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HOBAA MYTALUUA B NTEHE COL4AS B AKYT-
CKOWN CEMbE C CUHOPOMOM AlbMOPTA

B naHHon paboTe npefcTaBneH cryyai HoOBOW reMU3UroTHo MyTaumm B reHe COL4A5 B sikyTckol cembe ¢ cuHapoMom AnbnopTa. B nccneno-
BaHWUW NpUHSNK yyactne GJB2-HeraTuMBHbIE NALMEHTbI C pa3HOM CTEMNEHbIO TYrOyXOCTU U ITyX0Tow, Npoxusatowmne B Pecnybnvke Caxa (AkyTus).
3 aToin BbIGOpKM GblNn 0TOOpaHbl BpaThsi, B aHaMHe3e KOTOPbIX COMeTaNMCh HapyLLIeHUs cryxa u novek. [ins ogHoro 13 cubcos ObINo npoBeaeHo
MONHOE CEKBEHUPOBAHMWE 3K30Ma, B pe3yrnbraTe KoToporo bbina o6HapyxeHa HoBasi reMuanrotHas MyTtauusi ¢.2375delA p.(Asp792fs) B 29-M 3k30-
He reHa COL4A5 Ha onvHHOM nreye X-xpomocomsbl (Xq22). JaHHas myTaums 6bina Takke obHapyxeHa y cubca ¢ nomoubto MNLUP-MOP® aHanusa.

KntoueBble cnoBa: cuHapom AnbnopTa, HoBas MyTauusi, AkyTus, reH COL4AS.

This paper presents a case with a novel hemizygous mutation in the COL4A5 gene in a Yakut family with Alport syndrome. The study involved
228 GJB2-negative patients with varying degrees of hearing loss and deafness living in the Republic of Sakha (Yakutia). Brothers were selected
from this sample with a history of similar hearing and kidney impairments. For one of the sibs, a complete exome sequencing was performed,
which resulted in the discovery of a new hemizygous mutation c.2375delA p.(Asp792fs) in exon 29 of the COL4A5 gene on the long arm of the X
chromosome (Xg22). This mutation was also detected in sibling using PCR-RFLP analysis.

Keywords: Alport syndrome, novel mutation, Yakutia, COL4A5 gene.

BBegeHue. CvHgpom Anbnopta (CA)
— 3TO HacneacTBEHHOE MNpPOrpeccupyo-
wee 3aboneBaHWe MNOYeEK, acCoLMUPO-
BaHHOE C CEHCOHeBparbHOW MNoTepew
cnyxa n aHomanuamu 3pexuns [4]. Pac-
npoctpaHeHHocTb CA B Mupe OueHU-
Baetca B 1 Ha 50000 HOBOPOXOEHHbIX
[16]. B Poccun e yactota CA, no anu-
NEeMUONMOrMYeckMM [aHHbIM, COCTaBMs-
et 17:100000 Hacenenus [1]. CA BbI-
3bIBaeTcs myTtaumsamu B reHax COL4A3,
COL4A4 n COL4AS5, pacnonoxeHHbIX Ha
ONUHHOM nineve X-XpoMocombl (Xq22),
KoTopble KoaupylT a3, a4 n a5 uenu
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konnareHa tuna IV [10]. MyTauuu B aTnx
reHax BbI3bIBAlOT CTPYKTYpHblE aHoMa-
nMn 1 HapylweHus yHKUnA 6asanbHbIX
MembpaH knybo4koB Moyek, ynutku, a
Takke SABNATCA MPUYNHON HEKOTOPbIX
3pUTENbHBLIX aHOManui C MOpaXXeHUeM
poroBuLbl, XpycTanvka M ceTyaTku rnas
[11].

