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ObINO CBSI3aHO C Ka4eCTBOM MOTOPHOro
KOHTPONSI.

Bo BBegeHuMn k aToM cTaTbe Mbl yno-
MVHanu, YTo S-annenb CBs3aH C BbICO-
KAM PUCKOM pasBuTUA adPeKTUBHbIX
HapyLUeHW B éBPONENCKNX NONyrnaumnsXx,
HO C HU3KUM PUCKOM Pa3BUTUS TaKMX Ha-
PYLUEHUA B MOHIONMOWUAHBLIX MOMYMALMUSX.
Mo pesynbraTtam HalMX UCCregoBaHWUM
MOXXHO 3aKN4YnNTb, YTO HaNM4Me annens
S ynydLaeT cnocobHOCTM NoAen KOHTPO-
nMpoBaTb CBOE MOBEAEHUE B YCINOBUSAX
nedunumnta BpeMmeHun. Mbl npegnonaraem,
YTO BbICOKAs 4acToTa BCTPEYaeMoCTu
3TOro annens y sikyToB CBsi3aHa C TeM,
YTO OH SBMsieTCca aganTUBHbIM hakTOPOM
B T€X NPUPOOHO-KNNMATUYECKMNX YCIOBU-
s1X, KOTOpble npeanonaralT Heobxoau-
MOCTb ObICTPbIX OLEHOK BHELUHUX COObI-
TUA, NPUHATUSA N UCTIONHEHUST PELUEHUIA.
Takke MOXHO 3aMeTUTb, YTO HOCUTENU
3TOr0 annens nokKasblBalT MEHbLUYHO
YCTOMYMBOCTb BHUMaHUSA NpW BbIMOSHE-
HUW 3a@aHUI, YTO OTPaKEHO B AMHAMMU-
ke anbga-putmMa. ITO MOXET CMyXWUTb
NPUYNHON HapyLLUEHWA, BO3HMKAKLWMX Y
Takux Niogen B CpeaoBbIX YCrOBUSIX, HE
CBSA3aHHbIX C AedULUMTOM BpeMeHu Ans
NPUHATUS PeLLEHUI, HO TpebyoLWwnx Anu-
TEeNbHOW W YCTOMYMBOM KOHLIEHTpaLuu
BHUMaHUS.
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NONMMMOP®U3M ALAS4THR N'EHA FABPZ2
N METABOJIMMECKUU CUHOPOM B AKYT-

CKOW nonynauuu

lMpoBeneH aHanu3 accoumaumun annenbHbiX BapuaHToB rs1799883 (FABP2) ¢ meTtabonuyeckum CMHOPOMOM M €ro KOMMOHEHTaMu y npea-
cTaBuUTEnew SKyTCKON aTHUYECKOW rpynmbl (Mo camoonpeneneHnto) us c. bepaurectsix MopHoro pavioHa Pecnybnukmn Caxa (AkyTus). YcTaHoBneHa
accoumaums reHoTuna AG ¢ abgomuvHanbHelM Tunom oxvpenns OR 1,7 (95% AW 1,01-2,99).
KnioueBble cnoBa: reH FABP2 (rs 1799883), nonumopduam Ala54Thr reHa FABP2, meTabonuyeckuin cuHApPOM, abAoMyHanbHoe OX1peHue,

AKYTCKaa nonynauua.

We analyzed association of allelic rs1799883 options (FABP2) with metabolic syndrome and its components at representatives of the Yakut
ethnic group (on self-determination) from Berdigestyakh village of the Gorniy region of Republic Sakha (Yakutia). The association of genotype AG
with abdominal obesity was established at OR 1,7 (95% CI 1,01-2,99).

