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YyeHblii cekpeTapb
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MHatko E.M., a.M.H., npodeccop (Kues, YkpanHa)
lonaHosckun O.B., A.M.H., npodeccop (Knes, YkpanHa)
loposeHko H.I, a.M.H., npodeccop (Knes, YkpanHa)
lpecb A.A., A.M.H., npodeccop (MuHcK, benapycb)
lytvkosa J1.B., a.M.H., npodeccop (MpoaHo, benapycb)
[Ausakosa T.C., A.M.H., npodeccop (Butebek, benapycb)
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Hutkue .M., A.M.H., npodeccop (MuHck, Benapycb)
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BOABLIOW NPAKTUYECKUIA
ONbIT BAKLMHALMK
6epemMeHHbIX

YCnewHo NpUMeHsIETCs B PYTUHHOM
WMMYHW3AUMM GEPEMEHHBIX
MKEHLWMH ¢ 2011 .7
MoKC3AHWA K BAKUMHALIMK B NEPUOA
6epeMeHHOCTN 3APErMCTRPUPOBAHbI
B 6onee yem 36 CTPaHAX MUpPa.

OABPKOHIEM GHTHIBHG), KOKAIOLLIO (C YMEHBLIBHHIM COABPHOHMEM CHTTEHO, BECKABTOMHON) H CTOABHAKG

7. Kharbanda EO. Viazquez-Benitez G, ipkind HS, et al. Evaluation of the association of matemal pertussis vaccination with
ubs'cm: events ond birth outcomes. JAMA. 2014;312:1897-1904.
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J'IEKAPCTBEHHbIVI MPEMAPAT. NEPE] HAZHAYEHWEM 03HAKOMbTECh C NMOMHOW MHCTPYKUWEI NO MEOWLIMHCKOMY NPUMEHEHWID.
Peknama. IMBIOTCS NPOTUBONOKA3AHNUA W HEXENATENbHbIE PEaKUMK. MOXET NPUMEHATLCS BO BDEMS GEPEMEHHOCTH.
Kpatkas 06uias xapakTepucTHka NekapcTeeHHoro npenapara Anacens” ot 23.09.2021 r. - cM. Ha 060pOTE.



ALIACENb®: oflas xapakTepucTHka NexapcTBeHHoro npenapara. TOprosoe Hassawme npenapata: Agacens®. Mex/yHapoHOe HEnaTeHToBaHHOe
HaagaHue: BakuvHa Ana npodunakTuky audTepum (C yMeHbLUEHHLIM COAEPXKAHMEM aHTMIeHa), CTONGHAKA U KOKNIOLWA (C YMEHbLLUEHHBIM COLEPKaHM-
eM aHTUreHa, 6eckneTo4Han), KOMGUHMPOBaHHaA, anCOPOMPOBaHHas.

Cocras

AKTMBHbIE BellecTBa: ofHa A03a (0,5 Mn) coaepuT: CTONGHAYHbIA aHaTOKCUH, ancop6upoBanHelii 5 LT (6onee 20 ME); andyTepuitHbiil aHaTOKCKH,
ancop6uposanHelidl 2 LT (6onee 2 ME); 6eCKneTo4Has KOKNIOWHAA BAaKUWHA, COABPMKALLAA KOKNIOWHBLIA aHATOKCWH aacopbupoBaHHbIA 2,5 MKr;
(DUNAMEHTO3HbIA remarrnioTHHIH, aRCOPBUPOBAHHEIR 5 MKT; arrniTMHOTeHbI chumbprii Tunoe 2 n 3 (PUM), ancopbupoBaHHEIE 5 MKT; NEPTAKTUH
aAcop6UPOBAHHLIRA 3 MK,

MoKa3aHus K NPUMEHEHHHD
AKTUBHAA UMMYHW3AUWA NYTEM PEBAKLMHALAN NNL| B BO3PACTE OT 4-X NET v cTapLue AiA NpodUNaKTUKK CTONGHAKA, AU TepuU, KOKNowa. NaccueHas
3aUMTa [ETeil 0T KOKNIOWA B NEPUOJ MNAZEHYECTBA 3 CHET UMMYHM3ALMN 6EPEMEHHBIX KEHLLNH.

Cnocob npuMeHEHHA M A03bI

BakumHy B Ao3e 0,5 MN BBOAAT BHYTPUMbILLIEYHO B AENLTOBUAHYI0 MbILLLY NAeva. PesakuvHauna npoBOANTCA NyTeM OAHOKPATHOro BBeAeHMA 03kl (0,5
MN) NS BCEX YKA3aHHLIX BO3PACTHLIX rpynn. BeefeHwe BakumHbl Ajacens” He NMPOTWEONOKA3aHO NNLAM C HE3ABEPLIBHHON MEPBMYHONM Cepueil
MMMYHU3ALMAN AW OTCYTCTBMEM B aHAMHE3e MHGOPMALMK O paHee NPOBEAEHHON BakUMHaumu. OTBET Ha peBaKLMHALMI0 GyAeT HaBNI0AATLCA TONBKO Y
L, KOTOPbIM GbiNa NPOBEAIEHA NEPBUYHAS CPMA MMMYHISAUMY, WM NEPEHECLUMX 3a60nesanue. BakuuHy Agacens” nCNONL3YIOT 1S PeBAKLMHALMM C
LeNbI0 NOBLILIEHNS UMMYHUTETA NPOTUB ANChTEPMK, CTONBHAKA 1 KOKNHOWA Kax/ble 5-10 neT; ANg NeYeHns NaLMEHTOB C TPABMAMM, MMEHOLLUMI PUCK
CTONGHAKA, C 0JHOBPEMEHHbLIM HA3HAYeHUEM NPOTUBOCTONBHAYHOrO UMMYHOTNOBYNUHA UNW Be3 Hero; GepeMeHHbIM XKeHLWHAM BO BTOPOM MW
TpeTbem TpUMecTpe GepeMeHHOCTH ANA 00ecneyeHna NAacCUBHOM 3aLUNTLI AETeN OT KOKNIOLA.

NpoTUBONOKa3aHua

Peakuusi runep4yBCTBUTENBHOCTY B aHAMHe3e, PA3BUBLUAACA HA BBEJEHWE BAKUWH NPOTWB AvTepuw, CTONGHAKA, KOKNIOWA; Ha NH60I Apyroi
KOMMNOHEHT BaKUWHBI; HA NO60E BELECTBO, KOTOPOE MOXET NPUCYTCTBOBATL B HEOMPEJensembix CNefjoBblX KONMYECTBAX B pe3ynbTaTe npouecca
NpoM3BOACTBA. He CneayeT HadHayaTh MLAM, Y KOTOPbIX pasBunack aHuedanonatna HeN3BeCTHOM ATMONOrN B TEYEHNE 7 AHRH Nocne UMMyHU3aLnu
BaKLMHOM, COABPXKALLEA KOKMIOLIHLIA KOMNOHEHT. KaK 1 B Clyyae ¢ APYruMu BaKLMHAMK, NpUMeHeHre Afacens” CneyeT 0TNOMXNTL Y AL C OCTPLIM
3a60neBaHnem, CONpoBOXKAAIOLIMMCA BbICOKOW TemMnepaTypoit. Hanuyue nHhekuMoHHOro 3abonesaHns, NpoTeKaroLero B nerkoi popme, He ABNAETCA
NPOTUBONOKA3aHWEM K BBEAEHWIO BAKLIMHBI,

