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9.K. XycHyTanHoBa

WHOUBUAOYAJIbHbLIE PA3ITUYNA YACIIA
KOMUN MUTOXOHOPUANIbHOWN OHK:
POJIb COLUUATIbHO-OEMOIPA®UNYECKUX

NAPAMETPOB

Bapwaumun yucna konun mtAHK oBycnoBneHbl KOMMNEKCHbIM BO3AENCTBMEM PasnMYHbIX CPEAOBbIX PaKTOPOB, BKMKOYAS XMMUYECKUA, Bro-
TIOrMYecknii unn n3nNonNorMYecKMin CTpecc, Bo3pact, 0CoO6eHHOCTU amBpuroHanbHoro pa3sutus. OgHaKo K HACTOSILLEMY BPEMEHW OCTaeTcsi He-
M3BECTHbIM, Kakne akTopbl U B KaKOM BO3pacTe OKasblBaloT Hauboree 3HauMMbii 3eKkT Ha nameHeHme yncna konun MTOHK n npuBogsaT k
fonbluen annocTaTuyeckon Harpyske. Micxoas 13 aToro, uenbko aHHoW paboThl ABMsiNack OLEHKa BOBNEYEHHOCTM PasfnNyHbIX CoumanbHO-AeMO-
rpagunyeckmx napameTpoB B (hOpMUPOBaHNE MEXMHANBMAYaANbHbIX Bapuauni ymucna konvun mtAHK y 3gopoBbix nHaneugos 18-25 net. B pamkax
[aHHOro nccnegoBaHus Obinn BoisiBNEHbl 3hdeKTbI XKECTOKOro obpalleHunsi B AETCTBE U BO3pacTa Ha MHAMBUAYarbHbIE Pa3Nnyuns B YACHE KOMUiA

MutoxoHapuansHon JHK.

KntoueBble cnoBa: MutoxoHapuansHas OHK, MutoxoHapus, cpenoBble (hakTopbl, MUTOXOHAPUAnbHas TEOpUS CTapeHus, annocratnyeckas

Harpyska.

Differences in mtDNA copy-number are caused by a complex effect of various environmental factors including chemical, biological or physio-
logical stress, age, and embryonic development. However, to date it remains unknown, which factors and at what age have the most significant
impact on mtDNA copy-number and cause greater allostatic load. Therefore, the present study aims to assess the involvement of various socio-de-
mographic parameters in manifesting mtDNA copy-number in healthy individuals aged 18-25 years (N=1065). Within the framework of this study
the effects of childhood maltreatment and age on individual differences in mitochondrial DNA copy number were revealed.

Keywords: mitochondrial DNA, mitochondria, environmental factors, mitochondrial theory of aging, allostatic load.

BeeaeHue. MutoxoHapuun npeacras-
NAT cobOoV  BHYTPUKMETOYHbIE Opra-
Hennbl, MPUCYTCTBYIOLLME MOYTU BO BCEX
39YKapuOTUYECKUX  KIETKax, OCHOBHas
YHKUNST KOTOPbIX 3akrovaeTcs B Npo-
n3BoacTBE OMOXMMMUYECKON 3JHEpPrun B
dopme apeHosuHTpudocdara (ATD)
[1]. Kpome TOro, mutoxoHapuu urpatot
BaXKHYIO porb B perynsuuyM roMmeocrasa
Xenesa v KanbLusi, CUHTE3E FOPMOHOB,
anonTo3se, a Takke B Noaaep>KaHumn OKu1C-

WHCTUTYT GroxumMum n reHeTukn YrnmcKoro
oML PAH: EHUKEEBA Penata ®aHypoB-
Ha — k.6.H., H.c., enikeevarf@gmail.com, KA-
3AHLIEBA AHacTtacus BanepbeBHa — K.6.H.,
c.H.c., OABbIJOBA Onua [OmutpueBHa
— M.H.C.; MYCTA®UH Pyctam HauneBuy —
K.M.H., goueHT bawwknpckoro MMY;