Keywords: FABP2 gene (rs1799883), Ala54Thr polymorphism of the FABP2 gene, metabolic syndrome, abdominal obesity, Yakut population.
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BeBegeHue. MeTabonuyeckuin CuUH-
OpoM npeacTaBnsieT coboil KoMMekc
MeTabonuyecknx akTopoB puCKa, CBS-
3aHHbIX C YBENIMYEHNEM PACMpPOCTPaAHEH-
HOCTW AmabeTta n cepaevyHO-COCYANCThIX
3abonesaHuii [8, 12]. Kaxxapblii KOMNOHEHT
MeTabonnyeckoro cMHapoma B onpege-
NEHHOW CTeneHn MMeeT CBA3b C Hacnea-
CTBEHHOCTbIO, YTO CBUAETENbLCTBYET O
TOM, YTO reHeTudeckne akTopbl MOryT
OKa3blBaTb CYLLUECTBEHHOE BIUsIHWE Ha
natoreHes 3Toro cuHgpoma [9, 12, 15].

leH Genka, cBA3bIBAIOLLETO XUPHbIE KNC-
notbl B knwevHuke (FABP2), yyacTByeT B
perynaummn 3axsata v nepeHoca AnvHHO-
LienoYeYHbIX XMPHBIX KUCMOT B KneTkax
aHpgoTenus kuwevHuka [5]. Monvmopd-
Hble BapuaHTbl reHa FABP2 (rs 1799883)
MOryT OKasblBaTb BMWSHWE HAa KOHLEH-
Tpaumio NMNMAOB B Nnasme KpoBu U KX
BHYTPUKINETOYHbIN TpaHcnopT [6]. B nc-
crnefoBaHusX, NPOBEAEHHbIX cpean Mo-
nynsunii ceBepHbIX TeppuTopui, ObIno
MoKasaHo, YTO NUNUAHbI 0BMeH nrpaet



KNIOYeBYHO ponb B apdeKkTMBHOM ajanTta-
LM K yCrOBMUSIM XOnogHoro knumarta [1,
3]. Pecny6nuka Caxa (AkyTusi) oTHOCUT-
CA K TeppuTopusSIM C 3KCTpemaribHbIMU
KNMaTU4eCcKUMy yCroBusiMun, B NepByto
ovyepeb 13-3a HU3KUX Temnepatyp. Aky-
Tbl, YACMEHHOCTb KOTOPbIX MO AaHHbIM
nepenuncn 2010 r. coctaBnsieT 466 492
yer., SABMSOTCA NpeacTaBUTENSAMN LiEH-
TpanbHO-a3naTckoro Tuna ceeepoasnar-
cKoln packl. B HacToslwee Bpems cpean
HaceneHus pernoHa, TaK Xe, Kak u BO
BCEM MVpe, CTPEMUTENBbHO pacTeT 3abo-
NeBaeMOCTb CaxapHbiM AnabeTtom 2-ro
TMna. OTOMy CMocobCTBYOT BbICOKas
YacToTa OXUPEHUS 1 OPYTUX HapYLUEHWUIA
obmeHa BelecTB [2]. ccnepoBaHus, no-
CBSILLEHHbIE N3YYEHNIO CBA3WN MeXay re-
HeTn4Yeckumn akTopamn 1 300POBLEM
YenoBeka, MOryT PacLUMpUTb FpaHuLbl
HaLMX 3HaHWI O BIUSIHAM FEHOB U OKpY-
Xatowen cpefbl Ha deHoTun. B cBsA3n
C 3TUM LeMblo UCCreaoBaHns Gbino uns-
yyeHue cBdA3n nonumopduama Alad54Thr
reHa FABP2 (rs 1799883) c meTtabonuye-
CKUM CUMHOPOMOM W €ro KOMMOHEeHTamu,
a Takke C HEKOTOPbIMU BUOXMMUYECKUMMN
N aHTPOMOMETPNYECKUMM MOKa3aTensamm
y SKyTOB, npefacTaBuTenen LeHTpanb-
HO-a3naTcKoro Tuna CceBepoasnaTckomn
pachbl.