Oco6ble ykazanus

TpebyeTtca aHanu3 aHamHe3a: runepyyBCTBMTENBHOCTb K BAKLWHE UMK K BAKLWMHE C aHANOMMYHbLIMKM KOMMNOHEHTAMK, aHAMHE3 NPeablayLLeR MMMYHW3a-
LMK, HANK4YMe NPOTUBONOKA3AHMIA K UMMYHW3ALWK, HEXKeNaTeNsHOR peakumu nocne npegslayLieR 403kl BaKUMHbL. OGMOPOK MOXET BO3HWUKATL Nocne
BBE/IEHNA UM JaXe Nepe/l BBeAeHUeM HHbEKUMOHHDIX BAKLIMH, B TOM Yvcne Afacens”. Kak v nio6as BakuuHa, BakLMHa Afacent” MOXET He 3alMLLaTh
100% BakuMHMUpOBaHHbIX. [pK 0CTPOM 3a60NEBAHWN UMW INXOPAAKE BAKLWHALMIO CNeLYET OTNOXWTb. 3abonesaHue ¢ cy6hebpunbHOil TeMnepatypoi
Tena 06bI4HO He I0MKHO ABNATHCA NPUHKHOI OTKNAALIBAHUA BAKUMHALWA. Y NNLL C HAPYLUEHWEM CBEPTHIBAEMOCTM KPOBU (HANPUMED, ¢ remochunmeit
wnn TpOMﬁOLLMT(meHVIEI?I), HaxoAAWwKnxca Ha aHTI.‘IKOﬂryﬂHHTHOIFI Tepanuu BHYTPUMbILWEYHbIE UHBEKLUMW NPDOBOAUTL HE CNeayeT, Kpome cnyyaes, Korga
10/1b3a OT BBE/EHUA BAKLIMHBI Alacent” NPeBbILLABT PUCK. PEakLvm runepyyBCcTBUTENLHOCTM K NOBOMY KOMNOHEHTY BAKUWHb! MOFYT BOSHUKATb NOCNE
BBeaeHns Anacens®. Y NauMeHToB CO CHUXEHHbIM UMMYHUTETOM (3a60/1BaHME MNK MMMYHOCYNPECCUBHARA TEPANWs), 0XKMAAEMbIA UMMYHHLIR 0TBET
MOXET 6bITb He AOCTUrHYT. Tpu BO3MOXHOCTM, BaKUMHALUMK CReayeT OTNOXUTb A0 OKOHYaHWA WMMYHOCYNPECCMBHOWM Tepanuu. BakuuHaumio
NaUMEHTOB C XPOHUYECKUMM UMMYHOAB(ULUTHBIMU COCTOAHNAMK (Hanpumep, y nauneHTos ¢ BUY-uxdekuneid, cneayet nposoanTb AaxXe B Cny4ae
CHWXEHHOr0 UMMYHHOIQ OTBETa). Ap,acenh@ He CneayeTt BBOAWTL NUAM C NporpeccupyrownmMm unun HecTabUNbHbLIMK HEBPONOrM4ecKUMWU paccTpo-
ACTBAMMW, HEKOHTPONWPYEMOW 3ANWNENCMEA WNK NPOrpeccupylowweid aHuedanonatied, noka He GyneT ONpefengHa CXema NeYeHuns, JOCTUrHYTa
CcTabuNu3auns COCTOAHMA, U NONL3a 0T BBEAEHUA Npenapara OyaeT npesbiwate puck. Ecnv cuHapom MideHa-bappe passusaerca B TedeHue 6 Hedenb
nocne BBeAEHUA BAKUMHbI, COAEPKALLeR CTONOHAYHLIA AHATOKCKH, PELUEHNE O BaKUMHALMKM JOMKHO ObITb NPUHATO NOCNE OLEHKW NOTEHUMaNnbHOM
NOMb3bI M BO3MOXKHOIO prCKa.

JlexapcTBeHHbIE B3aWMOIEACTBHUA

Anacens” MOXHO BBOAWTb O/IHOBPEMEHHO (PA3HbIMI WNPVLAMY, B PA3HbIe Y4aCTKM Tena) ¢ WHAKTUBMPOBAHHONA NPOTUBOrPUNNOZHON BAKLUMHON,
BAKUMHOM ANA npochunakTiku renatnta B, nanunnomaeupyca, 4eTbipexBaneHTHOM NONNCaXapUAHOA KOHbHOrMPOBAHHON MEHMHIOKOKKOBOW BAKLMHOM
(A, C, Y n W-135), BakuuHoi Ans NpochUnakTuku noaMoMMUeninTa MHaKTUBMPOBAHHOM, BAKLMHOA ANA NPOGUNAKTUKM NOAMOMMUENITA NepopanbHo.
ViMMyHOCYnpeccuBHan Tepanus, BKNIOYAs Ny4eByld Tepanuio, NPUMEHEHWe aHTUMETaBonNWTOB, anKWNUPYIOWMX NPenapatos, LMTOTOKCHYECKMX
npenapaTos v rMKKOKOPTUKOCTEPOWAOB (B 03aX BbILLE TEPANeBTUHECKMUX), MOXKET CHUKATb UMMYHHBIA OTBET HA BaKLWHY.

MpumeHeHue npu GEPEMEHHOCTH M B NEPUDA NAKTALMUMN

Agacens” nokasau B nepuo/ 6epeMEHHOCTI 1A NACCUBHOR MMMYHU3ALIAM AETEN OT KOKNIOLIA B NEPUO/ PAHHEr0 MNAAEHYECTBa. B Nepuoj naktauuin
achdekt Anacens” He OLEHUBANCA; CNe/yeT OLleHUBATL PUCKM 1 NONb3Y 0T BAKLIMHALWMM.

MoBo4Hble pedcTBus*

04eHb 4acTo: aHOPeKcUs, ronosHas 6onb, Auapen, TOWHOTA, 60Nb B TENE UMK MblLWeyHas cnabocTb, 606 AW OTeKW B 061ACTW CYCTABOB, MUANTUA,
60Ne3HEHHOCTb, OTEK, NOKPACHEHWE B MECTE WHBEKLWK, NOBbILIEHHAR YTOMNAEBMOCTb, 03H06, HeJJOMOraHue. YacTo: TOWHOTA, PBOTA, KOXHASA CbiMb,
YBENWYEHNE NOAMBILLEYHBIX NTMMAATIYECKMX Y3NO0B, 03HOO, NMXOpAAKA.

®dopma Bbinycka

Mo 0,5 mn/po3a o hnakoHe Nol nu 5 B ynakoBKe BMECTE C MHCTPYKLMEN N0 NPUMEHEHIIO.

Ycnosus oTnycka 3 anTek

Mo peuenty. flepxarens PY: CaHochu Mactep Mumutep, Kanapa.

*“TIonHyH0 MHHOPMALIAI Bbl MOXETE HAIT B YTBEPAK/AEHHOI 06LLEI XapakTEpUCTIKE NeKapcTBEHHOro npenapara Aacens” ot 23.09.2021 r. Peructpa-
LHnoHHoe yaocTosepenne: 10435/15/19/20 01 04.06.2020r., AeACTBUTENLHO BECCPOYHO.

NEKAPCTBEHHbII MPEMAPAT. MEPEQ HASHAYEHWIEM 03HAKOMbTECh
C NOJTHON NHCTPYKUMEW NO MEOANUNHCKOMY MPUMEHEHWHO.
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3SABOTUMCA BMECTE! ::Texca

-1 FOTOBAA K MCNONb30BAHWNIO BAKLIMHA

MbI 3HOeM, 4TO Bbl XOTHTE Camoro AYHLUETO AAf BALUMX MAAEHBKMX NALLMEHTOB.