Mcmxonornyecknn  MHCTUTYT  Poccuickom
akagemumn obpasosaHus: JIOBACKOBA Ma-
pvHa MwuxannoBHa — K.MCUXOMN.H., C.H.C.,
MAIJbIX Cepren BopucoBuY — A.MCUXOM.H.,
npod., AencteutenbHbIM uneH PAO, 3aB.
nab.; KOBAC lOnusa BnagumupoBHa — PhD,

npod. TreHeTUKW W MCUXONOrUKM, OUPEKTOP
MexayHapogHoit  nabopatopun  Mexauc-
UMNAVWHaPHBIX  WCCNEAOBaHWi  MHOMBUAY-

anbHbIX pasnuunii B obyyeHun (InLab) B
konnempke longcmut, YHusepcuTeT JloHOo-
Ha, Benukobputanus. ORCID 0000-0001-
9633-6374, Researcher ID (WOS): L-7116-
2019, Autor ID (Scopus): 8680670800. XYC-
HYTOUHOBA 3nb3a KamuneBHa — A.6.H.,
npod., yn.-kopp. PAO, aupektop WHctutyTa
Broxummm n reHetrkn Ycpumckoro OUL PAH.

NUTENbHO-BOCCTAHOBUTENbHOrO GanaHca
[18]. MuToxoHapun oTnMYalTCa OT BCeX
OPYrMX OpraHens >KUBOTHbIX Hanuumem
cobetBeHHon OHK (MuTOXoHApuanbHom
OHK, mTOHK), koTOpas y Yenoseka koau-
pyeT 37 reHoB: 2 reHa pnbocomHon PHK,
22 reHa TpaHcnopTHor PHK, 13 Genok-
koaupyowwmx reHoB [4]. CornacHo nuTe-
paTypHbIM AaHHbIM, Yncrno konun mTOHK
oTpaxaeTr apdekTBHOCTL paboTbl Mu-
TOXOHOPWUIA W, Kak creacTsue, Konuye-
CTBO BblpabaTbiBaeMol KneTkamu aHep-
rmn (AT®), koTopas SABNSETCA BaXHbIM
rnokasatefnieM HOpMarbHOW XW3Heaes-
TenbHOCTU opranmsma [9]. Monekynsp-
HO-3MMAEMUONOrMYeckne nccnegoBaHus
NPOAEMOHCTPMPOBanu, YTO KONMUYECTBO
konun MTOHK B nenkoumtax MoOXeT
yBEMUYMBATL PUCK Pa3BUTUS OHKOMOMU-
Yyeckux 3aboneBanuii, guabeta, cepaey-
HO-COCYyaUCTbIX 3aboneBaHui, 6Gones-
Hel, CBA3aHHbIX CO CTapeHneM, a Takke
NMCUXOMNOrMYECKMX PaCCTPOWUCTB, TaKux
Kak genpeccusa [11]. Konvyectso konumn
MTOHK B opraHmsame uenoBeka CTporo
perynupyetca BO Bpemsa AuddepeH-
LMPOBKN KINETOK, MpuyeM noTpebHOCTb
knetok B AT® nonoxuTensHO Koppenu-
pyet ¢ uucriom konun MTOHK [8]. Kpome
TOro, CyLlecTByeT psii MUCCreoBaHWUM,
AEMOHCTPUPYIOLLKMX, YTO (DaKTOpPbl OKpPY-
Xarowen cpegbl MOryT BAIMATb HA YMCIO
konun MTAHK. Hapsgy c akonornyeckum
cTpeccoM, 0ByCnoBMEHHbIM 3arpa3HEH-
HOCTbIO OKpYXXaloLleln cpedbl, Ha YnCcno