Matepuan n meTtoabl uccnegoBa-
HuA. [pynnbl 6binn chopmmpoBaHbl B
XOAe 3NMAEeMUONOrM4yecKkoro umccnego-
BaHWSA cpean HaceneHus c. bepaurecTsix
lopHoro ynyca Pecnybnukn Caxa (Aky-
M), NPOBEAEHHOro B pamkax 6asoBon
yactn [oc3agaHns MwuHOGpHaykn PO
17.6244.2917/8.9  «KnnHuko-reHeTnye-
Ckve acnekTbl 3abonesaHun, xapaktep-
HbIX ONA KOPEHHbIX XuTenew HAkytun
B COBPEMEHHbIX Yycrosusix». Bcero B
UCCrefoBaHnM MNPUHANUM yyactue 242
Yen., NPeacTaBUTENN SIKYTCKOM 3THWMYe-
CKOW rpynnbl (MO CaMOOMpPEAENEHNIO).
M3 Hux cornacue Ha reHeTnyeckoe uc-
cnepoBaHue GbIno nonyyYeHo y 228 nuu,.
Bce yyacTHuku wuccnepoBaHus Obinu
obcnegoBaHbl MO eduHON Mporpamme,
BKIOYABLUEN [ABYKpaTHOe Wu3MepeHue
aptepvansHoro pasnexdusa (AL), aH-
TpornomeTpuyeckoe obGcrnefoBaHve Mo
CTaHdapTHOW MeToAdvKe, aHanuM3 KoM-
MO3MLUMOHHOMO CcoCTaBa OpraHuaMa Ha
OvoumnegaHcHoM aHanusaTope Tanita
(AnoHust) SSC 330, 3abop BeHO3HOM
KpoBM Ans nabopaTtopHbIX Mccnegosa-
Hun. OnpegeneHve rnoKo3bl, 06LLero
xonectepuHa (OXC), Tpurnuuepvaos,
XonectepvHa nMNonpoTengoB  BbICO-
ko nnotHocTtu (XC JIMNBI) nposogunu
Ha akcnpecc-aHanuaartope Cardiochek
PA (USA) u3 BeHO3HOW KpOBW, B3ATON B
yTpeHHue yvacbkl cnycta 10-12 4 nocne
npvema nuwn. KoHueHTpaumio xonecre-

pvHa NMNONpoTEUAOB HU3KOW MITOTHOCTMU
(XC JIMNHM) paccunTbiBanu no gopmyrne
dpuaBanbaa npu copepXkaHuu TPUrmu-
LuepvaoB B KpoBM MeHee 4,5 MMonb/n.
YpoBHM copepxanua nentuHa, CPB, nH-
cynvHa onpegenanu metogom N®A ¢ uc-
nonb3oBaHMeM HabOpOB NPOM3BOACTBA
DRG. Hanuune metabonuyeckoro CuH-
OpoMa 1 ero KOMMOHEHTOB OMpeaensnm
¢ nomotubo kputepres IDF 2005 r. [8].
KoHTponbHble rpynnbl 6binu chopmumpo-
BaHbl 13 yncra nuy 6e3 onpeaeneHHbIX
MeTaboNNYeCKX HapyLLEHWN.

Metogom TP 6bino  reHoTunmpo-
BaHO 228 o6pasuyoB [AHK. Ons SNP-
reHOTUMUPOBaHNS ncnonb3oBanm
TagMan npo6bl, cneundnyHble yyacT-
Kam, cogepxalumm uHtepecyrowme SNP.
Mpo6bl M Npanmepbl GbiNyM paspaboTa-
Hbl MpX nomoLwy nporpammel Beacon
Designer 8 ot PREMIER Biosoft. B kave-
CTBE penopTepoB OblnM UCMOMb30BaHbI
kpacutenn FAM n R6G, a B kavecTBe
Tywutena — BHQ-1. [MonumepasHyio
LEMHY peakuuio B pearibHOM BpeMeHu
nposoaunu B cucteme CFX96 nponssog-
ctBa Bio-Rad. O6bem peakumoHHom cme-
cu cocTasnsan 25 mkn. Kaxagyro peakumio
NPOBOAMMM B TPEX NMOBTOpax. ATan akTu-
Bauumun nposoaunu npu 95°C B TedeHne 3
MWH, X0 OLHOrO LMKIa COCTOSAN U3 TPEX
TemMnepaTypHO-BPEMEHHbIX OTPE3KOB —
95°C (30 c), 54°C (20 c) n 72°C (20 c).
O6Lee KoOnMYecTBO LMKIOB COCTaBUIO
40.

lMpoBepka COOTBETCTBUS pacnpene-
NEHNsA reHOTUMNOB 3aKOHY PaBHOBECHOTO
cocTosiHus Xapau-BanHbepra npoBoaun-
nachk C MCMONb30BaHNEM OHMaMH-KanbKy-
naTopa Ha canTe https://wpcalc.com/en/
equilibrium-hardy-weinberg/ [7]. Ctatu-
CTUYECKMI aHanM3 AaHHbIX Obin npose-
neH B nakete IBM SPSS STATISTICS 22.
Mpu cpaBHEeHUM rpynn B 3aBUCMMOCTH OT
TMNa AaHHbIX MCMonb3oBany KpUtepuu
MaHHa-YnTtHu n MNupcoHa x2. B kayectse
Mepbl 3hdeKTa BbIYUCMANN OTHOLLEHNE
waHcoB (OR). KpuTnyeckoe 3HadeHune
YPOBHSI  CTaTUCTUYECKOW  3HAYMMOCTU
pasnuynii (p) NpMHUManock paBHbIM 5%.