BcTpevaroTes Tpu Tuna HacnepoBa-
Husa CA: ayTOCOMHO-peLieccuBHoe, ayTo-
COMHO-OMWHAHTHOE U X-CLenneHHoe.
Hanbonee pacnpoCTpaHEHHbIM M3 HUX
aBnsieTcst X-CUenmneHHbI TUN Hacneao-
BaHusa (OMIM #301050), koTopbIli BCTpe-
yaetca B 80-85% cnyyaes CA [9, 11].
O1or Tun CA BbI3bIBaeTCS MyTauusmMu
B reHe COL4A5 n B HEKOTOPBIX Cry4Yasax
MyTaumamm B reHe COL4A6, KOTOpbIn
pacrnonaraeTtcsi No coceacTBy C 5'-KOH-
uom ot reHa COL4A5 [3]. Y ~14% naum-
eHToB ¢ CA BCTpeyaeTcs ayTOCOMHO-pe-
LeccuBHbIn TN HacrnegoBanust (OMIM
#203780), BbI3bIBAEMBIN MyTauUsSMU B
reHax COL4A3 n COL4A4 B romo3urot-
HOM MU KOMNayHA-reTepo3nroTHOM CO-
ctosiHusx [9]. I npumepHo y 1% nauuen-
ToB ¢ CA HabniogaeTcs ayTOCOMHO-A0-
MUWHaHTHbIA Tun HacnegosaHus (OMIM
#104200), oGycrnoBneHHbI MyTauusMu
B reHax COL4A3 n COL4A4 [9].

TUNWYHBIMKM ONArHOCTUYECKMMU NpU-
3Hakamy CA 4BnSAKTCA NepcucTupyto-
lwasa remaTtypusi, ABYCTOPOHHSS Henpo-
CEHCOpHaa rnyxoTta, Clny4au MOYeYHbIX
3aboneBaHMin B CEMbE W 3pUTESbHblE
aHomanuu [2]. Cpean NauneHToB C CUH-
ApomoM AnbrnopTta 4valie BCero Tepmu-
HanbHas CTagusa MoYeYHOW HeJoCcTaTou-
HocTn (TCIH) pasBmBaeTcs y MYy>YUH.
Tak, TCINH moxeT pa3sutbes go 40 net

y 90% MyxunH 1 12% xeHwmH ¢ CA [16].
Ona 50% wmyxunH Tpebyetca Avanva
unu TpaHcnnaHTaums nodyek go 30 net
[16]. myxoTa n 3puTenbHble aHoManuu
otmevatotca y 80-90% u 40% Myx4duH
C X-cuenneHHbIM cMHApoMoM AnbnopTa
(XCCA) cootBeTtctBeHHO [12]. OpgHako
penko MoxHo HamTu crnydam CA co Bce-
MU NepeYnCcrieHHbIMU NpU3HakaMmu BBUAY
BO3PACTHOrO MPOSIBIIEHNST HEKOTOPbIX U3
HUX. Hanpumep, HelpoceHcopHas Tyroy-
XOCTb HabniojaeTca B no3gHem Bo3pac-
Te n npnbnusntensHo 90% Myx4uH n 10-
15% xeHwmH TepstoT cnyx k 40 rogam
[19, 20].

B aToM cTatbe Mbl OnuckbIBaem criyyam
HOBOW rEMU3UIOTHOW MyTauuu B reHe
COL4A5 B sKyTCKOM CEMbBE C CUHOPOMOM
AnbnopTa.

Martepuan n metogbl. B uccnego-
BaHUM MpuHANU y4dactue 228 GJB2-
HeraTuBHbIX MaUMEHTOB C Pa3HOW CTe-
NEeHbIO TYTOYXOCTU U FNYXOTON, NPOXMBa-
towmx B Pecnybnuvke Caxa (Akytus). N3
HUX 55,7% ObINn XEHLUMHbI CO CPeaHNM
BO3pactom 27 net n 44,3% — MyX4uHbl,
CpeaHuI BO3pacT KOTOPbIX paBeH 25 neT.
Bonble nonosuHbl nauneHtoB (58,4%)
661N saxkyThl, 19,5% - pycckue, 9,3 — opy-
rme HauuoHanbHocTn n 12,8% MeTuchl.
M3 aToi BbIGOPKM ObINn 0ToGpaHbl Gpa-
Tbsl, B aHaMHe3e KOTOpPbIX COYeTanucb
HapylleHus criyxa v nodek (puc.1, B,
I1:1, 1:2). OTmed4anocb, 4TO 6GpaTbsam
Obln HasHayeH remoauanus us-3a Tep-
MUWHanbHOW CTagun MOYeYHon HepocTa-
TouHocTu. MNpu cbope aHamHe3a GbinNo
BbISICHEHO, 4YTO MaThb (puc.1, B, :2) Takxke
MMesa CXOXWe HapyLIeHUs criyxa u no-
yek. Takum o6pas3om, Mo COBOKYMHOCTU
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MONyYeHHbIX aHaMHECTUYECKUX OaHHbIX
ObIn NpeanonoXeH OWarHo3 CUHAPOM
Anbnoprta.

