 4, U3 KOTOPbIX Bbllle YacToTa TOMbKO Y rannaotuna

Ta6nuua 4. YactoTa rannoTvnoB 1 HepaBHOBECKE MO CLENEHNIO 1A TPeX Mo TPeM OAHOHYKNeOTUAHbIM nonumopdusmam (rs174537, rs174546 n

rs3834458) pernoHa FADS1-FADS2

Yacrora rannotunos HepaBHoBecue no cuenneHuo (LD)
Yactble Pepgkune
Bbi6opku | FanioTunbl ranaoTunbl
7 2
1 2 3 a 5 6 = 3 SNP D LOD r
TTd | GGT | TTT | TGd | GTd | TGT | GTT | GGd
3 rs174537 -rs174546 0,98 179,3 0,95
(541) 745|237, 08 | 04 | 04 | 03 | 0,1 - rs174537 - rs3834458 0,99 1755 | 0,93
rs174546 - rs3834458 0,98 177,5 0,94
I rs174537 - rs174546 1,0 34,8 1,0
(95) 742 | 22,6 | 3,2 - - - - - rs174537 - rs3834458 1,0 26,9 0,84
rs174546 - rs3834458 1,0 26,8 0,84
r3 rs174537 -rs174546 0,97 145,4 0,93
(446) 74,7 123902 | 04 | 03 | 03 | 01 - rs174537 - rs3834458 0,98 150,5 | 0,95
rs174546 - rs3834458 0,98 153,2 | 0,96
M3H rs174537 -rs174546 0,94 45,8 0,89
(160) 76,6 | 20,9 | 0,6 - 09 | 09 - - rs174537 - rs3834458 0,94 433 0,86
rs174546 - rs3834458 1,0 54,0 0,96
38 rs174537 - rs174546 1,0 351 0,93
(101) 71,3 | 27,2 - 1,5 - - - - rs174537 - rs3834458 1,0 40,2 1,0
rs174546 - rs3834458 1,0 351 0,93
30 rs174537 -rs174546 0,99 65,3 0,97
(185) 74,9 | 24,6 - 0,25 - - 0,25 - rs174537 - rs3834458 1,0 70,3 1,0
rs174546 - rs3834458 0,99 65,3 0,97
rs174537 -rs174546 1,0 9,79 1,0
ACB (96) 3,1 1969 - - - - - - rs174537 - rs3834458 1,0 9,79 1,0
rs174546 - rs3834458 1,0 9,79 1,0
rs174537 - rs174546 1,0 14,1 1,0
ASW (61) | 10,7 | 89,3 - - - - - - rs174537 - rs3834458 1,0 14,1 1,0
rs174546 - rs3834458 1,0 14,1 1,0
rs174537 -rs174546 1,0 5,22 0,56
LWK (99) 2 96,5 - - - 1,5 - - rs174537 - rs3834458 1,0 522 0,56
rs174546 - rs3834458 1,0 7,29 1,0
rs174537 -rs174546 0,98 38,2 0,96
CLM (94) 42 | 569 - - 05 | 05 - - rs174537 - rs3834458 0,98 38,2 0,96
rs174546 - rs3834458 1,0 43,0 1,0
rs174537 - rs174546 1,0 24,3 0,96
MXL (64) | 68,7 | 30,5 - - - 0,8 - - rs174537 - rs3834458 1,0 243 0,96
rs174546 - rs3834458 1,0 26,7 1,0
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ORIGINAL STUDY