ViccrnepoBatenbckun  nNpoekT  Obin
opobpeH nokanbHbIM  KOMWUTETOM MO
6103TUKe FIKYTCKOrO Hay4yHOro LeHTpa
KOMMSEKCHbIX MELMULUHCKMX npobnem
(BbInncka 13 npotokona Ne39 oT 26 noHs
2014 r.). Yyactue B nccrnegoBanum obino
MONHOCTbIO  [06pOBONbHBIM.  [lony4yeH-
Has KNMHWYECKN nornesHasi HpopmMauus
Oblna OoCcTynHa Ans y4acTHUKOB Mccre-
[OBaHuS.

Pesynbratbl U obcyxnaeHue. ben-
KW, CBSI3bIBAIOLLME KMPHbIE KUCIOTbI
(FABPs), oTHOCATCS K CEMENCTBY LMTO-
nnasmMaTtu4yeckMx NUnua-CBA3bIBAKOLLMX
6enKoB, y4acTBYyOLLMX BO BHYTPUKIETOY-

32017

HOM TpaHcrnopTe u metabonuame nunu-
poB. [eH FABP2, akcnpeccupylowmics
B SnUTenuanbHbIX KreTKax TOHKOro Ku-
LUEYHMKa, PacrosioXXeH B XPOMOCOMHOM
obnactn 4928-4q31, coctouT U3 4 3k-
30HOB M 3 UHTPOHOB M KoampyeT 6enok,
copgepxawmn 131 amuHokucnoTty. [lo-
numopdusm rs1799883 reHa FABP2 06-
YCIOBIEH 3aMEHOW ryaHUHa Ha anaHuH B
54 kopoHe, YTO NPMBOAMT K 3aMeHe ana-
HVMHa Ha TpeoHuH (Ala54Thr) B ak30He 2.
Benok, cogepxalinii TpeoHuH, obnagaet
oonbwnM CpPoOACTBOM K AJIMHHOLENOo-
YeYHbIM XKMPHBIM KWCMOTaM, Yem ana-
HWH-codepawun BapuaHT [5-6]. FABP2
paccmaTpuBaeTcs  Kak  reH-kaHauaar,
BOBIMEYEHHbIN B MaToOreHe3 CcaxapHOro
nuabeta 2 Tuna, MeTabonnyeckoro CuH-
OpOMa M OXMPEHUSI B PasHbIX 3THUYE-
ckux rpynnax [4, 10, 11, 13, 14, 16]. B To
Xe BpeMsi aHanua3 nuteparypbl nokasan
OVCKYCCUMOHHOCTb  pes3yrnbraTtoB  uccre-
[0BaHUI CBA3N MeXAy NonmmMoprn3Mom
reHa FABP2 n puckoMm pasButua merta-
bonnyecknx HapyweHun. Tak, Zhao T.
¢ coastopamu B 2010 r. 6bIn NpoBeaeH
mMeTa-aHanu3 pesynsratoB 13 wnccnepo-
BaHun ¢ 13451 yyactHukom. O606LLeHne
pe3ynsTaTtoB Mokasano cnabyw CcBs3b
nonumopduama Ala54Thr rena FABP2
CO CTENEHbI UHCYNMHOPE3UCTEHTHOCTH,
BbICOKMM YPOBHEM MHCYIMHA HaTOLLaK n
IMOKO3bl Yepes 2 4 nocne Harpysku [16].
MeTta-aHanu3 Qiu C. n coastopoBs [13],
obbeamHMBLLMIA pedynbTaThl 13 nccne-
poBaHui, BkModaBwmx 2020 cnyyaes
caxapHoro gnabeta n 2910 — KOHTPOIb-
HbIX (6 a3vaTCKmx U 7 eBponenckux nony-
NAuMiA), nokasan Hanuyme accoumaumm
mexay nonumopduamom Alab4Thr reHa
FABP2 n puckom caxapHoro gnabeta 2
TMNa TONbKO ANs asnatckux Mnonynaumn
[13]. Pesynbratbl Meta-aHanu3a Y. Liu
n coastopoB [11] 39 nccnenosanui (24
— caxapHbln guabet 2 tuna, 9 — OXwu-
peHue, 6 — MeTabonu4ecKkMin CUHOPOM)
NpOAEeMOHCTPUPOBANM Hanuyne craTtu-
CTUYECKM 3HAYMMOW CBA3WM Mexay nonu-
mopdwmamom Ala54Thr rena FABP2 n MC
(p =0,031), CO 2 tuna (p< 0,001), HO He
0BHapy>xunm accoumaumm ¢ pUCKOM OXKK-
penus (p = 0,367).