Ona npobanpa I1:1 (puc.1, B) Gbino
npoBedeHO TOMHOE  CeKBEHVpOBaHWe
3k3oma. AHanu3 npoBedeH MeTOo4oM
napHo-KoHUeBoro 4yteHus (2x100 n.o.)
CO CpedHUM MOKpbITEM He MeHee 70-
100x. Onsa npo6onoarotoBku Gbina uc-
nonb3oBaHa MeToAMKa CeneKkTUBHOMO
3axBara yyactkoB [HK, oTHocawmxca k
KOAMpYLWMM 06nacTaM reHoB 4ernoBe-
ka. ObpaboTka AaHHbIX CEKBEHMPOBAHWS
npoeegeHa C UCMONb30OBaHMEM aBTO-
MaTU3MpPOBAHHOIO anropuTMa, BKIOYa-
IOLLEero BblpaBHMBaHWE MPOYTEHW Ha
pedbepeHCcHyt0 nocneaoBaTenbHOCTb re-
Homa yenoseka (hg19), noctnpoueccuHr
BbIpaBHVMBAHWS, BbISIBIIEH/E BapuaHTOB
1 UnLTPaLMIO BApUAHTOB NO KaYecTBy.

Mouck yactoTbl MyTaumm c.2375delA
p.(Asp792fs) B 29-m ak3oHe reHa COL4AS
(chrX:107850101GA>G, NM_033380.2)
Obin nposefeH ¢ nomousto MUP-MOP®
aHanusa. [1ns amnnudukauumn doparmeH-
TOB B 29-Mm 39k30He reHa COL4A5 (281
n.H.) 6bIMKM ucnonb3oBaHbl mismatch-
npanmepsl (F).

Mouck yactotbl myTaumm c.2375delA
p.(Asp792fs) B 29-m 9K30He TreHa
COL4A5 (chrX:107850101GA>G,
NM_033380.2) 6bin npoBegeH c no-
Mowbto  MUP-MOP® ananusza. [Ons
amnnudvkaumm dparmeHTos B 29-m
ak3oHe reHa COL4A5 (281 n.H.) Gbinu
ucnone3oBaHbl mismatch-npanveps (F)
5" -CCCCCATGGAAGGAAAAGTA-3 1
(R) 5’ -ATTCCAGACCTCAGGTGATCC-3..
[ns pecTpvKumMm MCnonb3oBanun 3HAO-
Hykneasy Hinf | ¢ calTom pecTpuKumu
GTANTC.

3D-Bu3yanusaums aKcrnepumeHTasnb-
HOM  MPOCTPAHCTBEHHOW  CTPYKTYpbI
6enka 4enoseka Collagen alpha-5(1V)
chain (UniProtKB — P29400 (CO4A5_
HUMAN)) npoBefeHa C NMOMOLLbIO Npo-
rpammbl AlphaFold (https://alphafold.ebi.
ac.uk/entry/P29400). C nomowsto Colab
notebook 6bin nonyyexr PDB dhann 6en-
ka ¢ myTaumen c.2375delA p.(Asp792fs).
Busyanunsauns HopmarnbHOWM 1 YKOPOYeH-
HOM a5-uenu konnareHa IV npoBefgeHa
¢ nomoubto nporpammel PyMol (PyMOL
Molecular Graphics System).