MpodonxxeHue mabnuybi 4

Yacrora rannotunos HepaBHoBecue no cuenneHuo (LD)
YacTble Pepgkue
BbiGopKu | FannoTunbl ranaoTunbl
7 2
1 2 3 P 5 6 7 3 SNP D LOD r
TTd | GGT | TTT | TGd | GTd | TGT | GTT | GGd
rs174537 - rs174546 0,96 23,4 0,93
PEL (85) 78,8 | 188 | 1,2 | 06 | 06 - - - rs174537 - rs3834458 0,96 22,3 0,89
rs174546 - rs3834458 0,96 22,3 0,89
rs174537 - rs174546 1,0 46,9 1,0
PUR(104) | 48,6 | 51 0,5 - - - - - rs174537 - rs3834458 1,0 44,8 0,98
rs174546 - rs3834458 1,0 44,8 0,98
rs174537 - rs174546 1,0 29,8 0,97
CDX (93) 78 | 21,5 - - - 0,5 - - rs174537 - rs3834458 1,0 29,8 0,97
rs174546 - rs3834458 1,0 32,1 1,0
rs174537 - rs174546 1,0 44,6 1,0
CHB(103) | 354 | 64,6 - - - - - - rs174537 - rs3834458 1,0 44,6 1,0
rs174546 - rs3834458 1,0 44,6 1,0
rs174537 - rs174546 1,0 444 1,0
JPT(104) | 32,7 | 66,8 - - - - - 0,5 rs174537 - rs3834458 1,0 42,2 0,98
rs174546 - rs3834458 1,0 42,2 0,98
rs174537 - rs174546 1,0 31,7 1,0
KHV(99) |81,3| 182 | 0,5 - - - - - rs174537 - rs3834458 1,0 29,7 0,97
rs174546 - rs3834458 1,0 29,7 0,97
rs174537 - rs174546 1,0 41,5 0,98
CEU (99) | 359 | 63,6 - - - 0,5 - - rs174537 - rs3834458 1,0 41,5 0,98
rs174546 - rs3834458 1,0 43,8 1,0
rs174537 - rs174546 1,0 42,5 1,0
FIN (99) 46,5 | 53,5 - - - - - - rs174537 - rs3834458 1,0 42,5 1,0
rs174546 - rs3834458 1,0 42,5 1,0
rs174537 - rs174546 1,0 39,4 1,0
GBR(91) | 385|615 - - - - - - rs174537 - rs3834458 1,0 39,4 1,0
rs174546 - rs3834458 1,0 39,4 1,0
rs174537 - rs174546 1,0 44,0 1,0
IBS (107) 29 | 706 | 0,5 - - - - - rs174537 - rs3834458 1,0 41,4 0,98
rs174546 - rs3834458 1,0 41,4 0,98
rs174537 - rs174546 1,0 39,6 0,97
TSI (107) | 24,8 | 74,8 - - - 0,5 - - rs174537 - rs3834458 1,0 39,6 0,97
rs174546 - rs3834458 1,0 41,5 1,0
rs174537 - rs174546 0,96 22,8 0,9
BEB (86) 19,2 | 785 | 0,6 - 06 | 1,2 - - rs174537 - rs3834458 0,96 21,4 0,86
rs174546 - rs3834458 1,0 26,1 0,96
rs174537 - rs174546 1,0 18,9 0,89
GIH(103) | 92 | 89,8 | - - - 1 - - rs174537 - rs3834458 1,0 18,9 0,89
rs174546 - rs3834458 1,0 21,8 1,0
rs174537 - rs174546 1,0 14,4 0,65
ITU (102) 93 | 86,3 - - - 4,4 - - rs174537 - rs3834458 1,0 14,4 0,65
rs174546 - rs3834458 1,0 21,7 1,0

MpumeyaHune: ACB — HerpoungHoe HaceneHue 13 bapbagoca; ASW — appoamepukaHubl ¢ KOro-3anapa CLUA; BEB — 6eHranbupl 13 banrnagewa, UHgus;
CDX — kutanubl fan n3 CuwyaHbaHbHa, Kntait; CEU — xutenn wrata lOTa ceBepHOro 1 3anagHoeBponenckoro nponcxoxpeHns; CHB — kutaiiupl xaHb
u3 MNekunHa, Kutain; CLM — konymb6uiiupsl us MepenuHa, Konymb6us; D' — makcrmanbHoe HepaBHOBECKE MO CLIEMIEHNIO VTN MOJTHBIN NepPeKoC ANA AaHHbIX
anneneii n yactot anneneit; FIN — GuHHbI U3 Quunanany; GIH — nHauidlel ryakapaTi ns XbloctoHa, Texac; GBR — 6puTtaHubl n3 AHrnvu u LWotnanauu;
JPT — anoHupbl 3 Tokno, AnoHuns; IBS — nbepuiickoe HaceneHue ns Ucnanmu; ITU — nuguinubl Tenyry n3 Aurmum; KHV — BbeTHamubl 13 T. XoWwWyMuH, BbeT-
Ham; LD — HepaBHoBecwe no cuenneHuto; LOD — norapudm waHcos; LWK — nyxba 13 Babye, KeHnsa; MXL — mekcukaHupl 13 Jloc-AHppkeneca, KanmpopHus;
PEL — nepyaHupl 13 Jluma, MNepy; PUR — nyspTopukaHLpbl 13 MyspTo-Puko; r* — kBagpat koppenaunm; SNP — ogHOHYKNeoTuaHbIi nonumopdusm; TSI — 1o-
cKkaHUbl u3 Vtanuu; Il — rpynna 60nbHbIX caxapHbiM AnabeTom 2 Tvna; [[13 — Bce obcnefoBaHHble; [3 — rpynna 340poBbIx NauneHTos; M3B — noarpynna
3040pPOBbIX C BbICOKMM UMT; M3H — nogrpynna 3a0poBbix ¢ HopManbHbiM VIMT; M30 — noarpynna 350p0BbIX C OXKUPEHNEM.
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N°3 B nepyaHckow nonynauuu. Pegkmin rannotnn 8 (GGd)
NPUCYTCTBYET TOJbKO B BbibopKe AnoHues (0,5%).