konun MTOHK MOXeT BnusiTb M NCUXo-
3MOLIMOHArbHbIA  CTPECC, CBSI3aHHbIN
C 0OCTaHOBKOW, B KOTOPOW Haxoawrcs
YyerioBek, 0COBEHHO B paHHeM [eTcTBe
[13]. Momunmo aToro BakHbIMK hakTopa-
MU, OKa3blBalOLLMMN HENOCPEOCTBEHHOE
BMUSIHWE Ha ONTMManbHyt paboTy Mu-
TOXOHAPWIA, @ Takke U Ha YUCIo Konumn
MTOHK, aBnsawTca obuwee cocTosiHue
300poBbs 1 06pa3 xun3HM Yenoseka [19].
OpHako K HacTosileMy BpeMeHu ocTa-
€TCSl HEM3BECTHbIM, Kakne akTopbl U B
KakoM BO3pacTe OKasbiBalT Hamboree
3HaYNMbIA 3PPEKT HA M3MEHEHME YUC-
na konun mTOHK 1 npuBogaT k 6onbLuen
annocTtaTnyeckon Harpyske. BoisBneHue
TakMX CpedoBbIX MNPeauKTOpOB 4ucna
konui MTAHK no3sBonuT ny4we noHATb
npupogy Uernoro psiga couvarnbHo-3Ha-
YMMbIX 3aboneBaHNN.

Llenb gaHHon paboThbl - OueHKa BO-
BMEYEHHOCTM Pas3NMYHbIX COLUMArbHO-
aemorpacdunyecknx napaMeTpoB B Bapu-
aummn vucna konu MTOHK y 300poBbIX
VHOVBMAOB YXe B Mepuode paHHen
B3POCMOCTU.

Matepuansi 1 MeToAbl uccnepoBa-
HUA. B nccnegoBaHne Obiny BKMYEHDI
1065 ucnbiTyembix (79,25% xeHwmH 18—
25 neT), KOTopble ABMANUCL CTyAeHTaMu
By30B Pecnybnuku bawkopTtoctaH un Ya-
MypTckon Pecnybnuvkn. AHanusmpyemas
BblOOpKa cocTosina M3 npeacraBuTenem
pasnUYHbIX 3THUYECKMUX rPyMn: PYCCKUX —
357 ven., Tatap — 340, yamypToB — 234,
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CMELUaHHOW 3THUYECKOW MpUHaAMNEXHO-
cTm — 134 yen. Yyactue B uccrnegosa-
HUM SIBNSiNOCb 0OOPOBOSBHBIM, OT BCEX
YyYaCTHUKOB ObINO MOny4yeHo MHMOpMU-
poBaHHoe cornacue. [lusanH nccnegosa-
HYS ObIN 0406PEH ATUYECKNM KOMUTETOM
WHcTuTyTa Bruoxummmn n reHetnkn YOUL]
PAH. WNHdopmauns no u3dyvyeHHbIM co-
uanbHo-aemorpaduryeckm napaMmeTpam
Obina cobpaHa Mpy MOMOLLM OMPOCHbIX
NMCTOB, BKMOYaLWwmx B ceds 16 pasnuy-
HbIX MOKa3aTenemn.

