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AHHOTAINS

B kauecTBe BO3MOKHBIX T€HETHMUECKUX NMPUYMH (POPMHUPOBAHMS MATO300CIEPMUU
MOXHO paccMaTpuBaTh MOJUMOPGU3M I'€HOB, OEJIKOBBIE MPOAYKTHI KOTOPHIX BOBJIECYEHHI B
IpoLecchl  crepMaroreHesa, (QoOpMHUpPOBaHUS  (PYHKLIHMOHAJIBHO 3peliol  CTPYKTYpbI
criepMaro3ouioB. BaxkHOI 0COOEHHOCTBIO (DYHKIMOHAIBHO AKTUBHBIX KIIETOK SIBIISETCS
ACUMMETPUYHOCTh JIMOUAHOTO OHUCIOsA KJIETOYHbIX MeMOpan. @nunma3za ATPSAL
OTBETCTBEHHA 3a IepeMmenieHne Qocdaruauicepuia BO BHYTPEHHUN JIMIMIHBINA CIOM.
[TosiBnenue ocharuaniacepuHa BO BHEITHEM CIIO€ SBISETCS OAHUM U3 MApKEPOB aronTo3a.
[lenpto paboThl ObUIO W3Yy4YHTH accormanuio 152290870 rena ATP8AI ¢ pa3Butuem
MaTO300CIEePMUN Y MYKUMH. Martepuanom ajisi ucciaenoBanus nociayxmwim oopasnsl JJTHK,
BBIJICJICHHBIE U3 35KyJaTa 143 HEpOACTBEHHBIX MYKUYMH PENPOIYKTUBHOro Bo3pacrta. Ilo
pe3ysbTaTaM CIIEPMHOJIOTHYECKOTO aHanu3a oOpasibl 3SKy/IsATa ObUIM pasjesieHbl Ha 3
IPYIIBI:  HOPMO30OCHEPMHMS,  TEPATO300CHEPMUSA,  OJUIOACTEHOTEPATO300CIEPMHUSI.
IToka3aHo, 4TO B Tpynmne ¢ HOPMO30OCIEPMUEH Y MYKUUH, T€TEPO3UTOTHBIX 10 152290870
renHa ATP8AI, craTUCTUYECKHM 3HAYMMO CHHKEHA [OJISl CIEPMAaTO30MIO0B C OBICTPHIM
MOCTYyIAaTeNIbHbIM JBHKeHUEM. [loo0Hasi 3aKOHOMEpPHOCTh BBISIBJICHA W JUIsl TPYMIbI C
OJINTOACTEHOTEPATO300 CIIEPMHUEH. MyX4uHBI  C  OJMI0AaCTEHOTEPATO300CIEPMUEH,

rerepo3urotHelie 1o 152290870 rena ATP8AI, XapakTepus3ylOTCs U HAaUMEHBIINM YHUCIOM
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CIIEPMAaTO30UI0B C HOpMalbHOM Mopdonorueit. s HUX e XapakTepHa U HaWMEHbIIas

4acToTa YKU3HECIIOCOOHBIX CIICPMATO30MU 10B.

KiroueBsie cioBa: narozoocnepmus, ATP8A1, monumopdusm rena

Analysis of the association of ATP8A41 gene polymorphism with pathozoospermia

Yarovaya E.V., Sherchkova T.A., Mashkina E.V.

Southern Federal University, Rostov-on-Don, Russia

Abstract

Polymorphisms in genes whose protein products are involved in spermatogenesis, the
structure of functionally mature spermatozoa formation, can be considered as possible genetic
causes of pathozoospermia. An important feature of functionally active cells is the asymmetry
of the lipid bilayer of cell membranes. Flippase ATP8A1 is responsible for the translocation
of phosphatidylserine to the inner lipid bilayer. The appearance of phosphatidylserine in the
outer layer is one of the markers of apoptosis. The aim of this study was to investigate the
association of 152290870 of the ATP8A1 gene with the development of pathozoospermia in
men. DNA was isolated from the ejaculate of 143 unrelated men of reproductive age. Based
on the results of spermiological analysis, the samples were divided into three groups:
normozoospermia, teratozoospermia, and oligoasthenoteratozoospermia. It was shown that in
the normozoospermia group, men heterozygous for rs2290870 of the ATP8AI had a
statistically significantly reduced proportion of sperm cells with fast progressive motility. A
similar pattern was found for the group with oligoasthenoteratozoospermia. Men with
oligoasthenoteratozoospermia, heterozygous for rs2290870 of the ATP8A1, are characterized
by the lowest number of spermatozoa’s with normal morphology. They also have the lowest

frequency of viable sperm cells.
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Beeoenue