WccnegoBaHne Obino ogobpeHo no-
KanbHbIM KOMUTETOM MO GuoMeauuuH-
ckon atnke OIBHY «AkyTckun Hayu-
HbIA LEHTP KOMMMEKCHbIX MEeANLMHCKNX
npobnem» (npotokon Ne 16, 16 anpens
2015 r.).

PesynbraTbl U ob6cyxaeHue. B pe-
3ynbrate NofIHO3K30MHOIO CEKBEHUPOBA-
HUS Hamu Bbina obHapyxeHa HoBas re-
MU3UFOTHasA MyTaums B 29-M 3K30He reHa
COL4A5 (tpaHckpunt NM_033380.2)

[a} CHBOMOEOE X

e e e — -

COL4AS (53 exons)

29 exon

T S

c.lwi] GGECTTAG TG GG
Ml IMA TN MY AT TN MM NS F0% K0T 1A e I '1 2
7 vl
Gly L Asp Gly clwi] c.[237 5delA];[wt]
i B 0 =
cl2375deldl g 6 ¢ T T A G T 6 6GC N7 72
p.{hspTIRs) T TMA TIM BN XNRE D BN TR BN N BB cl2375del] ¢ l2375dela]
Gly Leu Wal Gly

Puc. 1. Mytauumsa c.2375delA p.(Asp792fs) reHa COL4A5: a - nokanusaums reHa COL4A5 B
ONVMHHOM nrede X-xpomomcombl (q22.3); 6 - cekBeHorpamma MyTauum c.2375delA co casurom
pamMKku cunTbiBaHWS, Npu geneuun ageHuHa (A) acnaparvHoBas kucrnota (Asp - GAT) 3ameHs-
etca Ha BanvH (Val - GTG); B - pogocnoBHas ¢ myTaumen c.2375delA: kBagpatamu obosHa-
YeHbl MYXYUHbI, KPyraMu — XEeHLLMHbI; YepHbIM LIBETOM 0603HauYeHbl NauneHTbl C MyTauuen
€.2375delA; cTpenkamu ykasaHbl NpobaHabl; ? - TOYHbINA FEHOTUM HEU3BECTEH

MyTauws c.2375delA p.(Asp792fs) B rene COL4AS

(a)

CHr B
[

(6)

Term - e
= &

Puc. 2. l'eH COL4A5 B HopmMe u ¢ myTaumen c.2375delA p.(Asp792fs) n obpasytoLuasics B pe-
3ynbrate TpaHcnsauum as-Lenb konnareHa Tuna 1V: a - cxematuyeckuii pucyHok reHa COL4AS un
obpasytoLasics HopmarnbHas a5-uenb konnareHa tuna |V; 6 — ykopodeHHas (OTCyTCTBYeT YacTb
KonnareHoBoro gomMeHa u nonHocTeto NC-gomeH) a5-uenb konnareHa tuna IV B pesynbsrate My-
Tauum c.2375delA p.(Asp792fs) B reHe COL4A5
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c.2375delA p.(Asp792fs). aHHas gene-
LSt BbI3bIBAET CABUT PaMKM CHUTBIBAHUS,
B pesyrnbrate KOToporo B 792-M aMuHO-
KMCINOTHOM TMOMOXEHUN MPOUCXOANT 3a-
MeHa acrnaparMHOBOW KUCIOTbl HA BanuH
(pnc.1, 6), 4TO MPUBOAMT K BO3HWKHOBE-
HUIO NPeXOeBPEMEHHOro CToMn-KogoHa B
30-m ak30He B 818-m nonoxeHuu nocne-
[0BaTeNbHOCTU aMUHOKUCIIOT.

BbisiBneHHass MyTauus Takke Obina
obHapy>xeHa B reM13NroTHOM COCTOSIHUM
y npobanga 11:2 (puc.1, B). Y nopaxeH-
HbIX YNeHOB CeMbM B aHaMHe3e MpucyT-
CTBOBAIN CXOXWE CUMMTOMbI (CHUKEHMWE
cnyxa u 3aboneBaHue noyek). ATn aaH-
Hble yKa3blBalOT Ha TO, YTO BbIsIBNIEHHaAs
HoBas MyTaumsi B reHe COL4A5 moxet
SBNSATLCSA MPUYMHON cuHApoMa Anbnop-
Ta. B Bbibopke n3 226 GJB2-HeraTtuBHbIX
NauneHTOB C HapyLUEHUSIMU Cryxa AaH-
Hasi MyTaLms He Obina obHapyxeHa.