KonuyecTBeHHbIi aHanu3 4ucna Ko-
nui MTOHK npoBogunca ¢ NOMOLLbO
MUP B peanbHOM BpemeHu Ha npubope
CFX96 («BioRad», CLLUA) cornacHo npo-
Tokony Wang ¢ konneramu [16]. Kaxxgbin
aKcnepuMeHTarnbHbIn obpasel, Obin aHa-
nM3NpoBaH B Tpex MoBTOpeHusix. [ns
JanbHenLlero aHannaa ucnonb30Banoch
cpegHee 3HayeHMe MOPOroBOro LMKa
Ct onsa reHoB ND1 n HGB. OTHocuTenb-
Hoe yucno ko MTAHK oueHnBann no
dopmyne 2-24¢ rge AACt = (Ct wirikc (00-
pasua) — Ct,_ . (kanubparop)) - (Ct,
(obpasua) - Ct ., (kanmbpatop)). Cmecb
[OHK Heckonbknx 300poBbIX MHAMBUOOB
(kannbpaTtop) wucnonb3oBanacb B Ka-
YecTBe KOHTpOnbHOro obpasua v 6Gbina
WOEHTUYHON B KaXKO0M 3anycke npubopa.
Cratuctnueckaa obpaboTka npoBoau-
nacb C UCMosfib30BaHNEM MHOXECTBEHHO-
ro JIMHEMHOrO PErpecCMOHHOro aHanumaa,
He3aBUCUMbIMU NEPEMEHHBIMU B KOTO-
pOM SABMSANCA BECb MacCuB W3YYEeHHbIX
coumno-gemorpaduyecknx napaMmeTpoB
C nocnefywoLmMM MoLaroBbIM UCKIOYe-
HMEM HauMeHee 3Ha4YMMOro npeaukTopa
[0 [OCTMXeHUs Hanbornee onTumarnsHON
mofenu. B mpouecce nowaroBoro Bbl-
bopa nepemMeHHbIX Ans OonTUMM3aLmu
pa3mepa mogenu (konMyectsa nepemeH-
HbIX) MCMONb30Bancst MHPOPMAaLMOHHbLIN
Kputepun Akanke, KOadhpuUNEHT geTep-
MUHauun (r?) 1 ypoBeHb CTaTUCTUYECKOMN
3HaummocTun (p-value). CtaTuctunyeckas
0bpaboTka 1 Bu3yanusauus nonyvYeHHbIX
JaHHbIX NpoBoaunack B cpeae R v.4.1.2.
YpoBeHb CTaTUCTUYECKOW 3HAYMMOCTU
npuHumMancs pasHeiM 0,05.

Pesynbratbl U ob6cyxaeHue. Hau-
MEHOBaHWe W CpefHee 3HayeHve u3-
YYEHHbIX coumanbHO-geMorpadouieckmx
nokasartenen npeactasneHsl B Tabn. 1.

B pesynbrate MHOXECTBEHHOro pe-
FPECCMOHHOIO aHanu3a, BKIHYaloLLero
16 pasnuuHbIX  couunanbHo-AeMorpa-
dmyecknux akTopoB B KavecTBe npe-
OVKTOPOB OTHOCUTENBHOIO Yncna Konvn
MTOHK, Obina BbisBNeHa onTumMarnbHas
mozens (R? = 0,03; F = 10,83; P < 0,05),
Bkntovatowasa sospact (B = -0,02; P <
0,01) 1 Hanu4ume xecTokoro obpatlleHus
B getctBe (B = 0,05; P = 0,05) (Tabn. 2).
Vicxoast M3 CKOHCTpyMpOBaHHOW Mofe-

I/I3y'-l€HH]>le counaﬂb}w-nemorpaqmqecmde noxKasarejim

[Tapamerp N (%) [Tapametp N (%)
oxn XKecroxoe obpammenne
B JICTCTBE
My>K4MHBI 221 (20,75) Ja 104 (9,78)
YKeHmmHBI 844 (79,25) Her 961 (90,22)
OTHHYECKas
HPHHAIEKHOCTh buimmrsusy
Pycckue 357 (33,52) Ja 591 (55,49)
Tarapsl 340 (31,92) Her 474 (44,51)
YamypTsl 234 (21,97)
Mertucst 134 (12,59)
MecTo BocIIUTaHHs Hanine .
XPOHUYECKUX 3a00NeBaHUI
Toponckast mectHocts | 609 (57,14) Ja 344 (32,26)
CeJbckasi MECTHOCTh 456 (42,86) Her 721 (67,74)
[Nopsnox poxxaeHus TabakokypeHne
1 646 (60,65) Ja 95 (8,88)
2 327 (30,69) Panee 91 (8,57)
>3 92 (8,66) Huxorza 879 (82,55)
Yucno nereii B cembe YpoBeHb MaTEPHHCKOH 3a00THI
1 216 (20,29) Boicokuii 772 (72,49)
2 564 (53,00) Huskwuii 293 (27,51)
>3 285 (26,71)
JloHOIIIEHHOCTh YpoBeHb MaTepPUHCKOI OTIeKH
Ia 964 (90,53) Beicokuit 590 (55,44)
Her 101 (9,47) Huskwuii 475 (44,56)
YpoBeHsb 1oxona YpoBeHb OTIIOBCKOM 3a00ThI
Hwxe cpennero 113 (10,57) Bricokuit 564 (52,95)
Cpenuuii 878 (82,45) Huzkuit 501 (47,05)
Beiie cpennero 74 (6,98)
CoctaB cemMbU YpoBeHb OTLIOBCKOH OneKu
onnas 892 (83,72) Bricokuit 500 (46,91)
Hemnonnast 173 (16,28) Huskwuii 565 (53,09)