BoTt noYemy mbl CTPEMHMMCA NOCTOAHHO NOAAEPXHWBATHL BGC, 3a60TACh O Ka4ecTee KQ)KAOE AO3bl BAQKUHWHBI I'excuxcum”— oT
MOMEHTA ee CO3A0HWA HO COBPpEMEHHOM NPOU3IBOACTEE, AO MOMEHTA BAKUMHALLMK, KOraa peGeHcK NOAYHYaeT 3ALWLUTY OT
WeCcTH OCHOBHbIX HcheKU.MﬁI Aud:'repnu, CTOAGHHKO, KOKAIOLIQ, renatuTa B, noAMOMHEeAMTa 1 3050AEBGHME, BbI3BAHHbLIX
Haemophilus influenzae Tuna b, '"”

Mbi AeAgem BCe OT HaC 3aBMcaLlLee, 4yT06bl BCE MAAbIWK GblAK 30WMLLEHBI, O UX POAUTEAH GbIAM CHOCTAMBBI.

Mbi 3Haem, 4To Bul Bceraa GyaseTe 3a60TUTLCA O HUX. U MBI TOXeE.

3KOHOMWA BPEMEHW

1 YMEHbLUEHWE OLUMBOK NP BAKLIMHALIMK ™ «/ BbicoKan 3¢ PEeKTUBHOCTb B 3aL4MTE OT WECTH OCHOBHBIX
C 6-B-1 MONHOCTbIO MAKOM, FOTOBOM K vHpeKumii (audTepun, ctonbHAKa, KOKNOWa, renaTtuTa B,
MCMNO/Mb30BAHWIO BAKLIMHON ™ nonuommenuta v 3abonesaHuii, BbizgaHHbIX Haemophilus

influenzae Tna b)’

] reKca - Vi \C CopepXuT 6eCKNeTOUHDIA KOKNIOWHBIA KOMMOHEHT,

NepeHOCUTCA NyHILe, YeM BaKLUMHBI € LENbHOKNETOHHBIM
KOKNIOLWHBIM KOMNOHEHTOM ™

«/ Ynpouwaer npoueaypy BaKUMHaLMK1 AeTei BaKUMHOMA «6-B-1»,
NONHOCTBIO }UAKOH, FOTOBOM K MCNONb30BaHMIO

«J EAMHCTBEHHAA WECTUBANEHTHAA BaKLMHA,
npekBanuduuMpoBaHHaa BO3 "

M0 CPaBHEHMIO C LWECTUBANEHTHOMH BaKUMHOM, « o
Tpebyoweii BocctaHoBneHna XMBb-KoMnNoHeHTa y 3KCHEPTH3E u Kavecrso Sanofi Pasteur”

[oBepue Bpayei M poguTenei: ucnonb3osaHo 6onee 110 munnnoHos go3 B 120 ctpaHax MMpau

. B WOCABR0BasINN NPOBOMMNOCE GRaBHENNG BaKLINKLI [EXCAKEAM [NONHOGTHO MnXaR IOPMA BHINYGKA) ¢ BAKLMROR, TREGYOLLER s XYB. oTxpeon TAYROBOND NPOUBCEA BO BPEMEHN. MsnUCXMe BABOTHARN NOAXOTABAMBARN [ENCIXT 1
LIECTHERNBKTHYX) KOKTRONIYX) B2KAHY (¢ nopaLs RDOBOZMRACH OUEHKA CAyaee o g POCHOTPE EMRE0
ommos o o 0 ,s6pm i ! i,
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HENOA08 ECaTHBalE | antria o XUlG T Tpedyerca saccTanoaneine KHB. ¢. B 2019 rogy P paiii] ¢ ANt B2% 8 Rosax. flona

o Intaneix Hewa 32% (BSK), eaxiynin Baxcenuo (Sanofi Pasteur .nsmk(Msuna'

1.De Coster |, ot al. Vaccine. 2015:33{32):3976-3982. 2. OBUIAN XapaxTEPHCTIKA REXKAPCTEENMOTO NPenapara MEKCAKCHM /HEXAXIM® ot 10.08.2021r. 3. Lyseng-Wiliamson KA, McCormack PL. Drugs Ther Perspect. 2013,29:329-355. 4. Aquino, AG, et al. Vaccine. 2012;30:6492-6500. 5. Kosalaraksa P et al. It J Infect Ois.
2011:15{4):6249-256. 6. Lanata C, et al. J Vaceines Vaccin. 2012.3{1):1-6. 7. Vesikari T, et al. Pediatr Infect Ois J. 2017.36(1):87-93. 8. Lopez P, ot al. Pedialr Infect Dis J. 2017.36{11):6272-282. 9. Vidor E and Soubeyrand B. Expert Rev Vaccines. 2016, Is(\zw 15751582, 10, WHO Prequaliied Vaccines, avallble at
|||\n.', ’emmmlmnnmtmvnmmsmnse aspxinav=3 flata nochm [ D12D2| 11. ReportLinker. «A white paper 10 understand the market structure of pediatric pertussis combination vaccines: Hexavalent vaccine market study=. 23rd of November, 2020 hitps: i

i l id-52-sh I 2019; 13, Vidor E and Plofkin SA. Hum Vacr. 2008:41(5); 328340,
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ﬂEKAPCTBEHHbIIA [MPEMAPAT. MEPE HASHAYEHWEM O3HAKOMbTECH
C NOJIHOW NHCTPYKUWEW MO MEONUMNHCKOMY NMPUMEHEHWIO.

Peknama. Matepwan Ana cneuuanncTos 3apasooxpaieHus. lImeloTca NpoTHBONOKA3AHWA W HeXEeNaTenbHbIe peakwni. He NpUMeHseTca B BpemA GepeMeHHOCTH.
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HeropmoHanbHas Tepanus
K/IMMaKTEPUYECKOrO CUHAPOMa

- be3onacHas ansTepHaTuBa MIT*245
- BazoMoTOpHbIe, NCUXO3MOLMOHANbHBIE U
BereTaTWBHbIE HapyLeHWna>3
» IHaMBMAyanbHbIM NOAG0P AO3NPOBKK®S
» CnocobcTByeT COXpaHeHMIo
MeTabonuyeckmx nokasarenemns
CocTaB 6,5 Mr / 13 MI HaTMBHOIO IKCTPAKTa KOPHEBMLL
Unmuumndyrv (42,25 1 84,5 Mr cyxoro BelwecTea)
Cnoco6 npumeHeHns: 1 Tab. OAMH Pa3 B IEHb 8 TEYEHME MUHUMYM &
Henene!. PeKomer.yemoe AONrOCpoYHOE UCNONb30BaAHUE

cimidona-amaxa.com

THHCTRYKLIAR NO NPAMEHEHIO CHMIHRONO.