[laTo300cnepMusi Kak KOMIUIEKC NATOJIOITMYECKUX HW3MEHEHHH B IIOKa3aTelsix
CIIEPMOTPAaMMBI SIBIIIETCS MIPOSIBIIEHUEM Ha YPOBHE JSIKYJSITa HapyIIEHUH perpoayKTHBHON
GyHKIMA MYy>X4dHBL. [IpUYuHBI pa3BUTHSA MAaTO300CHEPMUU MHOTOOOpa3Hbl M BKIIOYAIOT
BIUSHUE KaK OJK30T€HHBIX, TaK M OJHAOTEHHBIX (DaKTOPOB. YMEHBIICHHE KOJIUYECTBA
CIIEPMATO30UJI0B, YXYAIICHHE HX KauecTBa MOXET OBbITh OOYCIIOBICHO HapyIlIeHUEM
TEHETUYECKOT0 KOHTPOJIsSl —cliepMaroreHe3a W/wiau anonro3a. l3MeHneHnue chnekrtpa
dbochonunuaoB B HAPYKHOM CJIOE JIUITHIOB IJIa3MaTHYECKOW MEMOPAHBI SIBJISIETCS] OTHUM U3
CUTHAJIBHBIX MEXaHU3MOB PEATU3AINH allONTO3a MOBPEKACHHBIX WIIA MaTOJIOTHYHBIX KIETOK.

DyKapHOTHYECKHUE KIETKH XapaKTePU3YIOTCS AaCHMMMETPUYHBIM paclpeeIeHueM
JUMUIOB B OHUCIOE TUIa3MaTHYECKOM MeMOpaHbl, a Takke MeMOpaHax OpraHesl
(PHOOMIA3MATUYECKUN  PETHKYIYM, TpaHC-CeTh ammapara [OoJbJUKH, SHIOCOMBI).
®ocharununcepur, GocharuamIdTAHOIAMUH JOKAIU3YIOTCS BO BHYTPEHHEM JUMUIHOM
cloe Ia3MaTH4eckoi mMemOpaHbl, Toraa Kak (ochaTUAWIXONUH, CPUHTOMHEIUH — BO
BHemHeM cioe (Balasubramanian, Schroit, 2003). AcumMmeTpruyHOe pacripeiesieHue JUMHI0B
BAXHO JJI IIEJIOr0 psifa KIETOYHBIX IMPOLECCOB, B TOM 4YHUCIE OOpa30BaHUS BE3UKYIL,
KJIETOUHON CUTHAJIM3AINH, MEXKIIeTOUHBIX B3anmozeicTBuii (Clarke, Hossain, Cao, 2020).
[TosiBnenue ¢docharuauncepuia BO BHEIIHEM CJO€ JUMIUAOB Ba)XXKHO Ui aKTUBALMU
TpombonutoB (Zwaal, Comfurius, Bevers, 2004), TpodobiacTHiuecKoro MexXKIECTOYHOTO
custaus (Das et al., 2004), kamanuranuu cnepmaro3ousioB (Gadella, Harrison, 2002; De
Vries, 2003), a Takke BBIABISETCS IPU OIIOAOTBOPEHUH siiliekyieTku Mblel (Curia et al.,
2013). OxpHako mOKa3aHO, YTO TOTEPS aCUMMETPHH pactipeneneHust Gocdaruauncepuna u
€ro MOSIBJICHUE BO BHEILIHEM JIUIIUTHOM CJIO€ TaKe aCCOIIMUPOBAHO C MPOIECCaMU aronTo3a
(Fadok et al., 1992).

ACHUMMETPHUYHOCTh JIUMIUIHOTO OUCIOA SIBISIETCA PE3yabTaToM (DyHKIIMOHUPOBAHUS
dbmunmna3. AT®-3aBucumbie (pochomunuanbie TpaHCIOKa3bl ((Paummasel) 0O0ECIEUNBAIOT
MoOunu3anuio crenudpudeckux HochonumnuIoB BO BHYTPSHHEM WIH BHEIIHEM JIUITHTHOM
cinoe (Mark, Elferink, Paulusma, 2013; Takada et al., 2018). MuaktuBarus dnunmnas
HapylaeT JUMUIHYI0 aCUMMETPHIO.