N, oTHocuTenbHoe Yncno konui MTOHK
ObiNO BbIlWE Yy WMHOMBUAOOB, MMEBLUMX
OMbIT XECTOKOr0 POAUTENBCKOrO OTHOLLIE-
HUSI B OETCTBE, B TO BPEMS Kak HeraTue-
Has 3aBMCMMOCTb OTMEYeHa C Bo3pac-
TOM UCNbITYeMbIX (PUCYHOK).

CornacHo nuTepaTypHbIM  [AaHHbIM,
paHHee HebraronpuaTHOe BO3OENCTBUE
MOXET NPUBECTU K HeobpaTUMbIM n3Me-
HEHUsSIM B psiae GUOXMMUYECKUX U MO-
NeKynsipHO-reHeTUYeCcknx rnokasartenen
[21], oTpaxkasicb, B TOM uYnUcrne, u B n3Me-

HeHun yncna konui MTOHK [14]. OgHown
13 NoTeHumMarnbHbIX CUCTEM, KOTOpast MO-
XeT ObITb 3a4eicTBOBaHa B Moaynsaumm
3TUX U3MEHEHWI, IBNSETCH 9HOOKPUHHAs
cuctema, (PYHKUMOHMPOBAHWE KOTOpPOM
0OnocpeaoBaHO akTUBauuen rmnoTanamo-
rmnoun3apHon ocu y nuu, NepexmnsBLInX
XecTtokoe obpalieHune B getctee [7]. U3-
BECTHO, YTO CTPecC MHAYUMpPYEeT CUHTE3
TTIOKOKOPTUKONAOB, KOTOPbIE 3anycKaroT
MOIneKynsipHble MexaHuambl [12], npu-
BOASLUME K M3MEHEHMAM B MNMOTHOCTU

Pacuer napameTpoB ypaBHeHuUs JIMHeiiHOI perpeccun

[Ipeauxrop B CranzmapTHas ommbka | t-kpuTepuid p
Koncranra 1,09 0,10 11,46 <0,01
XKecrokoe obpamenue B nerctee | 0,05 0,02 1,96 0,05
Bo3spact -0,02 <0,01 -3,92 <0,01
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3aB1CUMOCTb OTHOCUTENBHOIO Yncna konui MTOHK oT Bo3pacta u onbiTa )ecTokoro obpatie-