2 Shellenberg Ret ai. (2013) Dose-Dependent Effects of the Cimicifuga racemosa Extract Ze 450 in the Treatment of
Climateric Complaints: A Randomized, Placebo-Controlled Study, Evidence-bosed complementary and altemative
medicine Epub 2012 Dec 23. * Lopatka et al. (2007) Die Traubensiberkerze in der Behandlung menopausaler
Beschwerden- Frget:msse einer Thercmenecoacmumg mit cimifemin®unc. Medizin for die Fiou. Joumal for

HeropmoHanbHas Tepanuvs
HapyLWeHN MeHCTPpYanbHOM PYHKLMK

+ CHMKEHME BbIpaBoTKM NponakTnHal

= MNpun HapyLWeHWsX MEHCTPYaNnbHOro LMkna®3
« Mpn MacToaMHWMM KU MacTanrumu?3

* MNMpw aUCHYHKUMOHANBHBIX KPOBOTEYEHMSIX®
- Mpun NpeaMeHCTpyansHOM cuHgpome’d

CocraB 20 Mr HaTVMBHOTO IKCTPaKTa MPyTHAKA OBLIKHOBEHHOIO
(180 mr cyxoro sewecTsa)

Cnoco6 npumeHeHusa: 1 Tab. OAWH Pa3 B eHb, MUHUMANbHbIA
KYPC nevenHua 3 mecaual

prefemin-amaxa.com

MHCTDYXUHR N0 NpAMEHEHO Ipedemitn,
? Schellenterg R (2001 Treatment for the premenstrucl syncrome with agnus-castus fruit extract: prospective,
randomised, placebo contralied study, BM. 322(7279)134-137 * Shellenberg R (2012) Dose-dependent efficacy of Vitex
agnus-castus extract Ze 440 in petients suffering from premenstrual syndicme: Phytomedicine 19{1411325-31. “ Falch B
$ et ol (2003) Die Behandlung des pramenstiuelien Syndroms (PMS). Eine Theropiebeobachtung mit dem Vitex

Menopause 02/2007 * Viereck V et al. (2005) Black cohosh: just anather phy Trends in d
metabolsm. 16(5}214-21, * Garita- Hermondez M [2007) The giowth inhicitory GGty of the Ciicifuga 106emoso
extract Ze 450 is medioted through estrogen and progesterone receptors-independent pothways. Plonto medica,
7204):317-323. PervcTpoumonnioe yaocTosepesie Crmamona yHo: N 10675/18/19 ot 03122018 r, CumiaoHa opre: Ne
10676/18 or 03122018 r. * Monocentric retrospective cohort study (CIMBOUC), Stute P, Ost L, Butikofer L, Bem,
2009-2016, "MeHONCY2ARLHOR FORMOKQNHCS TEPAHS

PEKJTAMA JIEKAPCTBEHHbIX TPEMAPATOB.
IMeTca NPOTUBOMNOKA3aHWA 1 HexenaTtesbHble PeakLnm,
He pekomeH[yeTca NpuMeHATs BO Bpema GepemeHHOCTI.

28 440, Medizinische Zeitschrift fur Phytotherapie 3(2). * Berger D (2000) Efficacy
oI Vitex ognus-castus L. extract Ze 440 in patients with premenstrual syndrome (PMS). Arch Gynecol Obstet
260:150-153, * Eltbogen R (2015) Vitex agnus-castus Extract (Ze 440) Improves Symptoms in Women with Menstrual
Cycle Iregularities. Joumal fur Gynakologische Endokrinologie 2015; 25 (2): 10-15.
PervCTRAUMOHHOR YROCTOBEPaHHe Npademis: NF 10646/18 or 300520181,
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UX YXU3Hb, BALIA 3ABOTA, .
HALIA NOAAEPKKA : ﬁsﬂagenb

anTHrENa), cTONBHSKA W KOKNOWA (GECKNETOYHAR), AACODBMPOBANHAR

3-B-1 4N BYCTEPHOM BAKLIMHALIMK

BaKuWHaLMA Ha NPOTAXEHWUM XKW3HM TaK JKe BaxkHa, KaK B AeTcTse.

MMYHUKTET NPOTUB CTONBHAKA, AMPTEPHK 1 KOKAIOWA CO BPEMEHEM MocTeneHHo ocnabeBaerT, uTo NoBbIWaeT 4na noboro
4enoBeka puck 3abonets. BoT nouemy Ans peBakUMHaLMKA NPOTUB 3THX MHGEKUWiA Gbina paspaboTaHa BakUuHa Agacens”
cy copaef aHTUreHa AudTepun 1 GeCKNRTOUHBIM KOKIOLHbIM KOMNOHeHTOM (ABkaC). Apacens”
MOMOraeT yCUAUTb UMMYHUTET NPOTUB 3-X MHGEKLIUIA y AeTeld ¢ 4-X NeT 1 B3PocAbIX.'

CaHodu MNactep paspabaTsiBaeT, COBEPIIEHCTBYET U NPOU3BOAUT BaKUMHbI Ha NPOTAXEHUW ASCATUNETUIA, TEM CaMbIM
nopAepXMBas Bpayei BO BCEM MUPE B WX NOBCEAHEBHOW NpakTuke. [laaiiTte 06beAUHIUM YCMAUA B 3aLMTE NALMEHTOB Ha
MPOTAXEHNN WX XU3HM!

B3POC/bIE BEPEMEHHbIE XXEHLLWHbI

Anacens” NOKA3aH [N NACCHBHOM 3aLLMTbI AETER NEPBLIX
MECALIEE KHIHM OT KOKNKOLWA 32 CHET HMMYHH3AUMM

'. AIDIaC enb GEpeMEHHbIX MEHLLHH BO 2-OM MM 3-8M TPUMECTPE.

BbicoKaa MMMyHOreHHOCTh: 94-100% nauneHToB Yepes T Mecal, Nocae BaKLMHaLMK AOCTURN Cepo-
npoTekuuu NpoTue audtepumn’, 100% npoTne ctonbraka, 82,7-94,9% npoTme kokniowa *

wq

Xopolwmnii npoduab NEPEHOCUMOCTH Y AETEH C 4-X NIET U B3POC/bIX

Bonee 20 net onkita npumeHeHus: 6onee 210 MUANMOHOE 403 UCMIONB30BAHO NO BCEMY MUpY”

YA06HO NPUMEHATL B e)KefHEBHO NpaKkTUKe: «3-B-1», MOXHO BBOAWTb C BAKLWMHOMN MNPOTVE rpunna |

SQaa

*[lonR NAMERTOB. (%), ROCTATUIAX “EPE3 1 MECAL CEONGOTEXLM (2 0.1 MEAMN) NOTWB JMDTEpMA W CTONGKAKE. KOKAIOUI V1A NORDOGTKDE M BIDOGIN OTBET Ha KaK 2% KpATHR B KOKAOUA Y R

ToeHHOr e 0723.09.2021.
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J'IEKAPCTBEHHbII/I [PEMAPAT. MEPE[] HA3HAYEHUEM O3HAKOMBTECH
C NMOJTHOW NHCTPYKUWEWN NO MEOULIMHCKOMY MPUMEHEHWHO.

Pexknama. Marepuan Ans cneunanucTos 34pasooxpaHenus. lmeroTca NpoTMBONOKA3aHUA 1 HeXenarenbHble peakuni. MoXeT NpUMEHATLCA BO BPeMA GEPEMEHHOCTH.
Npencrasutenscteo AD «Sanofi-Aventis Groupe», ®paHuy3ckas Pecnyonuka, 8 Pecnybnuke benapyce, L
220004, Munck, yn. lumutposa 5, ociue 5/2. Ten. +375 17 203 33 11 SA N O F I PAST E U R \J
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MAIrHEPOT® &

MAIHUI+OPOTOBAS! KUC/TOTA PHARMA

Céoepni

boAbLu —— S

YyeM MarHum

HEeBpOAOIMA

e Perynauns npoLeccoB BO3BYXAEHNS/TOPMOXEHKNS
B HEPBHOW CUCTEME
aKyLwepcTBoO
e Perynguus MbILUEYHOro TOHYCa, NPOLECCOB 1 TMHEeKoAOrUs
COKpaLleHWs 1 paccnabneHns MbilliL,

® Hopmanusauma thyHKLUWIA cepaevHo-cocyacToM
CUCTEMbI

OPOTOBAA KMCJ10TA:
® YnyJlieHre 6enkoBOro 1 SHEPreTUYeckoro o6MeHa
o ONTMMM3aLMS NEPEHOCKIMOCTY FUMOKCUN

o Kapauo- 1 renatonpoTekTop CrnopTUBHanA

MeAWLMHa

Cxema npuema:
no 2 TabneTkn 3 pa3a B AeHb — 7 AHEN, 3aTeM — Mo 1 TabneTke 2-3 pa3a B eHb;
NP CyA0POrax MKPOHOXHbIX MbILLIL: N0 2-3 TaBNeTKX BeYepoM

*Npy cUMATOMaX AechuLiUTa Mariua

TabaeTkn N220, N250

MpeactaBuTenscTBO KOMNaHuK «Bépear Papma MEX 1 Ko. KM» (Tepmanuns) B Pecnybnuke Benapyce:
220004, r. MuHck, yn. Pakosckas, 4. 12, ocpuc 201, Ten./dakc: (017) 203-59-42, (017) 203-07-51

RTAMAIERAPCTBERRUTO TIPETTAPATA

MimeroTcst NpoTMBONOKa3aHUA U HexenarternbHble peakumu. MarHepoT MOXET NPUMEHATLCA
B TepaneBTUYEeCKNX O03aX NPKY COOTBETCTBYHOLUMX NOKa3aHWAX BO BpeMA 6epel\neHHocm.