Onunna3zy ATP8A1 paccmarpuBaroT kak HauOoJjiee M3yYEHHBIH KaHIUAAT Ha POJb

dochomumuaHoN (rumnmasel, KOTOpas CTUMYJIHPYET nepemMernienne (hocharuauicepruHa Bo
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BHyTpeHHuM maunuaHeii cimoit (Coleman, Quazi, Molday, 2013; Andersen et al., 2016).
OYHKIIMOHUPOBAHUE JAHHOTO OejKa Ba)XXHO IJisi TMOIJEpKaHUS aCUMMETpUU MeMOpaH,
dbopMupOBaHUS BHYTPHUKJIETOUHBIX BE3UKY1 W BE3UKYISPHOTO TPAHCIOPTAa, YTO HUIpPaeT
KJIIOUYEBYIO POJIb B MO AEPKAHUH KIETOUHOTO TOMEOCTa3a.

Henpto uccnegoBanusi ObuI0 M3yunTh accouuanuio rs2290870 rena ATPSAI c
Pa3BUTUEM MTATO300CIEPMHUH Y MYKUHH.

Mamepuan u memoowt

MarepuanoMm st uccienoBanusi mnociyxuiu oOpasusl JIHK, BeineneHHbie u3
asKynATa 143 HEpOACTBEHHBIX MY)KUMH PENPOAYKTHMBHOrO Bo3pacta. Ilo pesynbraram
CIIEPMHUOJIOTHYECKOTO aHaIu3a 00pa3Ilbl ASKYIsATA ObLIIN pa3iefieHbl Ha 3 TPYIIIIBI:

- Hopmo3oocnepmusi — 51 obpaserr;

- Tepato3oocnepmus — 54 oOpasia;

- oJIMroacTeHoTeparozoocnepmus — 38 o0pasIoB.

AHanu3 crnepMorpaMm ObUT TIPOBEACH Ha 0a3e KIMHUKO-IUArHOCTHYECKOM
naboparopun «Hayka» (PoctoB-na-/lony). CO0op o0Opa3iioB 3sKynsaTa ObUT OCYIIECTBICH B
2022 - 2024 rr. OT KaXA0ro MY>XYHHBI ObUIO TOJY4eHO MH(OpPMUpOBAHHOE coriacue 00
y4acTUU B HAyYHBIX UCCIeI0OBaHUsX. VccienoBaHue BBIMOIHEHO C COOMIOIEHUEM ATHUECKUX
MPUHIIUIIOB TIPOBEACHUS MEIUIIMHCKUX HCCICIOBAHUNA C ydacTHEM JIIOJed B KadecTBE
CyOBEKTOB.

JIHK u3 KJIeToK 3sIKyJsiTa BBIACISUIA COPOCHTHBIM METOJIOM C HCIIONIh30BAHHEM
pearenToB «/IHK-cop6-AM» (AmmnuCenc, Poccus).

AHanu3 ogHOHYKJIeoTUAHOW 3ameHbl 152290870 rena ATPSAI nipoBOAMIN METOIOM
ajienb-cneMPpUIHON aMIuUKaluY ¢ UCnoib30BaHueM peareHToB SNP-skcnpecc (JIurex,
Poccus). TlpomykTel ammiudukanue pa3leisuii ¢ MOMOINBI0  TOPU30HTATBHOTO
anekTpodopesa B 2,5% arapo3zHom rere.

OneHka COOTBETCTBHS YaCTOT F€HOTUIIOB PAaBHOBECHIO 10 3aKOHY Xapau-BaiinGepra
ObLTa OCYIIECTBJICHA MyTEM CPAaBHEHHS HAOIIOAACMBIX YACTOT T€HOTUIIOB C OXHUIAEMBIMU
4acTOTaMHu reHoTUnoB. CpaBHEHHE YaCTOT ajulesiell U TeHOTUIOB 1o uccieayemomy SNP B
KOHTPOJBHOM TpyMNme W TpyNmnax MYy>XYMH C NaTO300CIEepMUEH MPOBOAUIU C MOMOIUIBIO

KpHUTEPUS 2.
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CratucTU4ecKHil aHaIu3 KOJMYECTBEHHBIX MOKa3arenel criepMorpaMmbl IPOBOJUIIN,
ucnonb3ys t-kputepuid Cteronenra. [lpuBeneHnplie B TaONMIIaX JaHHbIE IPEICTABISAIOT COOOM
CpelHME 3HayeHHs + OIMOKAa CTaHJApTHOIO OTKJIOHEHHA. Paznuuus Mexay rpynmnamu
cunTaiy 3HauuMbIMu 1ipu p<0,05.