HUA B OEeTCTBe

N YHKUMOHUPOBAHNUA  MUTOXOHAPUIA
BCMEACTBME  MOAUMDMLMPOBAHNS  3KC-
NPeccMn MUTOXOHAPWAIbHbBIX U S0EPHbIX
reHoB [17]. Kpome TOro, rnOKOKOPTU-
KouAbl MOTYT perynuposaTb NpPOLECChI
PYHKLMOHNPOBAHUA MUTOXOHAPUA MO-
CPEACTBOM  aKTMBALMW  IOKOKOPTMKO-
NOHBIX peLenTopoB Ha MembpaHax Mu-
TOXOHAPWIA, perynmpys ux meMopaHHbIN
noTeHumMan n NpuBOAS K 3anycKy BHyTpu-
KNeTOYHbIX CUrHaMbHbIX NyTel, oka3blBa-
IOLWMX 3Ha4MTenbHOe BMsSHWE Ha 6uo-
reHes n yHKUMOHaNbHYK akKTUBHOCTb
muToxoHapun [12, 17]. Ko Bcemy npode-
MY, N3BECTHO, YTO CTPECCOBblE COOLITUSA
B paHHeM Bo3pacTe, K KOTOpbIM, Oe3yc-
NOBHO, OTHOCUTCS eCToKoe obpalleHve
B [leTCTBE, MOryT yBEnu4mBaTb OKWUCMM-
TenbHbIN CTPecc, YTo, B CBOK ovepenb,
NPVBOANT K MOBPEXAEHNIO MUTOXOHAPUIA
[15]. Ha cerogHALWHMI A€Hb HEN3BECTHbI
KOHKPETHbIE MEeXaHW3Mbl Perynsauum ymc-
na konun mMTOHK, ogHako cyllectByeT
rMnoTesa O CBA3W 3anycka pennvkauum
MTOHK ¢ gucdyHKumMen MUTOXOHAPWUNA,
BbI3BaHHOW [ENCTBMEM FOPMOHOB MMO-
Tanamo-runodmsapHon cuctembl [5]. B
3KCMepMMeHTax Ha MOAENbHbIX XXMBOT-
HbIX ObINO MOKa3aHo, YTO B rpynne Mbl-
LUen, NoABeprLnMxca CTpeccy, Uim B OT-
BET Ha BBeJEHNe KOPTUKOCTePOHa Komnu-
yectBo MTAHK yBenuumanoce Ha 210%
MO CPaBHEHWIO C KOHTPOMbHOW rpymnnom
[3]. Takum oBpa3om, KONMMYECTBO KOMUNA
MTOHK, no-sugnmomy, otpaxaer dyHk-
LUMOHanbHble U3MEHEeHWS B  MWUTOXOH-
APVSX, BNNSS Ha NPOM3BOACTBO 3HEPrun
knetkamu. Mcxogs 13 BblLLEN3NOXKEHHO-
ro, CTpecc OKasblBaeT 3Ha4YMMoe BMUS-
HMe Ha COCTOSHME opraHnM3ma B Lienom, B
nepByt0 o4epedb, Ha roMeocTas KNeTok,
OpraHoB U TKaHew, NPMBOAA K MOBbILLEH-
HOMY CNpOCY Ha 3Hepruto, 3a CUHTE3 KO-
TOPOW OTBEYAIOT MUTOXOHAPUMN.

BTopbiM BaXHbIM pe3ynbraTtoM, Mo-
Ny4YeHHbIM B paMKax [AaHHOW paboTebl,

ABMSIETCS OoTpuLaTenbHasi CBsi3b Mexay
BO3PacCTOM MUCMbITYEMbIX Y KONTMYECTBOM
konun MTOHK, 4to cornacyetca ¢ mu-
TOXOHOPVAanbHOW Teopuen CTapeHus.
CornacHo 310N Teopumn HakommneHue no-
BpexgeHun npu pennukauun mMTOHK
(MTOHK nmeet Gonee HU3KYH TOYHOCTb
pennukauum n acpdekTUBHOCTU penapa-
Luun no cpaBHeHwuto ¢ agepHon OHK) npu-
BOAMT K HApYLUEHMIO MPOLECCOB OKUCMN-
TenbHOro ocOpUnNUPOBaHNs 1 npo-
ueccoB cuHTe3a ATO [10]. B cBoto ode-
penb, 3TU HapyLUEHWsT COMPOBOXAATCSH
yBENMUYEHNEM KOHLEHTpauun akTUBHbIX
dopm kucropopa (APK), Takmx Kak cyne-
pokcua, nepokcua BogopoAda U rMapok-
cunbHbI pagukan. A®K cnocobHbl Bbi-
3bIBaTb OKWUCIWTEMNbHbIE MOBPEXAEHNUS
6enKkoB, NMMNNAOB, HYKNEWHOBbLIX KUCHMOT,
OKUCNUNTENbHO-BOCCTAHOBUTEMNbHbIX
depMeHTOoB, a Takke MemMbpaH KINeToK U
opraHensn, BKM4Yasi MUTOXOHAPUM, Tak-
e COMyTCTBYS CHWXEHUIO cuHTe3a AT®
[20]. Kpome Toro, A®K cnocobHbl Bbi-
3blBaTb HOBble noBpexaeHuss B MTOAHK,
Begywme Kk ewe OGonbliemy yBenv4e-
HUIO KOHUeHTpaumm ADK B opraHuame.
MuToxoHOpWaneHas Teopusi CTapeHusi
NoATBEPXKAAETCA NMTepaTypHbIMU AaH-
HbIMUW, CBUAETENLCTBYOWMMM 06 yBENW-
YEeHUN reTeponnasmMuM U yMeHbLLEHUN
yucna konu MTOHK ¢ Bo3pacTom [6, 18],
a Takke pesynbrataMu HacTosILLEero uc-
cnegoBaHus.