AHann3 cunbl ceasm rannotmnos ¢ C12 nocpeacTtBomM
pacyeTa OTHOLIEHWSA LWAHCOB, OTHOCUTENbHOM Mepbl pUcKa
HOCMTENbCTBA KOHKPETHOrO rannoTuna nokasan focToBep-
HYI0 CTaTUCTMYECKYIO CBA3b peakoro rannotuna Ne3 (TTT)
c CO2y akyTos (OW=14,5 W (1,49-141,1)).

OBCYXXAEHUE

MHorouncneHHble unccnefoBaHWA CBUAETENbCTBYIOT
o cBasu mexay MNHXK n pnckom passutna CA2 [11, 12].
B aTom nccnegoBaHum reHoB FADS Mbl O6HapyXunu y siKy-
TOB npeobnagaHne NMpPeaKoBbiX annesiell no CpaBHEHMIO
C eBponenckumun nonynAaunamn. Mo MHEHMI0 MHOTUX UC-
cnepgoBatenen, npeobnajaHne pPasfivyHbIX FreHEeTUUYECKNX
BapuaHToB reHoB FADST / FASD2 B pa3nuuHbIx nonyns-
UMAX — cnefcTBue agantauynn K USMEHEHUAM B paLyioHe
C Lenblo JOCTUXKEHMA HAUBBICLINX KOHUEHTPaLUn OnH-
Ho-uenoyeuHblx MHXK (AL MHXK) [13, 14]. B nccneno-
BaHMAX MaTTbto T. Baknu ¢ coaBT. B 2017 r. noKasanu, 4to
reHol FADS ABNAIOTCA MULLEHbIO €CTeCTBEHHOro OTHOpa,
W NpuvWnn K BbiBogy, yTo B EBpone ot6op otgan npeano-
yTeHMe anienAMm C yNyyLeHHON cnocobHOCTbIO MeTabonu-
3upoeatb AU MHXK B cBA3M ¢ NnpeobnagaHnem B pauuoHe
NPOAYKTOB pacTUTeNnbHOro npouvcxoxpeHna [15]. Nccne-
posatenu [3Huen H. Xappwuc ¢ coast. B 2019 r. npegnono-
XWUNKW, UTO NMPeAKOoBas ranjorpyrna MoXeT ObiTb CBsi3aHa
C apganTauuMen K XoNoAHOMY KIMMaTy Kak peakuma Ha gue-
TUYecKne orpaHnyenma [16].