Pezynemamul u ux oocysxcoenue

OcCHOBHBIE CLIEPMUOJIOTMUECKHE ITOKA3aTEIN UCCIEAYEMBIX TPYIIIT 00pa3LoB ISIKYISITa
npezcrasieHs! B Tabnuue 1. CpegHuil Bo3pacT My»KUUH TPeX UCCIEAYEMBIX IPYIIl OJUHAKOB
— 35 — 36 ner. UnauButyanbHbIN BO3pACT NAIMEHTOB B IpyIIax HaXOIWiIcs B Juanas3oHe 25
- 48 net. He BBIABIICHO OTIMYMHI MEXAY I'PYIIIaMH U 110 TAKUM I1OKA3aTEsAM CIIEPMOTPAMMBbI
Kak 3HaueHue pH 2sKynsaTa u o01mmii 00beM sKyssTa (Taom. 1).

Pe3synbrarel aHanmuza oOHIEr0 KOJMYECTBA CIEPMATO30MIOB B DJIKYIATE M UX
KOHIIEHTpaluud B | MJ MOKa3bIBAIOT, YTO JaHHbIE IOKA3aTelId CTATUCTUYECKH 3HAYUMO
CHW)KEHBI Y MYXXUYHH C T€Paro300ClepMuell 1 KOMIUIEKCHOM maTo3oocnepmueil (tadn. 1). B
oOpasnax 3sIKyJITa U3 rpynIbl KOHTPOJIs (HOPMO300CIIEpMHUsI) KOJIMYECTBO CIIEPMATO30M10B
B 3 paza Oouiblile, 4eM B IpyIIe C COBOKYITHOCTBIO maTtosnioruii u B 1,4 pasza Gosnblie, yeMm B
rpyIIIE MalMEHTOB C TEPATO300CIEPMHUEH.

Tabnuya 1 — Cnepmuonozuueckue noxazamenu IaKVIsIMAa MyHCUuH mpex

uccneodyemulx epynn

[pyrmist Hopmo3zoocepmust Teparo3oocmepmus OJIUroacTeHoTepaT0300CHePMHUS
[TapameTtpsnl pl pl p2
Bospacr, et 36,4 +£1,08 36,0 £1,01 0,8 35,3 +0,96 0,46
OGbeM dsKyIIsTa, MIT 3,9+0,25 4,1+0,26 0,57 3,6 £0,24 0,38
pH 7,7+0,20 7,7+0,02 0,28 7,7+0,02 0,93
Konnenrpanums 90,9 + 6,90 59,2+4,40 | 0,0003 32,9+40 <0,0001 | <0,0001
CIIepMaTo30HI0B B |
MJI, MUTH/MJI
OO61iee KOJIUYecTBO 321,6 +£ 25,10 230,6 + 0,01 105,3 +£12,30 | <0,0001 | <0,0001
CIIepMaTo30HI0B B 23,60

OSAKYJIATE, MJTH.

JloJst criepMaro30u108 38,3+ 1,20 31,5+ 1,10 0,0002 8,4+ 1,20 <0,0001 | <0,0001
¢ OBICTPBIM
MOCTYHATEeIbHBIM

JIBIDKCHHEM, %
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Hoist ciepmMaTo30u 108 46,3 £ 0,60 42 £ 0,60 <0,0001 | 23,1+1,50 <0,0001 | <0,0001
C HOpMaJIbHOM

Mopdomnorueit, %

JKuznecnocoOHbIX 76,9 + 0,80 71,7+ 0,80 | <0,0001 | 52,7+1,60 <0,0001 | <0,0001

CIIepMaTo30UA0B, %

[Ipumeuanue: pl — cpaBHEHHE C TPYMIONH «HOPMO300CIEPMHUS»; P2 — CpaBHEHUE MEXIY

TpyHnmnaMm «T€paTo300CICPMUA») U «KOJIUTOACTCHOTCPATO300CIICPMUS.