[eH COL4A5 coctouT n3 51 3k3oHa
U KogoupyeT ob-uenb KonnareHa Ttuna
IV, cocTosawyw w3 1685 amuHoKuC-
not. 3D-mopenupoBaHWe  CTPYKTYpbl
a5-uenn konnareHa tuna |V nokasano,
yTo B pesynbrate myTtauum c.2375delA
p.(Asp792fs) ncyesaert YacTb KonnareHo-
Boro gomeHa u nonHoctbto NC1 gomeH
(puc.2, 6). MN3BecTHO, 4TO cbopka rete-
pPOTPUMEPOB MHULMMPYeTCsa Grarogaps
B3anmogenctenam NC1 gomeHos [5, 7,
15]. YpaneHue QaHHOro y4yacTka reHa
MOXET  CrnocobCTBOBaTb  HapyLUEHWUIO
cbopkn HeobXxoaMmoro reTepoTpumMmepa
(a304a5) Ana npaBUNbHOrO PYHKUMOHK-
poBaHusi 6a3anbHon MeMOpaHbl B TKaHSAX
Kny6OoYKOB MOYEK, YIIUTKM, rMas.

MN3BecTHO, 4TO Tonbko 10-15% peten
¢ XCCA umetoT myTaumm de novo [12]. B
crnyyae C HalwvMu NauvMeHTaMu OaHHas
MyTauusi, BeposiTHee Bcero, bbina nepe-
[aHa OT maTepu K 000UM CbIHOBbSIM, YTO
WCKMOYaEeT BO3HUKHOBEHUE [AaHHON My-
Tauun de novo y npobaHga u cubeca, HO
He WCKMNoYaeT BEpPOSTHOCTM BO3HUKHO-
BEHWS [AaHHOro BapuaHTa de novo y ux
marepu.

Y Hac He Obl0 BO3MOXHOCTU MNPO-
aHanusumpoBatb [HK pogutenen npo-
0aHOa, HO M3BECTHO, YTO UX MaTb TaKxe
cTpagana 3aboneBaHveM no4vek. XKeH-
LUMHbI, FeTePO3UrOTHbIE MO MyTauusiM B
reHe COL4A5, Takke MOryT UMETb CUH-
apom AnbnopTa: HEKOTOPbIE U3 HUX MO-
ryT UMeTb BCe siBHble npusHaku CA, kak
Ny MYX4MH (NpobnemMbl co cryxom, no-
YeyHasi HedOCTaTOYHOCTb, 3pUTEMbHbIE
aHomanuwu), gpyrue moryt ObiTb 3aTpo-
HYTbl NLWb B MUHUMAanbHOW CTeneHu, n
GOMbLIMHCTBO MOryT OCTaBaTbCsl 340pO-
BbIMW B TEYEHNE BCeW Xn3Hu [6, 17]. Tak,
B OQHOM MccregoBaHun Obino nposese-
HO CpaBHEHME XapaKTEPUCTUK KEHLUUH
N OEeBoYeK C [OKa3aHHbIMU MyTauusiMu

B reHe COL4Ab5 c xapakTtepucTmkamm re-
MMU3UTOTHBIX Manb4nMKOB U MY>XHYMH 13 195
cemeti [19]. Bbino nokasaHo, 4to 95% re-
TEPO3UrOTHBIX JEBOYEK U XKEHLLMH UMENM
rematyputo. NMpoTtenHypus, notepsa cny-
Xa W rnasHble aHomanuu pasBuBanuCb
y 75%, 28 n 15% retepo3nror cooTBeT-
CTBEHHO. BeposaTHOCTb pas3Butua Tep-
MUWHanbHOW CTaguMu MOYEeYHON HepocTa-
TouyHocTK Ao 40 net coctaensana 12%, a
rnyxoTbl - 10%. Puck nporpeccmpoBaHusi
TEPMUHANbHOW CTauu MOYEeYHOW Hedo-
CTaTO4YHOCTU Y XKEHLLMH BO3pacTaeT no-
cne 40 net [19].