YBaxaemble Konneru, aopy3bs!

OpHa w”3 rnaBHbIX 3ajay Aemorpaduyeckon
nonutukn B Pecnybnuke benapycb — ykpenneHue
310pOBbA HaceneHnsa, MUHMMKM3aLUma 3aboneBaemo-
ctn, opmMmpoBaHmMe B 0bLecTBe 340poBoro obpasa
Xn3Hu. CerofiHA aKylepCTBO, IMHEKONOMMA 1 Nepu-
HaTOJNIOrMA He TONbKO B Hallel CTpaHe, HO 1 BO BCEM
MUpe ABNATCA BbICOKOTEXHOIOMMYHbIMU Crieuranb-
HocTAMU. [103TOMY He C/lyyaliHO Mbl ABNAEMCA CBU-
OeTenAamMn CTPEMUTENTIbHOTO Pa3BUTUA MEAULIUHCKON
HayKW 1 MPaKTUKK 3a CYET HOBbIX AOCTUMEHU Mone-
KynapHow 6uonorun, reHeTuky, dapmakonormu,
NHGOPMALIMOHHBIX TEXHOMOMMIA. 3TN AOCTUMKEHUA
peanusyloTca B NPUHLUMUMNNANBHO HOBbIX JMarHOCTU-
YecKmx 1 neyvebHbIX NoAxoAax, TPebyoLwmx BbICOKO-
KBanUGMUMpPOBaHHbIX CMELMannCToB.

KypHan «PenpogykTtueHoe 3gopoBbe. BocTou-
Hasa EBpona» npogomxnt 1 B 2022 rogy obecneuu-
BaTb MHPOPMALIMOHHYIO NOALEPXKKY LUINPOKOW ayau-
TOopWK CNeumnanmcToB B ob6nactn penpoayKTMBHOIo
3[10pOBbA HaceneHna CTpaH GNMXHero 1 AanbHero
3apybexbsa. Ycunua pefakumm n aBTOpoB He Hanpac-
Hbl — B HoAGpe 2021 rofa aKCNepTHbIN COBET MPUHAN
BaXXHOE peLleHre O BKJIIUYEHMU Hallero ypHana
B MepeyeHb BeAywUX peLeH3npyeMblX XypHanos
aBTOPUTETHOWN MexpayHapogHon 6ubnuorpadpuue-
cKom 1 pedepaTnBHON 6a3bl faHHbIX Scopus. Heco-
MHEHHO, 3TO MO3BOJIMT PaCWMPUTb Hally uYuTa-
TeNbCKYI0 ayAuTOpuIo, a TakKe MpuBReYb HOBbIX
3apybeXkHbIX aBTOPOB.

WcKkpeHHe xouy noxenatb BCeEM BamM B HOBOM
rofly ycnexos, nnofOTBOPHOW W COAepKaTesibHOM
paboTbl, 6narononyunsa n 3goposba!

Moxxenko J1.0.,

rnaBHbI pefakTop B benapycwy,

npegcegatens BHIMOO «Accoumauma akyLepos-
rMHEKOJIOroB Y HEOHATOMNOrOBY, 3aB. Kadenpon
akylwepcTtsa u ruHekonorum YO «benopycckuin
rocyfapCTBEHHbIN MeQULIMHCKUIA YHUBEPCUTET,
4. M. H.,, npodeccop
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MamATn yuntens, uneHa-koppecnoHgeHta HAHB n PAH,
JOKTOpa MeAuLMHCKUX HayK, npodeccopa leHHaguAa Unbunua Jlasioka
noceALaeTcs

YBaxkaemble konneru!

MepgunumnHckaa reHeTMka usydvaeT posib Hacnep-
CTBEHHOCTW B MATOSIONM YeNoBeKa, 3aKOHOMEPHOCTU
nepegayn ot NOKONEHUA K MOKONIEHNIO HAaCNeACTBEH-
HbIx 6one3HeNn, pa3pabaTbiBaeT METOAbI 4MAFHOCTUKM,
nevyeHna n NpoduNakTUKM HacnenCTBEHHOW NaToNo-
rvu, BKJoYas 6onesHn ¢ HacleACTBEHHOW Npeppac-
MONIOXKEHHOCTbO.

B Hauane XXI Beka yenoBeyecTBO BrepBble Npu-
0o6peno 3HaHMA O OOCTOBEPHOWN MOCneaoBaTenbHO-
¢t cobeTBeHHom [HK. YcTaHoBNEH NepeyeHb reHoB,
MAET KPOonoTivBaA exedHeBHasa paboTa no upaeH-
TMMKaLMM 1 ONMCaHUIO MyTauuid 1 NOANMOPGOHbIX
BapuaHtoB B [HK-nocnegoBaTenbHOCTM U Konunye-
cTBe Konun. bbicTpo HakannuBatoTcAa 6asbl AaHHbIX,
KOTOpbl€ COOTHOCATCA C KMTMHNYECKMMIN NPOABIIEHNA-
MU pa3finUHbIX 601e3HeN 1 NPeaPaCcnonoXKeHHOCTLIO
K HUM. C TaKMW 3HaHUAMMW NPUXOZAT OFPOMHbIe BO3-
MOXHOCTW, a TakXe 6onblune 06A3aHHOCTU 1 OTBET-
CTBEHHOCTb.

MoABMNUCb Takue pasgenbl MeULNHCKON FreHeTur-
KW, KaK reHeTMKa penpoayKunu, nlydatowas ocobeH-
HOCTU 06pa3oBaHMA raMeT N SMOPUOHOB Ha PaHHUX
CTagmAX Pa3BUTUA C NCMONb30BaHNEM FreHEeTUYECKUX
MeTo0B, dapmaKkoreHeTKa — aHanu3npyeT reHeTu-
yeckune dakTopbl, ynpaBnswlme pacnpeneneHnem
1N MeTabosM3MOM NEeKapCTB B OpraHU3Me, reHeTuKa
NnoBefieHUsA — MW3y4yaeT Hac/lefCTBEHHble (GaKTopbl,
onpegensawwne nopegeHne 60NbHbIX N 3[00POBbIX
nogen n ap.