IIpn 3TOM CHMXAeTCsl HE TOJIBKO KOJIMYECTBO MY’KCKHUX IOJOBBIX KJIETOK, HO M UX
KadecTBO. Eciam B Tpyrme HOPMO300CHEPMHH A0S KU3HECIOCOOHBIX CIEPMATO30UJIOB
IIPaKTUYECKU JOCTUTAET 77%, TO B ciy4ae TEpPaTO300CIEPMUHN "
OJIUTOACTEHOTEPATO300 CIIEPMUH KU3HECTIOCOOHBIMHU sABIIsIIOTCS 71,7% 1 52,7% ranmouubix
KJIETOK COOTBETCTBEHHO (Tadm. 1).

Jlonst crnepMaTo3ouAoB € OBICTPHIM TOCTYIATENbHBIM JIBIDKEHHEM B TpPYIIE C
COBOKYITHOCTBIO MAaTOJIOTUNA MYXCKHX IOJIOBBIX KJIETOK B 4,5 pa3a HUXKE, 4YeEM B IpyIIe ¢
HOopMo3o0o0cnepmueil. [IpolieHT criepMaTo30ua0B, UMEIOIINX HOPMaJIbHYI0 MOP(OJIOTHIO, B
rpyImax ¢ HopMo3oocnepmMuei u reparo3zoocnepmueii coctasui 46,3 + 0,60 u 42,0 + 0,60
COOTBETCTBEHHO, 4YTO B 2 pa3a 0oJjbllie, YeM B IPyMIE C OJIUI0aCTEHOTEPATO300CIepMUEH
(Tabm. 1).

YactoTel TeHOTMNOB M amiened mno mnonumopdusmy 152290870 rena ATPSAI
npezcTaBieHsl B Tabauie 2. Bo Bcex uccieayeMpIx rpynmnax npeo6aaaaioT roMO3UroThl O
amenu A. Pacripesenenue yacToT reHOTUIIOB U ajljiesiell B Tpymax ¢ maro300crnepMueii He
OTJIMYAETCS OT TAKOBOTO B IPYIINE ¢ HOpMO300cHepMueit (Tabi. 2).

Tabnuya 2 — Yacmomsi cenomunog (aoc., (%)) u annenei no rs2290870 eena

ATP8AI 6 uccnedyemulx epynnax MyH#cuun

I'pynmst Hopmooocnepmus Tepartozoocnepmust OnuroacTeHoTEPaTo300CIePMUs
pl (o (p) pl (¢ (p))

apamerpet p2 (o (p))
AA 28 (54,9) 28 (51,9) 0,1 21 (55,3) 0,04 0,17
AG 17 (33,3) 19 (35,2) (0,95) 13 (34,2) 0,98) | (0,92)
GG 6 (11,8) 7 (13,0) 4(10,5)
PXB, (x* (p)) 0,9 (0,34) 0,79 (0,37) 0,31 (0,58)
Annens A 0,72 0,69 0,72
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Amnens G

0,28

0,31

0,11
(0,74)

0,28

0,01
(0,91)

0,18
(0,67)

[Ipumeuanue: pl — cpaBHEHHE C TPYMIONH «HOPMO300CIEPMHUS»; P2 — CpPaBHEHUE MEXIY
rpynnamMu «TepaTro300CIEepPMUS» U «OJUroacreHoreparozoocnepmusi»; PXB — paBHoBecue 1o

Xapau-BaiinGepry.

YcTaHOBIEHO, YTO B TPYIIE ¢ HOPMO30OCHEPMHUEH Yy MY>KUMH, T€T€PO3UTOTHBIX IO
rs2290870 rena ATPS8AI, cTaTUCTMYECKHM 3HAYMMO CHI)KEHA JIOJIsl CIEPMaTro30HMI0B C
OBICTpBIM  TOCTYIATEAbHBIM JBIDKEHHEM [0 CpPaBHEHUIO C OOOMMH BapHaHTaMU
TOMO3HUTOTHOTO TeHoTuma (Tabm. 3). [logoOHass 3aKOHOMEPHOCTH BBISBIIECHA M IS TPYIIIHI C

OJIMT'0ACTCHOTCPATO300 CHGpMHGﬁ.