3aknwo4yeHune. bbino u3dyyeHo Bnus-
HUe psifa coumarnbHO-AeMorpadnyeckmnx
nokasatenen Ha MeXUHOUBMAYarnbHble
Bapuauun ymucna konun MTOHK y 3go-
POBbIX VMHOVBMAOB BO3PACTHOMW rpynmbl
18-25 net. N3 16 nokasaTenen cratu-
CTMYECKM 3HauMMble pesyrnbraTbl Obinv
nokasaHbl A5 TaKMX NepeMeHHbIX, Kak
«kKecTokoe obpallieHune B [ETCTBE» U
«BO3pacT», noaTBepxgasi yvyactue mu-
TOXOHOPWIA B KayecTBe KIHYEBbIX KOM-
NMOHEHTOB (PM3NONOrMYECKON peakunn Ha

vyl YW

cTpecc y yenoseka. PaHee cumtanocs,
4TO CHwXeHue dncna konun mMTOHK Ha-
unHaeTca B Bo3pacte ~50 net [18], oa-
Hako B pamMKax AaHHOro uccregoBaHusi
BrepBble ObINO MOKasaHo, YTO OTpuLa-
TenbHas Koppensuusi Mexzay Bo3pacToMm
1 yncnom konmn MTOHK ctatuctnyeckn
3Ha4MMa yxxe B CTyQeHYecKoM nepuoae,
a crnegosaTenibHO, U MpoLecchl nocTe-
MEHHOIO CHWXEHWS 3HeproaddekTuB-
HOCTU MUTOXOHAPWUIA HAYMHAKTCS YXe B
aToMm Bo3pacTe. B nutepatype yxe cy-
LLleCTBYET psag nccrnegoBaHuii, onucbiBa-
Wmx nameHeHne yucna konun mMtAHK,
conpoBoXaatLlee KIMHUYECKYI0 Kap-
TUHY genpeccun [11] u noctTpaBmaTu-
YeCcKOoro CTpPeCcCOoBOro paccTponcTea [2],
YTO CBMOETENbCTBYET O BOBIIEYEHHOCTU
MUTOXOHAPWUANbHON ANCYHKLMN B NaTo-
dusnonornyeckne MexaHm3mMbl nNcmxmye-
ckux 3abonesaHuin. 3aBUCMMOCTb Yncna
konu MTOHK oT ncuxoamoumnoHansHoOro
COCTOSIHUSI YernoBeka MOATBEpXKAaeTCs
W pesynbsTaTtoM Hallero vccrnegoBaHus,
Tak, yucno konun mtOHK y nHavemnaos
BapbupoBarno B 3aBMCMMOCTW OT Hamnu-
UM HEraTMBHOIO AETCKOro onbiTa, ogHa-
KO MPWUYNHHO-CIEACTBEHHbIE CBA3W €eLle
npeacTouT u3yynTb. Takmum obpasom,
nonyyeHHble B AaHHOWN paboTte pesynbra-
Thbl OTKPbIBAKOT HOBbIE BO3MOXHOCTU AN
JanbHEenWnX UccrnegoBaHUA B Hanpas-
NEHWUW FTEPOHTONOMMM U NCUXUATPUK.