[MaBHOW LEeNbio MeANLNHCKON reHeTUKN ABNAETCA
onpegeneHne npeackasatenbHOro 3HauyeHuA reHo-
TMNa, TO eCTb OLEHKa BO3MOXKHOCTW MCMOSIb30BaHMA
reHeTMyeckon uHboOpMauMn AnNA AWAFHOCTUKM 1
neyeHua 6onesHen YenoBeka.
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B ocHoBe paboTbl MeAULMHCKOW FreHETUKIN NIEXINT
MeaNKO-reHeTUu4yeCKoe KOHCYNbTUPOBaHNE — BaXKHaA
0651acTb KNMHNYeCKon reHeTnKu, CBA3aHHaA C NOCTa-
HOBKOW AMarHo3a, OLEHKON pucKa 1 npepnonarar-
WwanA obleHne ¢ naumeHToMm. MeaunKo-reHeTuyeckoe
KOHCYNbTUPOBaHME — 3TO MNpoLecc, B pesynbraTte
KOTOPOro nayneHTbl nnn nx poacTBeHHNKN C pPUCKOM
HacneaCTBeHHOro nnm npeanonoXmtenbHO Hacnen-
CTBEHHOTO 3aboneBaHNA MONyYalT CBefeHUA O
nocneacTBMAX AaHHOTO 3a60MeBaHNs], BEPOSTHOCTU
€ro pasBuUTUA 1 HaCNefoBaHUsA, a TakkKe 0 cnocobax
ero npegynpexneHma n nevyeHus.

B HacToALwee BpeMA MegMLNHCKaA reHeTrKa CTa-
na MynbTUANCLMIIMHAPHOW 06N1acTbio 3HaHWIA. [eHe-
Th4yecKkmne nccnegoBaHmA NpoBOAATCA B HeBpoiormm,
OHKoOMornuy, ncnxmaTtpun, Kapgmonormn m MHOrnx
Apyrnx cneunanbHOCTAX. nOﬂyquHble Monekynap-
HO-reHeTnyeckme n untoreHeTnyeckme gaHHble Tpe-
OyIOT OLIEHKW, OCMbIC/IEHUSI U MPOGECCUOHANBHOTO
N3N10XKeHNA NayNeEHTY N YneHaMm ero cembu. MHorune
cneynanbHOCTN CcerogHA Hy»KaatoTcA B NOAroToBKe
MOnoAblX KpeaTUBHbIX KagpoB, cneunasnctoB-reHe-
TUKOB.

HayuHble nybnukaumm paHHOro Homepa OXxBa-
TbIBAlOT LWNPOKNN CMEeKTp BOMPOCOB B pPasHbIX
MeJNLUMNHCKNX obnacTax u BKJOYaloT OHKONoruto,
O(I)TaJ'IbMOﬂOFVIIO, aKylwepctBo W TMHEKoJoruio,
HacneacTBeHHble 60/1e3HMU.

3aBepLIJVITb BCTyNnUTENIbHOE CJIOBO XO4YeTCA CNo-
Bamu npodeccopa PJI. Hbloccbayma: «[eHeTuKa B
MeAVLVHe — 3HaHWE He pafy 3HaHUA CaMOro Mo cebe,
a pagu ynyJylieHus 340poBbs, 06NeryeHus cTpaga-
HUIM 1 NOBbILWEHNA YeNTOBEYECKOrO OOCTOUNHCTBa».

Mpnbywens O.B.,
JOKTOP MeAVLMHCKUX HayK, JOLEeHT
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CoBpeMeHHbIN B3rNAL Ha CUHAPOM [layHa u ntoru
NpeHaTanbHOro CKpMHMHra B Pecnybnuke benapycb
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Pesiome

MpepcTaBneH aHanms 4acToTbl CMHAPOMA [layHa Y HOBOPOXKAEHHbIX U Cpean BCex 3ape-
rMCTPUPOBAHHBIX B 6EMIOPYCCKOM PEFUCTPE ClyYaeB BPOXKAEHHbIX MOPOKOB Pa3BUTKA 3a
nepuog ¢ 1990 no 2020 r. B uenom gMHamuKka 4acToTbl cmHgpoma [layHa cpeam XnBOpOX-
JeHHbIX 3a nepuog 2006-2020 rr. octaeTca yctonunson 0,45-0,6%o, UTO CBA3AHO C BHe-
OpeHnem npeHaTasbHOro CKPMHWHIa Ha BbisiBNeHue cuHapoma [layHa. MNpwu aTom yacToTta
BCEX 3aperncTpMpPOBaHHbIX CllyYaeB HEeYK/TIOHHO pocsa v 3a nocniegHue 15 net ysenmuu-
nacb NOYTU B 2 pasa, YTo CBAI3aHO C yBeNMUYeHrem Bo3pacta MaTtepeit. B 2020 r. KoMOUHY-
POBAHHBIN CKPUHIWHT BbINOMIHEH B 71% criyyaeB cpefm Bcex bepemeHHbIx B Pecnybnuke
benapycb. YyBCTBUTENBHOCTb CKPUHUHIA cocTaBuna 86%, B rpymnne BbICOKOrO puUcka —
3,3%. bepemeHHble ctapwe 35 net coctaBunn 17%. Bcero B pamkax npeHatanbHOro
obcnenoBaHus 3a rog BbisiBneHO 330 CjlyyaeB XPOMOCOMHbIX OONE3HEN, U3 HAX CUHAPOM
DayHa — 158. 3¢ddeKTMBHOCTL UHBA3MBHBIX MPEHATaNbHbIX NpoLeayp coctasuna 1:12 no
XPOMOCOMHbIM 60ne3HaAM 1 1:24 no cuHapomy [ayHa. Npu aHannse NpyuumnH poxaeHus
JeTell C CMHAPOMOM [layHa yCTaHOBJIEHO, UTO 24 (46%) MeHLMHbI OTKa3anncb oT obcre-
[O0BaHUA (OT NpoBeAeHNA CKPUHMHIA U/ OT NPOBeAeHNA UHBA3MBHOW NpeHaTanbHOM
OVArHOCTMKM), 6 — HE COCTOANM Ha y4yeTe, 4 — 0TKa3anncb OT NpepbiBaHUs 6epeMeHHOCTH
Nno MeanKO-TeHeTMYeCKUM NOKa3aHMAM Npu YCTaHOBJIEHHOM AmarHose cuHgpoma [ay-
Ha, a 18 (35%) — He Nonanu B rpynny BbICOKOIo prcka. Takum 06pa3om, B NogaBAsALLEM
GONbLUMHCTBE CJlyYyaeB GepeMeHHbIe >KEHLLMHbI OTKa3anucb OT obcnefoBaHUs WM ot
npepbiBaHNA 6epeMeHHOCTU C YXKe YCTaHOBJIEHHBIM MAarHO30M.

KnioueBble cnoBa: cvHapom [layHa, XpOMOCOMHas 60sie3Hb, NPeHaTanbHbI CKPUHUHE,
VWHBa3NBHAaA NpeHaTasibHasA ANarHOCTUKa, YacToTa
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Abstract

We present analysis of the frequencies of Down syndrome in newborns and among all
cases of congenital malformations registered in the Belarusian register for the period
from 1990 to 2020. In general, the dynamics of DS frequencies among live births for the
period 2006-2020. remains stable 0.45-0.6%o, which is associated with the introduction
of prenatal screening to detect Down syndrome. At the same time, the frequency of all
registered cases has been steadily increasing and has almost doubled over the past 15
years, which is associated with an increase in the age of mothers. In 2020, combined
screening was performed for 71% of all pregnant women in the Republic of Belarus. The
screening sensitivity was 86%, with the high-risk group being 3.3%. Pregnant women over
35yearsold accounted for 17%. In total, 330 cases of chromosomal diseases were identified
within the framework of prenatal examination per year, of which Down’s syndrome - 158.
The effectiveness of invasive prenatal procedures was 1:12 for chromosomal diseases and
1:24 for Down’s syndrome. When analyzing the reasons for the birth of children with Down
syndrome, it was found that 24 (46%) women refused to be examined (from screening
and/or from conducting invasive prenatal diagnostics), 6 — were not registered, 4 — refused
to terminate their pregnancy due to medical genetic indications with established Down
syndrome and 18 (35%) did not fall into the high-risk group. Thus, in the overwhelming
majority of cases, a pregnant woman refused to be examined or to terminate a pregnancy
with an already established diagnosis.