WccnepoBaHus cBAsn reHoB FADST / FASD2 ¢ CJ2
B Pas3fInyHbIX MONyNAUMAX MOKa3biBalOT NPOTUBOpPEYU-
Bble pe3ynbTaThl. B nccnefoBaHMM naumeHToB GONbHULbI
YKyHHaHb YxaHbckoro yHuepcuteTa Can Baii JIn n coasT.
(2016 r.) yctaHoBUNM cBA3b reHotuna GG nonumopdrsma
rs174537 c puckom pas3Butust C2 1 nwemmyeckon 6onesHum
cepaua, a B uccnefoBaHuu, npoBefeHHoOM B [Nonblue y »KeH-
LUUH B MOCTMEHOMay3e C MeTabosIMyecknm CMHAPOMOM, Ara-
Ta My3uK u coaBrT. (2020 r.) ycTaHOBWAK, YTO HOCUTENN an-
nenu T nonumopdusma rs174546 (FADST) n neneunn B reHe
FADS2 (rs3834458) 6biny CBsi3aHbl C HeGMaronpUsITHbIM
CTaTyCOM >KUPHBIX KACIOT, CNOCOOCTBYIOLMM PA3BUTUIO Me-
Tabonnyeckoro cmHapoma [17, 18]. B npoBeneHHOM Hamu
nccnefoBaHNN pacnpegeneHne YactoTbl annenen n reHoTu-
MOB W aHanu3 cuibl CBA3M Y NaumeHTos ¢ C[12, c nogrpynna-
M 6e3 CJ] He NoKasan CTaTUCTUYECKM 3HAaUNMble 3HAYEHUS.
MNpoTrBOpeuunBbIe pe3ynbTaTbl BO B3aUMOCBA3M C annenamm
n reHoTunamm reHoe FADST / FASD2 ckopee Bcero cBf3aHbl
C pasnvumMem B paLMoOHaXx 1 yKa3blBalOT Ha bonee 3HauMbIN
BK/a COOTHOWeEHUA -3 1 w-6 NMHXK B pa3sButne gaHHbIX
3a600/1eBaHN. BO3MOXHO, BbICOKAs 4acToTa MPeaKOBbIX
annenen B NonynAuumM AKYTOB CBA3aHa C MPOLWbIM npe-
ob6nafaHnemM B paLMOHe NULWN BbICOKOTO COofep»KaHnsa w-3
MHXK. MponcxogAawme B HacToAWEM M3MEHEHUA pPaumno-
Ha B CTOpPOHY npeobnafaHnA pPacTUTENbHBIX MPOAYKTOB
CHKAIOT KOHLUeHTpauuto w-3 MNMHMXK n ogHoBpemeHHO no-
BbILLAIOT YpoBeHb w-6 MHMKK, uto B CBOIO OYepenb BAnAET
Ha pa3fiMyHble MeTabonmyecKke nokasaTenn B opraHu3me.
Muwesble MHXK meTabonusmpylotca npenmMyLecTBEHHO
B MeYeHN 1 MOryT OKa3blBaTb HEMOCPEeACTBEHHOE BAUAHME
Ha BO3HVKHOBEHE HEAJIKOrONIbHOW XKNPOBOI 6one3Hn ne-
yeHn (HAMBIT), koTopoe CBA3aHO C MOBbILEHHbIM PUCKOM
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OPUTMHAJIbHOE NCCNEAOBAHNE

pasBuTtus C2 [19]. B 0630pHOM UccneoBaHUM MeTabonns-
Ma IMNUAOB 1 MeTaboNMUeCcKNX HapyLeHUn B NONynsaumm
akyToB Cmuesor T.M. 1 coaBT. (2021 r.) yCTaHOBMIEHO, UTO
y AKYTOB GnaronpusTHble MoKasaTenv NunuagHoro obmeHa
N XapaKTepur3ylTCA BbICOKAM COfEpKaHeM XOnecTepuHa,
NMNONPOTENAO0B BbICOKOW NMIIOTHOCTU, HU3KOTO CoAepaHunA
TPUNLEPUAOB U 3HAYEHWI MHAEKCA aTePOreHHOCTH MnJlas-
Mbl KpoBu. OHM NpeanonaratoT, YTO OCHOBHbIM MAaTONOI-
Yyecknm GpakTOpPOM Pa3BUTUA HapylleHUsi oOOMeHa BelecTB
cpean KOPEHHbIX XuUTenein ABNAeTC abooMUHASbHBIN TWM
oxunpeHus [20]. NMokaszatenu nMNuAHOro NpPoduns, BO3MOX-
HO, CBA3aHbl C BbICOKOW 4YacTOTOM BCTPeYaemMoCTu cpeau
AKYTOB HeratusHow amnenu G nonumopodusma rs738409
reHa PNPLA3 [21], KOTOpbIl acCcoUUMUPYETCA CO CHUXe-
HMeM YPOBHA XOfiecTepvHa U TPUMNLEPUAOB B Miasme
KPOBM, U HaKoMAeHNeM NNNNLOB B NeYeHW, NPUBOAALLMIA
K HAXKBI[22, 23].