Paboma eblirnonHeHa rnpu gpuHaHcosou
noddepxke epaHma Pocculicko2o Hayd-
Ho20 ¢poHOa (npoekm Ne 17-78-30028)
8 yacmu cbopa rncuxono2udeckux OaH-
HbIX U 6uonoauyeckux obpa3yos, meaa-
epaHma [lpasumenscmea P® (npoekm
Ne 075-15-2021-595) 8 wacmu cmamu-
cmu4yeckoll obpabomku u 6uouHgopma-
Mu4ecKoe0o aHasnu3a 0aHHbIX, Me2azpaH-
ma [Npasumenscmea Pecnybnuku bauw-
KopmocmaH 8 Yyacmu 2eHOMunupo8aHusi
U3YYeHHbIX 8apuaHMmMos.
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NPUMEHEHUWE MNUP PEAJIbHOIO BPEMEHU
anAa QUArHOCTUKU MYTALUUU Z TEHA PI
Y NAUMEHTOB C JEPULIMTOM AJIbDA-1

AHTUTPUINCUHA

B cTaTbe npeanoxeH NpoCTov MeToa BbISIBNEHWUS OAHOW M3 Hanbornee YacTbix MyTauun PiZ, accoummpoBaHHbix ¢ gecuuntom anbga-1 aHTu-
TPUNCKHA, C UCMOMNb30BaHMEM TEXHONMOMMM NonumepasHo-LenHon peakuum (MNLP) B peansHoM BpeMeHw.
MpuopuTeTHOE UckntoveHre myTaummn PiZ kak Hanbonee 3HaYMMON MOXET NO3BONUTL YCKOPUTL ANArHOCTUKY U caenatb e€ 6onee JOCTYMHOM

ANA NPakTU4eCcKoro 3apaBooxXpaHeHua.

KnioueBble cnoBa: SERPINA1, nedmumnt anbga-1-aHtutpuncuHa, MNLP peanbHoro BpemeHu.

The aim of this study is to develop a method for diagnosing PiZ mutation associated with alpha-1 antitrypsin deficiency using real-time PCR

technology.

A simple method is proposed for detecting one of the most frequent mutations of the Pi gene PiZ associated with alpha-1 antitrypsin deficiency.
Priority exclusion of the PiZ mutation as the most significant one may provide rapid diagnosis and make it more accessible to practical healthcare.
Keywords: SERPINA1, alpha-1-antitrypsin deficiency, real-time PCR.
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BBepgeHue. Llenbto gaHHoro uccne-
[oBaHuA sBrisieTcs paspaboTka meTtopa
auarHoctukn mytaumm PiZ, accouwmmpo-
BaHHOMW C Ageduumtom anbda-1 aHTu-
TpuncmHa (AAT), ¢ uCcnonb3oBaHEM Tex-
HOIMOrMM NONMMMEpPasHO-LIENMHOW peakuun
(MUP) B peansHOM BpeMeHM.

Oednunt anbda-1  aHTUTpUncmHa
(AAT) saBnsieTcs  HacneacTBEHHLIM
3abonesaHnemMm, accouMMpoBaHHbLIM C
pSOOM MyTauui B reHe MpoTeasHoro
WMHrMbuTopa Pi. [eH, KOHTponupyoLwui
ctpyktypy AAT — SERPINA1, pacnona-
raetca Ha AfIMHHOM MfeYye XPOMOCOMbI

14 (14931-32.2), cogepXuT 7 9K30HOB
(4eTbipe kogmpylwmx (2-4 n 5) n Tpn
Hekoaupytowmx (1a, 1b, 1c)), ansa koto-
pbix n3eecTHo 6onee 200 [1] annenbHbIX
BapuvaHTOB, HaCneaywLlmMxca no ayTo-
COMHO-KO4OMUHAHTHOMY Tuny (OMIM
107400).

O6o3Ha4yeHne annenen reHa Pi ocy-
Lectenserca Gyksamu naTMHCKOro an-
dasuta oT A go Z B 3aBUCUMOCTU OT
MONOXeHUst NpofdykTa B rene npu uso-
aneKkTpuyeckom pokycrpoBaHun. Hau-
bonee 4YacTelMy BapwvaHTamMu annenew
anaTca annenn PiM, npu KoTopbix
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