Keywords: Down syndrome, chromosomal disease, prenatal screening, invasive prenatal
diagnosis, prevalence

B BBEJAEHWE

CvHpgpom [ayHa (C[l) - Hambonee yactas ¢popmMa TPMCOMUM XPOMOCOM YENOBEKA,
BbljefIeHHas B CaMOCTOATESIbHYIO HO30/I0MMUYECKY0 eAUHULY aHTTMNCKUM Bpayom John
Langdon Down B 1866 . nos Ha3BaHVEM «MOHFONIOVUAHAsA UANOTUAY.

YacTtota C[1 konebnetca ot 1 fo 2 cnyyaeB Ha 1000 HOBOPOXEHHbIX, B OCHOBHOM B
3aBMCMMOCTU OT fieMorpaduueckrx XxapakTepuctnk nccnegyemoi nonynauun. B Pecny-
6nuke benapycb exxeroiHo peructpupyetca okono 200 cnyyaes C[l y feTen v nnogos, u
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CoBpeMeHHbI B3rNAa Ha CMHAPOM [layHa 1 UTOrM NpeHaTasibHOro CKprHUHIa B Pecny6nuvke benapycb

YyacToTa cpean BCex 3aperucTpmupoBaHHbIX coctasnsaeT 1:400-500 n 1:1730-2050 cpenun
HOBOPOXAeHHbIX [1].

Cl - KoMNNeKc MHOXEeCTBEHHbIX BPOXKAEHHbIX NOPOKoB pa3sutma (MBIIP), xapakTe-
puU3ylWNnCca YepenHo-nmueBbiMA gucmopdramy, aHOManuAMN cepaeyHo-CoCyanNCTON
cuctembl 1 gp. C[1 oTHOCUTCA K rpynne HeneTanbHbIX COCTOAHWIA, YTO AenaeT akTyalb-
HbIM NpodunakTUYeckme MeponpuUATAA No NPefOTBPALLEHUNI0 POXKAEHUA JeTel C 3TON
natonorunei. lNpeHaTtanbHbI AUarHo3 yCTaHaBNMBAETCA MyTeM KOMMJeKca nccnefosa-
HWUIA, OCHOBHbIE U3 KOTOPbIX MpeHaTanbHbli KOMOUHNPOBAHHBIA CKPUHWHT, TOTaslbHble
ynbTpasBykoBble (Y3M) n cenekTuBHble LUTOreHeTUYeCcKne nccneaoBaHma. buoxnmmnue-
CKMe 1 ynbTpa3ByKOBble UCCNIefoBaHNA NO3BONAIOT TONIbKO 3aN0A03PUTb XPOMOCOMHYIO
6onesHb (XB), To ecTb BblAeNUTb GepeMeHHbIX rpynnbl BbICOKOrO pucka. [ocTtaHoBKa
ArarHo3a BO3MOXKHa Npu NpoBeAeHUN MHBA3WBHOW NpeHaTanbHOW ANarHOCTUKN.

C[1 moXeT 6bITb AMArHOCTMPOBAH NPU LUTOreHeTMYEeCKOM aHanm3e KieTok buonTata
BOPCUH XOpunoHa (BBX) 1 KneTok aMHMOTUYECKOWN XNAKOCTN B rPynnax BbICOKOrO prcKa.
CywlecTByeT ABa uutoreHeTnyeckmx BapmaHta Cll: TPMCOMHbBIA U TPAHCNOKALMOHHbIN,
COOTHOLLEHNE MeXAY HMMK cocTaBnaeT npumepHo 93:6. B 0,9% cnyuyaeB BCTpeyaroTcA
Mo3anyHble dopmbl. DeHOTUNUYECKME NPOABEHNA BCceX POPM CMHAPOMA OfMHAKOBDI.

B MATEPWAJIbI U METO/bI

0O630p NrTEpaTypbl BbINOMHANCA B NOUCKOBbIX cucTemax PubMed ¢ ncnonb3oaHuem
KNioYeBbIX CNOB «CMHAPOM [layHay, «tpucomma 21».

Y31 npoeoaunock B cpoke 10-13 Heaenb Ha ckaHepax Voluson 730(GE) ¢ ncnonb3o-
BaHMeM TpaHCabAoOMMHaNbHOTO KOHBEKCHOTO (5 ML) u TpaHcBarmHanbHoro (7 M) pat-
UNKOB.

LintoreHeTnyeckne n 6rnoxmmmuuyeckme aHanmsbl BbIMOJHANNCD FreHeTnYecKon nabo-
paTtopueln PecnybnvnkaHckoro HayuyHo-npakTtuyeckoro ueHTtpa (PHIML) «MaTtb n guta»
(MWHCK) 1 06nacTHBIMKM MeAUKO-TEHETUYECKMMI LeHTpaMu. Ana pacyeta KOMOVHUPO-
BaHHOrO prCKa NepBOoro TpMMeTpa HamMmmn NCMOMb30Banacb OpUrMHanbHasa KOMMNblOTepHas
nporpamma, HanMcaHHasa B KoHue 90-x rr. npu yyactum Cuckle H.S. [2]. C 2015 . pacuet
pucka B 06MaCTHbIX MeLMKO-TEHETUYECKMX LieHTPax BbIMOMHANCA C MUCNONb30BaHUEM
nporpamm «Life Cicle», 3a ncknioueHnem MpogHEHCKOW 06MacTh, NCNOMb3YyIOLWeN Npo-
rpammy Astraia. YunTbiBanucb cnegyouie napameTpbl: BO3pacT 6epemMeHHON, TOMLMHa
BOPOTHMKOBOro npoctpaHcTea (TBM), anbda-dpetonpotenH (ADIM), B-uenb xoprmoHnye-
cKoro roHagoTponuHa (B-XI), accounnpoBaHHbI ¢ bepemeHHOCTbIO 6enok A (PAPP-A). 3a
rpaHuuy pucka no CJi (cut off) B benapycu npuHumaetca puck 1:360, UTo COOTBETCTBY-
eT pUCKy poxkaeHus pebeHka ¢ CI1 y »keHwuHbl 35 net. OueHKa prcka nposoannach npu
KTP 38-80 mm (no Tabnuuam Hadllok). 3a6op KpoBu gnsa 6Moxnmmnyecknx nccnenoBaHnin
BbINoNHANCA B AeHb Y3V npn KTP 38-70,4 MM. PucK paccunTbiBancsa B TeueHme nocnegyto-
LWmMX 24 Yacos, 1 NpY NoNagaHNN NaLUMEHTKX B FPYNMy pMcKa OHa Bbi3blBanacb ANA Meau-
KO-reHeTUYeCKoro KoHcynbTupoBaHua (MIK), B xoge KOToporo npegnaranocb NpoBecTu
WHBA3MBHYIO NpeHaTaNbHyi0 ANarHocTuKy [2, 3.

KaprnotnnupoBaHue KNeTOK aMHMUOTUYECKOW >XMAKOCTW MPOBOAWNOCH METOAOM
CTaHAAPTHOIO KapuoTMMUPOBaHUA C Mnomolbio AnddepeHUmnanbHOro okKpallnBaHusA
(GTG-banding). KapvoTun 3anuncbiBanca B COOTBETCTBUM C MPaBUnaMn MeXayHapoLHON
HOMeHKnatypbl [4].
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B PE3YJIbTATDI

MonynaunoHHble CKpUHMpYoLWMe nporpammel B Pecnybnvke benapycb npoeogAaTtca ¢
1990 r., 1 NoAXxoAbl K CKPUHWUHTY, B TOM YMCe CMeLleHre CKPYHWHIA B MePBbI TPUMeCTp,
3HaYNTENbHO U3MEHUAN NONYNALMOHHYI0 YacToTy C[1 B Hawwewn cTpaHe. [laHHaA cTpaTerma
npeHaTasibHOro CKPUHWHIA TUNNYHA AnA MHorux cTpaH EBponbl n CeBepHon Amepunkum [5].