B Hactosiwem wccnegoBaHuu ans
aHanm3a accoumauun annenbHbIX Bapu-
aHToB rs1799883-FABP2 ¢ meTabonuye-
CKMM CWHOPOMOM M €ro KOMMOHEHTamu
ncnonb3oBaHbl OaHHble 228 npeacra-
BUTENEn SKYTCKOM nonynaumm (no ca-
moonpenenenuto). CpegHun  BospacT
y4yacTHukoB coctasun 43,9 (17,5) roga.
ABOOMMHaNbHOE OXMPEHWE yCcTaHoBre-
HO Yy 56,8% y4yacCTHMKOB, MOBbILUEHHbIN
ypoBeHb ALl — y 42%, rvnepriukemus
HaTowak — y 22,4, CHWKEHHbIN YPOBEHb
XC NMNBIM -y 9,7, runeptpurnuuepunae-
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mus y — 5,8, a MeTabonmyeckmiin cMHapoM
B C(OOPMUPOBAHHOM BUAE MO KpUTEPUSIM
IDF (2005 r.) BoIsiBNeH y 16,8% obcnepo-
BaHHOTO HaceneHus.

[Ons  3HaumMTenbHOro GomnbLUIMHCTBA
npeacraBuTene SIKyTCKOWM MOnynsuum
XapakTepHo HocuTenbcTBO annena G
nonumopduama Alad54Thr reHa FABP2
(71%). Mo paHHbIM NUTepaTypbl, YacTo-
Ta HocutenbcTBa annens A B 6onbLUNH-
CTBe MONynsAuMiA TakKe COCTaBIAET OKO-
no 30% [11]. Cpeau obcnenoBaHHbLIX He
BbISIBNEHO nuL, ¢ reHoTunom AA. YacToTa
annenen n reHoTuMnoB Oblna CXOXen Kak
cpean MYXXYMH U XKEHLUWH, Tak 1 B pas-
HbIX BO3pacCTHbIX rpynnax (tabn. 1). Pac-
npegeneHve reHoTMNoB B nogrpynnax
cornacyetcsi C 3aKOHOM pPaBHOBECHOIO
cocTosiHns Xapgu-BariHbepra.

CpaBHUTENbHBIN aHanu3 pacnpege-
NeHNs nokasaTtenen NUNUAHOro u yrne-
BOAHOro obmeHa y obcnefoBaHHbIX N
nokasan, 4To nonMMopdU3M [AaHHOro
reHa He OKasblBaeT 3aMETHOro BIUSHUS
Ha CpefHIo KOHLEHTPaLMIO yKa3aHHbIX
nokasarenen (tabn.2). Cnegyer oTtme-
TUTb, YTO PasnNUuus CpedHUX 3HaYeHuN
OCHOBHbIX @HTPOMOMETPUYECKNX NMOKa3a-
Tenen (MHAEeKC Macchl Tena, OKPYXXHOCTb
Tanuu) B 3aBUCUMOCTU OT reHoTUNa reHa
FABP2 Obinn Gnusku, HO He gocturanu
YPOBHS1 CTATUCTUYECKU 3HAYMMbIX, YTO,
BO3MOXHO, 00ycrnoBneHo HebonbLimm
pasMepom BbIGOPKM.