MpnyYnHOM TaKOro LUMPOKOro CrekTpa
naTonornyecknx OEHOTUMOB Y XEHLUUH
C reTepo3UroTHbIMM MyTauuUsiMU B reHe
COL4A5 npepnonoxuTenbHO SBMAsiETCA
X-MHaKTMBauus, KOTOpasi UCMoMb3yeTcs
KneTkamu MRekonuTarLlmx Ans Bblpas-
HUBaHWS 003bl FTEHOB MEXAY CaMKon XX
n camuom XY [8, 13]. Ha o4yeHb paHHeM
aTane pasBuUTUS y ocobelt )XeHCKOoro nona
nmbo maTtepuHckas, nmMbo OoTuoBCKas
X-Xxpomocoma cryyaviHeiM obpasom 6rno-
KMPYETCH C MOMOLLbIO CITOXXHOTO KNeTou-
Horo mexaHusma [13, 18]. 3toT BbIGOP
WHaKTMBaLUW nepeaaeTcst BCEM KIeTkam
NOTOMCTBa, B pe3ynbraTte Yero opraHn3m
XKEHLLMHbI NpeacTaBnsieT cobo Mo3aunky
KNeToK C aKTMBHOW NMG0O MaTepUHCKOW,
nnbo otuosckon X-xpomocomon [8, 13].
lMpennonaraercs, YTO y reTepo3nroTHbIX
KEHLMH C TshKenbiMu eHoTUnamMm Mo-
XKET MHaKTUBMPOBATLCSA 340pOBasi Xpo-
MOCOMa, KOTOpasi MOXeT 06 bSACHUTL Npe-
UMYLLIECTBEHHYIO 3KCMPECCUI0 MYTaHTHO-
ro annens [14]. PaHee Gblna npoBefeHa
netekums konundectsa MPHK COL4A5 B
noyvkax u nemkoumuTax y XXeHLuHbl ¢ ABY-
MS MUCCEHC-MyTauMAMN B 3TOM reHe, KO-
Topasa cTpajana 3aborneBaHMEM MNOYeEK.
[Mpu atom Gbina obHapyxeHa koppens-
ums Tskenoro doeHoTuna cuHapoma Anb-
nopta (naumeHTke Gbina coenaHa TpaHc-
naaHTauus novek) ¢ OTCYyTCTBUEM OETEK-
TMpyembix konmdects MPHK COL4A5 c
HOpMarnbHOW MNOCMNenoBaTeNbHOCTHIO B
noykax v nenkoumtax [14].

3akntoyeHue. BoisiBrneHve HOBbIX My-
Taumi npn CA 1 CBA3aHHbIX C HUMU he-
HOTWUMOB OYEHb BAXHO AN YTOYHEHUS KX
KINVHUYECKON 3HAYMMOCTU, MPOrHo3a 3a-
boneBaHusi, npoBeaeHns paHHen [OHK-
OMarHoCTUKN M MEeAMKO-FeHeTUYECKOro
KOHCynbTMpoBaHust cement ¢ CA B Aky-
TuK. MNony4veHHble pe3ynbTaThl AOMNOMHS-
10T MMeloLytoca B nuTepartype MHAOop-
Mauuio O  MOIMEKYNsPHO-TeHETUYECKNX
MexaHn3Max Bo3HUKHoBeHUSA CA.