Tabnuya 3 — Jlona cnepmamo3oudos (%) ¢ Oblcmpvim nOCHynamenbHbIM 08UNCEHUEM

6 3asucumocmu om 2enomuna no rs2290870 cena ATP8AI 6 ucciedyemvix epynnax mymsHcuun

I'enotun | Hopmo3zoocmepmust Teparozoocnepmust OnuroacTeHOTEPaTO300CTIEPMHUS
AA 399+1,61 30,7+ 1,31 6,9 £2.44
AG 33,7 +£2,05*% 30,3+£1,99 1,5+1,07*
GG 41,2 +2,68 29,0 +2,64 2,2+2725

HpHMeanHGI * - CTAaTMCTHYECKH 3HAUMMOE OTINYHE II0 CpPaBHCHHIO C IIOKA3aTCjiEM JJIA
reHoruna A4
MyX4uHBI C OJIMI0AaCTEHOTEPATO300CIEPMHUEH, reTepo3uroTHeie 1o rs2290870 rena
ATP8AI, xapakTepu3ylOTCsi M HAMMEHBIIMM YHUCJIOM CIIEPMATO30MUJIOB C HOPMaJIbHOM
Mopdomorueit (Tadm. 4). [l HUX e XapaKTepHa U HAMMEHBIIAsl YaCTOTa KU3HECTIOCOOHBIX
criepMaro3ou1oB (Taoi. 5).
Tabnuya 4 — Jlona cnepmamo3soudos (%) ¢ Hopmanvrou mopgonocueti 8

sagucumocmu om cenomuna no rs2290870 ecena ATPSAI 6 uccnedyemvix epynnax mysicuun

I'enotun | Hopmo3zoocnepmus Teparozoocnepmus OnuroacTeHOTEPATO300CTIEPMHUS
AA 46,7+ 0,75 42,0+ 0,65 20,8 £2,73
AG 45,7+ 0,86 40,9 + 1,04 9,3+3,18*
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GG 45,0+2,29 42,0+1,13 17,2 +£5,22

[Mpumeuanue: * - CTATHCTHYCCKHA 3HAYUMOE OTIMUYHME 110 CPABHEHHIO C MMOKAa3aTesieM s
reHoruna 44
B rpymnme c¢ TeparozoocnepMueil HE BBISIBICHO 3aBUCUMOCTH KOJIMYECTBEHHBIX
MoKasaresiel dSIKyJsATa OT TeHOoTUIa o nouMmopdusmy rs2290870 rena ATPSAI (tabn. 3 —
5).
Tabnuya 5 — /lona scuznecnocobHvix cnepmamo3oudos (%) 6 3asucumocmu om

eenomuna no rs2290870 cena ATP8AI 6 uccnedyemulx epynnax Mys#cuuH

I'enotunn | Hopmo3oocnepmus TeparozoocniepMust OuroacTeHOTEPaTO300CTICPMUS
AA 77,1 +1,19 71,7+0,92 52,1 +£3,05
AG 759+ 1,23 72,5+ 1,39 38,1 £4,09*
GG 78,6 £2,93 71,1 £1,96 39,8 +15,48

HpI/IMe‘{aHI/IeZ * - CTAaTHCTHYECKU 3HAYMMOE OTIMYHE II0 CPAaBHCHHUIO C IIOKA3aTCJICM JJIA

reHotuna 44

I'en ATP8AI copepxutr 37 5K30HOB M OXxBarbiBaeT 244 T.I.H., JIOKaJU3yeTCS B
KOPOTKOM Iu1e4e 4-i1 XxpoMOCOMBI. DPPeKT UHTPOHHOU 3aMeHbl -2164>G (rs2290870) B rene
ATP8AI Ha MONEKYISIpHOM YpOBHE He M3yueH. ECTh maHHbBIE IUTEpaTyphl 00 accoluanuu
JTAHHOW 3aMEHBbI C PUCKOM pa3BUTHs azoocniepmuu (Aston et al., 2009).