MC 6bin guarHoctupoBaH y 36 nuu,
4yTo coctaBuno 16,8% ot obuiero ymcna
obcnepgoBaHHbIX. Cpean xeHwuH MC
BCTPEYarncs 3Ha4MTerbHO Yalle, Yem y
My>X4unH (20,9 n 7,6% COOTBETCTBEHHO,
p=0,016), n ero yacToTa yBenu4mBanacb
¢ Bo3pacTtom obcnenoBaHHbIX (C 3,5% B
Bo3pacTte 20-39 net go 28,9% B 60 net
n crapwe, p<0,001). WccneposaHne
KINMHUKO-TEHETUYECKMX —accoumaumn ¢
ncnonb3oBaHuem kputepusa MNupcoHa x2
nokasaso, 4To YypoBeHb 3HAa4YMMOCTM Npu
CpaBHEHUN 4YacTOTbl abgoMMHANBHOrO
OXUPEHWS B rpynnax ¢ pasHbIMU reHOTU-
namu 6bin 6rM3oK K KPUTUHECKOMY 3Ha-
yeHuto (0,045). Mpu aTOM LWAHCHI UMETb
reHotun AG B 1,7 pasa (95% AU 1,01-
2,99) 6binu BbiWwe y nuy, ¢ abgomuHans-
HblM OXxupeHuneMm (Tabn. 3). Yactora MC
W OpYrMx ero KOMMOHEHTOB He 3aBucena
oT reHoTuna FABP2.

3akntoyeHue. Takum obpasom, pe-
3yneTaTthl MCCrneaoBaHUs nokasanu [o-
CTaATOYHO BbICOKYI 4aCTOTy MWHOPHOro
annensa reHa FABP2 54Thr B sikyTCckon
nonynsauun (0,29). AHanu3 KIMHUKO-Te-
HEeTMYeCKUX accoumauuii nokasan BO3-
MOXHYI0 CBSA3b JAHHOro nonvMopduama
¢ abgomuHanbHbeIM oxupeHnem. C y4e-
TOM LUMPOKOW pacrnpoCTpaHEeHHOCTN B
[aHHOW rpyrnrne HaceneHus Takux meta-

Pacnpenenenne yacToThl ajuielieil U reHoTuNnoB nojumoppusma ALAS4THR

reia FABP2 B IKyTCKOM NOIMy/IsALUU*

UYacrota (95% JAN) p
I'pynma n Amntenns
G A
JKeH1HbBI 70,2 (64,9-75) 29,8 (25-35,1)
Y — 1672 | 729(65.1-79.5) | 27(20.5-34.8) 0,629
006a nona 228 71,1 (66,7-75) 28,9 (25-33.2) 0,548
20-39 ner 91 70,9 (63,9-77) 29,1 (23-36,1)
40-59 ner 88 72,2 (65,1-78,3) | 27,8 (21,8-34,9)
60 net u crapiie 49 69 (60-77,6) 30,6 (22,4-40.,3)
T'enotun
GG AG
KeHIHBI 156 40,4 (33-48.2) 59,6 (51,8-67) 0.439
MyKUUHEL 12 45.8 (34,8-57,3) 54,2 (42,7-65,2) >
006a nona 228 42,1 (35,9-48,6) 57,9 (51,4-64,1)
20-39 ner 91 41,8 (32,2-52,2) 38,2 (48-67,8)
40-59 et 88 443 (34,4-54,7) | 55,7 (45,3-65,6) 0,817
60 net u crapiie 49 38,8 (26,4-52.8) 61,2 (47,2-73.,6)

* PacmpeneneHne reHOTHIIOB BO BCEX TPYIIIIAX COMIACYETCs C 3aKOHOM PaBHOBECHOTO COCTOSI-
Hus Xapau-BaitHOepra; p — JOCTUIHYTBIM YpOBEHb CTAaTHCTHUECKOHN 3HAYMMOCTH pa3InIuii

TIPH CPaBHEHHUH TPYIIN C UCTIOIB30BaHHEM KpuTeprst [Tupcona 2.