Paboma ebinonHeHa 6 pamkax [o-
cyOapcmeeHHo20 3adaHus MuHucmep-
cmea HayKku U ebicuie2o 0bpa3oeaHusi
P® (FSRG-2020-0016) u epaHma POOU
20-015-00328_A.
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M.J1. MonuHa, .. Butasesa, IN.H. 3axaposa, H.WN. [lyrnac
OCOBEHHOCTU MUKPOBUOMA
SQHOOMETPUA BECMNOOHbLIX XXEHLWUH

U Ero BIMAHUE HA PEMOOEJITMUPOBAHUE
B ®A3Y «<MMIMNMAHTALUOHHOIO OKHA»

C uenbio M3y4YeHUss MUKPOBUOTBI U MOPONOrMYECKUX XapakTepUCTUK 3HOAOMETPUS B a3y «UMMIaHTaUMOHHOro okHa» obcrnegoBanu
XeHLWWKH ¢ becnnoanem HesicHoro reHesa (BHIM), Tpy6Ho-nepuTtoHeanbHbiM (TTB), Ha hoHe XpoHMYeckoro aHagomeTpuTa (X3) B codeTaHum ¢
nonunom aHgometpus (M), xpoHnyeckoro sHgomeTpuTa B Lernom (¢ M3 n 6e3 Hero).

Mo AaHHBIM MMCTONOrMYECKOro MccrenoBaHUs obpasLbl C HECOOTBETCTBMEM TEMMOB CO3PEBaHWS 3HOAOMETPUS cpefdHel cTagumn dasbl

cekpeLmmn oTMeyanu vaule B rpynne ¢ X3, yeM ¢ BHIM u TMB. MNpy gucxpoHn3me xenes n CTpoMbl 3HAOMETPUS B hasy «MMMMAaHTaLMOHHOIO
OKHa» XXEHLUMHbI UMenu AUCOMOTUYECKUIA TUM MUKPOBMOThLI JOCTOBEPHO Yalle, YEM XKEHLLMHbI C CEKPETOPHBIMU U3MEHEHUAMU. [onyyeHHble
[AaHHble MO3BONST Npegnonaratb BAUsiHWE NakTobauunnspHoro Tvna 3HAOMETPUS Ha MOMHOLEHHOE pPEMOAENUpPOBaHUE 3HAOMETPUS B
asy «MMNnaHTaunmoHHOro okHay. [AMcOMoTMYEeCKUin TN MUKPOBMOTLI NPEACTaBMSETCS MapKepoM HapyLleHUs MOpdONorMYecknux xapakre-
PUCTWK SHOOMETPUS B a3y «MMMNNAHTaLMOHHOIO OKHay, NPenMyLLEeCTBEHHO Ha (DOHE XPOHMYECKOro BOCNanMTENbHOro npoLecca.

KnroueBble cnoBa: sHAOMETPUiA, MUKpPoBOMOTa, hasa «MMMMaHTaLMOHHOIO OKHay, NakTobauunnspHbIi (3yOUOTUYHBIN) U AucouoTuYe-
CKUIA TUMNbl MUKPOBUOTBI.

In order to study the microbiota and morphological characteristics of the endometrium in the phase of the “implantation window” in women
with infertility (unexplained infertility, tubal infertility, on the chronic endometritis (CE) background in combination with endometrial polyp (EP),
on the CE background in general (with and without endometrial polyp).

According to the histological examination of endometrial biopsies, samples with a discrepancy between the rate of the endometrium mat-
uration to the middle stage of the phase of secretion (dyschronism) were noted more often in the group with CE than Ul and TI. Most wom-
en with glandular dyschronism and endometrial stroma in the "implantation window" phase had a dysbiotic type of microbiota, significantly
more often than with secretory changes. The obtained data suggest the effect of endometrial lactobacillary type on complete endometrial
remodeling during the "implantation window" phase. The dysbiotic microbiota type appears to be a marker of a violation of the morphological

characteristics of the endometrium during the “implantation window” phase, mainly on the background of a chronic inflammatory process.
Keywords: endometrium, microbiota, "implantation window" phase, lactobacillar (eubiotic) and dysbiotic microbiota types.