Onunmnaza ATP8A1, co3naBasi acHMMETpUUHOE pacipenesieHue JTUIMUI0B B Oucioe
MeMOpaH, UTPAET CYIIECTBEHHYIO POJib B 00pa30BaHUU BHYTPUKIIETOUYHBIX BE3UKYII U, TAKUM
00pa3oM, B Be3UKYJI-0MOCpe0BaHHOM TpaHcnopTe OenkoBbix Mosekyin (Uchida et al., 2011;
Matsudaira et al., 2017; Pocognoni et al., 2024; Lan et al., 2025). Iloreps nin u3MeHECHHE
(GYHKIIMOHATILHONM aKTUBHOCTH (PIIMIINAa3 MOTYT OKa3bIBaTh BIMSHUE HA OPTaHU3ALUI0
MeMOpaH TpaHC-IIUCTEPH ammapara [onbpKu U, CleoBaTeIbHO, Mpoiecc (GopMUpOBaHUS
AKpOCOMBI B KJIETKaX — MPEIIIECTBEHHUKAX CIIEpMaTO30UI0B.

Onunmaza ATP8AT1 saBisieTcst 6e1KoM, KOTOPBIN Hanbosee MPOYHO B3aUMOCHCTBYET
c IFT27 (Yap et al., 2021). benok IFT27 (BHyTprXTyTHKOBBIA TpaHcmoptep 27) siBiseTcs
OJTHUM U3 PETYJIATOPOB CIIEpMHUOTEHE3a M (DePTUILHOCTH caMIlOB y MbImiei. HokayT rena
MaHHOTO Oelika y MBIMIed TPUBOAUT K 3HAYUTEITLHOMY CHHXKCHHIO KOJIMYECTBA
CIIEPMATO30MJI0B; HAPYIIEHUI0 HX MOABMKHOCTU. [Ipm »sToM OBUIO TMOKa3aHO, 4YTO
OOJIBIIMHCTBO CTIEPMATO30MI0B YTPATUIIN CTPYKTYpY akcoHeMsl (9 + 2) (Zhang et al., 2017).
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To ectb IFT27 urpaet BaxxHy0 poJib B 00pa30BaHUU )KT'YTUKOB U 00ECTICYEHNUU TTOJIBUYKHOCTH
cnepMaro3onoB. Takum o0pa3zoM, MOXXHO MPEANONOKHUTb, YTO 3((EeKT MyTaluili B reHe
ATPS8AI onocpenyeTcs uepe3 u3sMeHeHUs B QyHKIIMOHUPOBAHUU IPYTUX OCITKOBBIX MOJIEKYIL,
Harpumep, [FT27.

Ha ocHOBaHMM MONYy4YeHHBIX JAHHBIX MbI IPEANOJIATacM, YTO MOJIEKYJISIPHBIM
MEXaHU3MOM BBIsIBIIeHHOTO 3¢ dekTa noaumopduszma rs2290870 mMoxeT ObITh HapyIICHHE
crutaiicuHra uim skcnpeccuu rena ATP8AI. 1o npuBOaUT K AMCPYHKIMH (Daumnmasbl, 4yTo
MOJKET HEraTUBHO CKa3bIBaThCS HA KPUTUUECKHUX ISl CIIEpMaToreHesa npoueccax, BKIoJas
AKpOCOMOT€HE3 U COOPKY aKCOHEMBI )KI'yTHKA, TOTEHLIUAJIBHO Yepe3 HapyIIEeHHE KOOepaluu
¢ Takumu mnaptHepamu, kak I[FT27. [Ins Bepudukanuuu npeasioKEeHHOTO MeXaHU3Ma
HE0OXOUMBI JaJbHENIINE SKCIIEPUMEHTAIbHBIE UCCIIEIOBAHUS.

3axnouenue

YcTaHOBI€HO, UTO reTepo3uroTHOCTh 110 152290870 rena ATP8A 1 accounnpoBaHa co
CHI)KCHMEM JIOJIM JKM3HECIIOCOOHBIX CHEPMATO30MJI0B C HOPMAJIbHONH MOp(QOJIOTHEMH,

CITOCOOHBIX K 6BICTp0My IOCTYIIATCIIbHOMY ABMKCHHUIO IIPU OJIMT'OACTCHOTCPATO300CIICPMHHU.

Paboma evinonnena npu gunancogoii noodepiicke Munucmepcmea HaAyKu U 8blCuLe2O
oobpaszosanuss P® 6 pamkax cocyoapcmeeHH020 3a0anus 8 cjhepe HayuHOU OesimelbHOCmuU
Ne FENW-2023-0018
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