Hawe HabniogeHue 6noka HepaBHOBECWUs MO cuense-
HMIO, oxBaTblBatowero reH FADST n npunerawowyio 4actb
reHa FADS2, cooTBeTCTBOBasIO Mpepblaywmm pesynbraTam
HeCKONbKMX MOMYyNAUMOHHbIX nccnegosaHun [11, 16, 17].
OCHOBHbIM pe3yNbTaTOM Hallero UcciefoBaHmA CTana cTa-
TUCTUYECKN 3HAUMManA cBA3b peakoro rannotnna TTT (3,2%)
c CO2 y akyTtoB (p=0,018). YueHbimn 13 Yexmum Anewem
Makom C coaBT. YCTaHOBJIEHbI 3HaYMMble accoumaunn re-
HoTunoB SNP (rs174537, rs174545 n rs174546; p<0,01),
SNP (rs174570 n 174602, p<0,05) n gByx npeanosaraembix
rannotnnoB (GGGCC ( p<0,01) n TCACT ( p<0,05)) c pacLie-
nneHnem MeTaboNMyeckoro CMHApPOMAa Ha ABa ¢eHoTumna
(MetS1 n MetS2), n3 KoTopbix NepBbIN NMeN bonee BpeaHbIn
KIUHUYECKUI 1 MeTabonunueckuii npodusb, YeM BTOPOI de-
HoTtun [11]. Mapu C. KoHBel ¢ coaBT. u3 VIHHOBaLMOHHOIO
LEeHTpa NUTAHNA 1 300POBbA B CMCTEeMaTMYeCKoM o63ope
BAnAHNA reHoTnoB SNP FADS Ha ctatyc MHXK y 6epemeH-
HbIX EHLUVH, TPYAHOr0 MOOKa 1 AeTel, YCTaHOBWAU, YTO
B BOCbMW MPOBEAEHHbIX UCCNEAoBaHUAX Yy 6GepemMeHHbIX
MOBbLILIAIOTCA KOHLUEHTPaL MM MONEeKyn — npefwecTBeHHN-
KOB NIMHOMNEBOM 1 anbda-TMHONEHOBOW KWUCIOT Y HOCUTe-
nen npepKkoBbix annenen pasnnuHbix SNP FADS. Takxke OHM
YCTaHOBWIM, YTO HOCUTENN NPeKOBbIX annenem reHa FADST
umenu 6onee HU3Ky0 GYHKLMOHANBbHOCTL GEePMEHTOB fAe-
caTypasbl [24]. B 06cepBaMOHHOM KOrOpTHOM UCCefoBa-
HUM accoumaumm mexay nonumopousmamm FADS n Becom
YCTAHOBJIEHO, UTO »KEHLLMHbI, HeCyLue XoTa Obl 0gMH npes-
koBbin annenb SNP FADST u FADS2, 6binn cBfA3aHbl C 60-
nee BbICOKUM pUCKOM Hannuma VIMT=25, yuem romo3uroTol
no MyTaHTHOMyY annenio [25].

Pe3ynbTaTbl JaHHOrO NCCNEfOBaHNA MOTYT BHECTV BKNag
B OyayLive UCCnefoBaHUsi MUTAHMA U OWNETbl, B U3y4yeHune
BNMAHUA Bo3gencTeua NHKK ¢ nuwlen Ha anureHeTnYecKyto
perynsuuio 6uocmHTesa n metabonusma MHXK. Hecmotpsa
Ha TO, UTO B AAHHOM WCCNIeJOBaHMM He Obiflo NpoBefeHo
6UOXMMUMYECKNX UCCefoBaHuUn Ha yposHu L MHXKK, no pe-
3yNbTaTaM MHOTOUYUCIIEHHbIX 3apyDOEXKHbIX 1 OTEUECTBEHHbIX
nccnefoBaHU NOATBEPXAEHA NpAMasa CBA3b MpPeaKoBbIX
annenein no SNP rs174537, rs174546 v geneunn rs3834458
C HM3KMMK ypoBHamu n-3 AL MHXKK. CooTBeTcTBEHHO, NO-
TpebneHne/pobaska n-3 AL MHXK cpeamn akyTcko nony-
NAUNN MOXeT ObITb Hanbonee 3dpdeKTVBHA ANA CHUKEHUS
pucka 3abonesaemoctn C2 n HAXBIT.