AHTpONOMeTpUYECKHE U OMOXHMHUYECKHe 0KA3aTeJ! B 3aBUCHMOCTH OT FeHOTHIA
Ala54Thr rena FABP2

T'enorumn n (%)
[Moka3zarenb GG AG P
n Me (Q1;Q3) | n Me (Q1; Q3)
Bospacr, et 96 | 45,7 (25,3; 56,8) |132 47 (27; 59) 0,512
CAJI, Mm prer. oq | 32019630 11320120,0 (109.8; 132.4) 0,261
JAJl, MM pT.CT. 94 | 76,5 (69,6; 82,8) |132| 77,3 (70,0; 86,9) |0,416
OXC, MMOJIB/JT 96 4,4 (3,5;5,1) [130 4,4 (3,7;5,5) 0,199
XC JITIBIT, MMoJIb/51 96 1,7 (1,4;2,1) 130 1,7 (1,4;2,2) 0,348
Tpurnunepuipl, MMOJIb/IT 96 0,9 (0,8;1,0) (130 0,9 (0,8; 1,1) 0,295
XC JIITHII, MmMoms/i1 96 2,1(1,4;2,8) |130 2,2 (1,5;3,1) 0,281
T'1roK03a, MMOJTB/JT 94 5,1(4,6;5,5) |[129 5,1 (4,7;5.5) 0,953
Jlerrrun, Hr/mi 94 4,8(4,3;5,2) [130 4,7(4,3;5,2) 0,977
Wucynun, MkEn/mi 94 | 19,5(13;27,5) [130 18 (12,6;27,7) (0,730
CPB, mr/n 94 | 0,2(0,07;1,9) |130| 0,3(0,07;1,2) 0,720
VM, kr/m? 94 | 22,6 (20,3;27,5) |127| 24.2(21,8;27.8) |0,066
OKpPY>KHOCTh TaJHHU, CM 92 | 83,8(76,2;95,4) [128| 88,1(79,8;97,0) |0,082
TIpoweHT knpa 92 | 242 (16,6; 32,6) |126 29,1 (21,4;34,6) |0,107
Macca cBoOOHAs OT KHpa, KT 94 | 43,6 (40;52,4) |127| 43,1(39,7;49,6) |0,677

IIpumeyanue. p — JOCTUTHYTHIN YPOBEHb CTAaTUCTUYECKON 3HAUMMOCTH pa3INyuuil IPHU CpaBHE-
HUHM TPYIII C MCHONIB30BaHueM Kputepusi Manna-Yurau; Me (Q1; Q3) — mequana (25-75%);

NMT- ungekc Macchl Tena.

Ananau3 acconuanuii momumMop¢HueIx BapuanToB Ala54Thr rena FABP2

¢ MeTa00/IM4eCKUMHU HapyIeHHsIMH

*

0,

Hapymenne* réHG"Tm" Ij;é’) OR (95%CI) | p
MeraGonuueckuii curapom n=214 13 (14,8)] 23 (18,3) | 1,57 (0,76-3,2) |0,503
IToBbimeHnbId ypoBeHb AJ] n=226 38 (40,4)| 57 (43,2) | 1,12 (0,65-1,9) 10,679
T'unoanbdhaxonecrepunemust n=226 10 (10,4)| 12 (9,2) | 0,87 (0,36-2,1) 0,766
['uneprpurnuuepuaemMus n=226 5(52) | 8(6,2) | 1,19(0,38-3,8) 10,763
T'uneprinkemust Hatomak n=223 22 (23,4)] 28 (21,7) 1 0,91 (0,48-1,71) |0,764
AGnomMHuHATBHOE OKHpeHue n=220 45 (48,9)] 80 (62,5) | 1,74 (1,01-2,99) 10,045

10 kputeprsiM IDF 2005 T. p — JOCTATHYTHI yPOBEHbL CTATHCTAYECKON 3HAYMMOCTH pas-

JMYHi TIPU CPaBHEHUH TPYIIN ¢ MCTONb30BaHueM Kputepus [npcona x% OR (95%CI) — oT-
HOILICHHE MIAHCOB C 95%-HbIM JIOBEPUTEILHBIM HHTEPBAJIOM.