BBepeHue. CyulectBytowime akTbl
0 MHOrogakTopHor 06yCrnoBNEHHOCTH
npouecca umnnaHTauum AOMNONHWUANCH
HOBbBIM MUKPOBUONOrMYECKUM N3MEPEHM-
€M penpoayKTUBHOrO noTeHuuana yeno-
Beka [5]. lNMpeacraBneHne o CNOXHOCTKU
MUKPOOHBIX COOOLLECTB PasfUYHbIX HULL
opraHvM3ma 4efnoBeka cTano BO3MOXHO C

NMOJIMHA MupocnaBa JleoHMAOBHA — K.M.H.,
MeanumuHCKMI LeHTP »eHckoro 3aopoBbs (Mo-
cKBa), accucTeHT kadpeapbl MeauumHckoro
MHCTUTYTa Poccuickoro yHuBepcuteta [dpyx-
6bl HapopoB, polina.ml@mail.ru; BUTA3EBA
UpnHa UBaHOBHa — O.M.H., 3aB. OTAENEeHu-
eM HaunoHanbHOro MeaMLMHCKOro uccre-
[0BaTenbCKkoro LeHTpa 3HAOoKpuHonornn M3
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um. M.K. Ammocosa; OYIMAC Haranba Uea-
HOBHa — .M.H., 3aB. kacdhegpoirt M/ CBDY nm.
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BHeApeHVeM MeToda CeKBEeHWpPOBaHUS
reHa pmbocomarnbHON pUBOHYKNENHOBOW
kucnotel (PPHK) 76S, npucyTcTytoLero
npakTu4eckn Bo Bcex bakTepusix [21].
OnpoBepxXeHne AorMbl O CTEPUIbHO-
CTU MaTKW, OTrPaHUYEHHOW OT HUKHEN
YacTn pPenpoayKTMBHOIO TPakTa LUENKON
MaTKu, NPOM3OLLIIO C BblAENeHNeM Tak-
COHOB DakTepuanbHOW [e30KCUpUBOoHY-
kneunHoBow kucnotbl (OHK) B 95% o6pas-
LOB 3HOOMETPUSi HebGepeMEHHbIX KeH-
LLMH MOCne rmcTepaKTOMunN B OTCYTCTBUNE
NpuM3HaKoB BOCMANeHnst N1 BarmHo3sa u
pucka MUKpoBHOI KoHTamuHauwmm [10].
BHegpeHne MeTO4OB CEKBEHWMPOBa-
HUS B NPaKTWKy MO3BOMWIMO BbISBUTb
B3aMMOCBSI3b  HapPYyLUEHUA  MUKPOBMO-
Tbl C MPOSIBNEHUAMU PENPOAYKTUBHOMN
ancdyHkumm (o1 obpasoBaHus ramer
B roHagax Ao Heydad umnnaHtauum u/
U OCNOXHEHUA OEpeMEHHOCTU) U n-
Hekorornyeckummn 3aboneeaHuamu [19,

24]. OgHako eanHOro MHEHUs1 0 MUKPOO-
HOM cocTaBe siapa maTtku 6ecnnofHbix
N PEPTUNbHBLIX XEHLUUH OO0 CUX MOp He
chOopMMPOBaHO, HECMOTPS Ha [Jokasa-
TENbCTBA Pa3NNYNA MUKPOOMOTbI  HUX-
HUX U BEPXHUX OTAENOB PEenpoayKTUBHOWM
cuctemsl [1, 28, 34].

ApKkM NMpUMEepoM KayeCTBEHHO U KO-
NIMYECTBEHHO aHOManbHOM MUKpOOMO-
Tbl SHOOMETPUSA ABMSETCS XPOHUYECKUN
aHpomeTput (X3) y 45% 6GecnnopHbix
XEHLUUH C HeyaadYaMu MMnnaHTauum un
peunanBupyoLLMMU NoTEpAMN GepemMeH-
HocTu [8, 9, 12, 25, 30]. MonekynspHoe
BbISIBIIEHNE GakTepmanbHbIX NAaTOreHOB B
obpasuax saHOOMETpUS Nokasarno cosna-
JeHne pe3ynbTaToB C MCMOMb30BaHMEM
nmbo nonMmepasHow LENHOW peakuumu,
nmbo cekseHnpoBaHus B 77,0% [31].

MexaHnam BoO3gencTBMs MUKPOGUMO-
Tbl 9HOOMETPUS Ha PUCK PenpoayKTUB-
HbIX noTepb nNpu X3 HesiceH. Metogom