Diabetes Mellitus. 2025;28(4):304-312



ORIGINAL STUDY

OCHOBHbIM OFpaHMYEHUEM STOrO MCCefOBaHNA ABNA-
NTOCb TO, YTO He ObINM UcciefoBaHbl NPOdUIN 1 COOTHOLLE-
HUA >KNPHbIX KUCNIOT 4151 OL|€HKM NMOTEHUMANbHbIX QYHKLMO-
HaJIbHbIX MOC/IeACTBUN reHETUYECKMX BapmaLnii B Knactepe
reHoB FADS.

Heobxoanma panbHerwasn paboTa ansd BbIACHEHUA KOH-
KPETHbIX MEXaHN3MOB, C MOMOLLbIO KOTOPbIX KNAacTep reHoB
FADS v gueTta BnuaAtoT Ha yposHu [IL| MHXK y niogei.

3AKNIOYEHUE

Takium 06pa3om B HAcTOALLEM WCCNIefOBaHWM B MOMy-
nAUMN AKYTOB YCTaHOB/IEHA BbICOKaA YacTOTa MpeakoBbIX
annenein no SNP rs174537 (72,8-78,1%), no SNP rs174546
(71,3-78,1%) 1 no peneunn rs3834458 (72,8-77,5%). AHanu3
CUNbl CBA3M annenen n reHotunos reHos FADST / FASD2 c pu-
abeTom 2 Tuna He NoKasas CTaTUCTUYECKM 3HauMble 3Haye-
HWA. AHaNM3 NAapPHOro HePaBHOBECUA CLIEMSIEHMA 1 OLIEHKN
ranjoTUMnoB Nno MCCiefoBaHHbIM MoAMMopdM3mMam cocTa-
Bun r’=0,93-1,00. BbiAaBneHa accoumauma rannotvna TTT
¢ CL12, koTopbill y 605bHBIX BCTpeyasca B 14,5 pasa valye.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn puHaHcmpoBaHusa. iccnenoBaHyie BbINOIHEHO B paMKax
HWP «/3yueHne rpysa HacneacTBEHHOW NaTONOrMmn 1 reHodoHAa Hapo#oB
Pecny6nukn Caxa (AkyTus)» Ne 122041800120-9 ¢ ucnonb3osaHvem YHY
«leHom AxkyTrm» NeUSU_507512.

KoH)nuKT nHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGINKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacToALWEN CTaTbW.

YyacTtume aBTopos. 1aBnosa H.N. — koHuenuma v gnsanH nccne-
f[oBaHMUA, NabopaTopHble MCCeOBaHWA, HanucaHne U pefakTupo-
BaHMe TeKCTa, aHanus, cTaTucTnyeckaa obpaboTka 1 UHTepnpeTauus
nosiyyeHHbIX AaHHbix; Kpbinos A.B. — Habop maTepuana, NnoarotoBka
06pasLoB, pepaakTMpoBaHMe TeKcTa, JlabopaTopHble MCCNefoBaHUS;
BouypoB A.A. — Habop maTepuana, NoAroToBka ob6pasLoB, pegakTu-
poBaHue TeKcTa, NabopaTopHble nccnefoBaHus; KyptaHos X.A. — KOH-
Lenuua n ansaiH ncciefoBaHna, Habop maTepurana, pefakTnpoBaHue
TeKCTa, aHanu3, cTatucTuyeckas obpabotka M MHTepnpeTauna nony-
YEHHbIX AaHHbIX.

Bce aBTOpbl 0gobpunu drHanbHyl0 Bepcuio cTaTbu nepeg nybnu-
Kalueii, BbIpas3unn cornacve HecT OTBETCTBEHHOCTb 3a BCEe acneKTbl
paboTbl, nogpasymeBaloLlylo Haanexallee n3yyeHrve 1 pelueHne Bonpo-
COB, CBA3aHHbIX C TOYHOCTbIO MM BOBPOCOBECTHOCTLIO NGO YacTn

paboTbl.
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