Oonnyecknx HapyLleHW, Kak OXupeHue
N MOBbIWEHHbIN ypoBeHb Afl, a Takxe
pacTtylieli 3aboneBaemMocTy caxapHbiM
anabetom 2 Tvna, HeobxogMMo Npoaos-
XWUTb MOWCK FEHOB MNpeapacrnonoXeHHo-
CTU K 3TUM 3aboneBaHusM.
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C.K. KoHoHoBa, O.I. Cngoposa, ®.A. lNnatoHos, B.J1. xeBckas,
3.K. XycHytanHoBa, C.A. ®epoposa

F’EHETUMECKOE TECTUPOBAHUE

N UHOPOPMUPOBAHHOE COIMACMUE

ana CNMMHOLUEPEBENNAPHOW ATAKCUM

| TUNA, HAMBONEE PACNMPOCTPAHEHHOIO
HACNEOCTBEHHOIO 3ABOJIEBAHUA

B AKYTCKOM nonynauuu

B ctatbe ob6cyxpatoTcs Bonpockl HpopMupoBaHHoro cornacus npu JHK-tectupoBaHum cnmHouepebennsipHoii atakcuu 1-ro Tmna, Hanbonee
pacnpocTpaHEHHOro B SIKYTCKOW NONynsLMu HacneacTBeHHoro 3aboneBaHms ¢ No3gHUM Hadanom MaHudectaummn. OnvcaHbl pasHble aTanbl Npo-
Leaypbl nony4eHns MHOPMMPOBAHHOIO COrfiacusi Npu MeanKo-reHETUYECKOM KOHCYNBTUPOBAHUM U MPY HayYHbIX UCCredoBaHWsAX. YCTaHoBNeHa
LenecoobpasHOCTb BHeAPeHUs G1MO3TUYECKOro NPUHLMNE HEPACKPbLITUS TeHETUYECKON MHopMaLun ANs y4acTHUKa Hay4YHOro uccrenoBaHus no
N3y4YeHWIo HacneacTBEHHbIX BonesHel ¢ no3gHen MaHudecTaumen.

KnroueBble cnoBa: [JHK-TectupoBaHue, HacrneacTBeHHble 6ore3Hun, MHOopMUpoBaHHOe cornacue, cnuHouepebennsipHas atakcus 1 Tuna.

The article discusses the issues of informed consent for DNA testing at type 1 spinocerebellar ataxia, the most common hereditary disease

KOHOHOBA CappgaHa KoHoHOBHa — K.0.H.,
c.H.c. AHL KMIM, konsard@rambler.ru; CU-
OOPOBA OkcaHa NaBpunbeBHa — H.c. AHL|
KMM; MINATOHOB ®epop AnekceeBuY —
A.6.H., ampekTop UHcTutyTa 3gopoBbs CBOY
mm. M.K. Ammocoa; MXKEBCKAA Bepa Jle-
OHMAOBHA — [A.M.H., Npod., 3aM. AMpeKTopa
Megnwko-reHetnyeckoro HL, (Mocksa); XYC-
HYTOUHOBA 3nb3a KamuneBHa — A.6.H.,
npod., Bpuno anpekropa HAW bul” YHL, PAH;
®ENOPOBA CappaHa ApkagbeBHa — 4.6.H.,
c.H.c. AHL| KM, 3aB. nab. NH-Ta ecTecTBeH-
HbIX Hayk CBOY.

with late onset of manifestation in the Yakut population. Different stages of obtaining informed
consent in medical genetic counseling and in scientific research are described. The expediency
of using the bioethical principle of non-disclosure of genetic information for a participant in a
scientific study on the research of hereditary diseases with late manifestation is established.
Keywords: DNA testing, hereditary diseases, informed consent, type 1 spinocerebellar

ataxia.

BBepgeHue. HaumHaa ¢ 70-x rr. npo-
wnoro cronetuss paboTbl MO KMOHMPO-
BaHno [OHK 4enoseka pasBuBanucb
ObICTPbIMM  TEMNAMM M 3aBEPLUUIIUCH
ycnewHbiM npoektom «eHom Yenose-
Ka» no MOMHOWM paclngpoBKe Hykre-

otngHon nocnegoeartenbHocTn  OHK,
OTKpbIB GOnblLUMEe NepcneKkTVBbl AN
pa3BuMTUs HOBbIX 0b6nacTer Hayku wu
NPakTUKM, B TOM YUCHE MOSEKYISAPHOMN
rEHETUKUN, ITHOFEHOMUKM, MOMEKYTSIPHON
MeAULUMHbI U T.4.