Mo paHHbIM Benopycckoro HaunoHanbHoro peructpa BIP, nonynAunoHHaa uacTo-
Ta C[1 cpegn HOBOPOXAEHHbIX B I. MuHcke B 1980-x rr. coctaBnana 1:830 (puc. 1).
B 1990-1996 rr. npu NpoBeaeHUN OGUOXMMUYECKOTO CKPUHWHIA BTOPOro TpuMecTpa
(A®MN+XT) nonynayunoxHan yactota C[] 6bina 1:1030. MNpu npoBefeHNY CKPUHUHTA NepBo-
ro TPUMeCTpa C KOMMbIOTEPHbIM PacyeToOM pUCKa Mo pesynbratam n3mepeHua TBIM v Bos-
pacTa 6epemeHHol B neprog ¢ 2000 no 2006 r. nonynaunoHHasa yactoTta Cll cHM3mMnach
o 1:1190. Mpwn npoBeaeHUN KOMOBUHMPOBAHHOIO CKPUHWHIa NepBOro TpUMecTpa nomny-
nAaumoHHasa vactota CIl cpegn HOBOpPOXAEHHbIX cTana 1:2500 B 2009 r., B TO BpemMA Kak
yacToTa BbiaiBneHnA Cll (porkgeHHble + npepBaHHble) coctaBuna 1:455 (puc. 1). 3a cuet
N3MeHeHVA NoAX0A0B K GOPMUPOBAHUIO FPYNM PUCKa NO XPOMOCOMHbIM 6one3HAM (XB)
YyacToTa npeHaTanbHOro BbisiBeHNA Cll KO Bcem 3aperncTpupoBaHHbIM C/lyYasam yBenu-
ynnacb Ha 33% 3a yKasaHHbIV Nepuroa.

B nocnepgHee pgecAtTunetve cutyauma No opraHmM3auuy npeHaTanbHOW ANArHOCTUKU
CJl npeTepnena 3HauuTenbHble N3MEHEHUsA Ha BCell Tepputopun Pecnybnukmu benapychb.

MNpeHaTanbHasa anarHocTuka Xb BbiNonHAETCA MeAnKo-reHeTnyecKol cny6oi pecny-
65MKK B cOCTaBe 06/1acTHbIX nogpasaenennin. PHML «<MaTb n antsa» npoBoaguT nccnegosa-
HUA anst MUHCKa 1 MHCKOI 0651acTy, a Tak»Ke ropoACcKo poannbHbli gom N2 2 r. MrHcKa
BbIMONHAET KOMOVMHUPOBAHHBIN CKPYHUHT 115 3aKPENSIEHHOTo permoHa o6csyXKnBaHus.
BHenpeHne KOMOVMHUPOBAHHOIO CKPUMHUHIA MEePBOro TPUMECTPa Ha Tepputopun BCen
pecnybnuku Hadyanocb B 2014 r., NPOXOAUIIO NO3TaMNHO, YTO GbINO CBA3AHO C AAMUHKCTPA-
TUBHO-OPraHM3aLMOHHbIMA OCOBEHHOCTAMU B PErMoHax 1 NpuBeno K NnocteneHHomy
yBeJIMYeHUNIo OXBaTa bepeMeHHbIX BCel cTpaHbl (puc. 2).

% 2,5
1:714 1:670 1:455
2
1,5 h
:
. /'/V"\
1:2500
0
O ANMNMTITIN ONOVDAAOD— ANNNTUNNON ONO—ANMSTLWL ONWOD
W OOWWOWOW VNV DDA DN OOODODODO OO0 O
AN DO DO OO VDO OO OO OO OO OOOO OO OO
—F—m e e e - WNNNNNN NN

—m— Yactota C[1 (BCe ncxoabl 6epeMeHHOCTHN)
—m— YacTtota C[] (Bce ncxopbl 6epeMeHHOCT, HO C MOMNPABKOW ANA NPeHaTasbHO BbISBNEHHbIX NI0A0B)
Yactota C[1 (TONbKO pOXKAEHHbIE AETY)

Puc. 1. BanAHne npeHaTanbHOro CKpMHMHra Ha yacrory CJl B r. MuHcke ¢ 1980 no 2009 r.
Fig. 1. Influence of prenatal screening on the incidence of DS in Minsk from 1980 to 2009
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CoBpeMeHHbIV B3MAA Ha CMHAPOM [layHa 1 UToru npeHaTanbHOro CKpUHUHra B Pecnybnuke benapycb
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Puc. 2. lons 6epeMeHHbIX, 06cnefoBaHHbIX N0 NporpamMmme KOM6VHPOBAHHOTO CKPUHWNHIa B
Pecny6nuke Benapycb (n=60 610)

Fig. 2. The proportion of pregnant women examined under the combined screening program in Belarus
(n=60610)

Kak BugHo 13 puc. 2, B 2020 r. KOMOMHUPOBAHHbIA CKPUHWHF BbiNOSIHEH 71% Bcex
H6epemeHHbIX B cTpaHe. [1na ocTaBlumxca 29% npoBefeH CKPMHUHT Ha BbiABAEHWE rpynn
pucka no Xb ¢ yueTom ynbTpa3ByKOBbIX MapKepOB 1 Bo3pacTa 6epemMeHHOW »KEHLLUHBI.
KOMOGUHMPOBaHHbBIA CKPUHUHT Ha afiMUHUCTPATMBHOM YPOBHE B HacTosllee Bpemsa He
OopraHn3oBaH ana naymeHTok MumHckon obnactu (puc. 3).

Mbl npoBenv aHanu3 pe3ynbTaToB KOMOMHUPOBAHHOIO CKpUHUHIa 2020 r. bepemeH-
Hble B Bo3pacTe 35 neT u ctaplue coctaBmnn 17%. [pynna BbICOKOro prcka okasanacb
3,3% (n=2015). Bcero B rpynne pucka BbifABneHo 216 cnyyaes Xb y nnopa, n3 Hux CJj -
86 HabnogeHnin. Bcero B rpynne nccnegoarna (n=60 610) 3apernctpuposaHo 99 cnyya-
e C[l. B uenom uyBCTBUTENIbHOCTb CKPUHUHIA cocTaBuna 86% 1 pasHunacb B pernmoHax
pecnybnuku (puc. 3).

89% 93%

9 86%
84% 86% o
81%
71%
N4 x .0 = x o o o © 0
v o O 9] = I ] X v
I Y v [ O [ = = s >
= v © Q [3) s = c Q
o
= I 1) E ) <3 c S ©
£8 3 e = g e 5
= = 58
[J]
a

Puc. 3. YyBCTBUTENIbHOCTb KOMGMHMPOBAHHOTO CKPUHIHIA Ha BbiAiBAIEHWE FPYNMbl BbICOKOrO p1cKa
no CJ] B pernoHax Pecny6nuku benapycb

Fig. 3. Sensitivity of combined screening to identify a high-risk group for DS in the regions of the
Republic of Belarus
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Kak BUHO 13 puc. 3, camas BblCOKasA YyBCTBUTENIbHOCTb KOMOMHNPOBAHHOIO CKPU-
HUHra 6bina B flomenbckom 06nactn 1 coctaBuna 93%, camas HU3Kas — 71% B pogHeH-
ckoln obnactu. Mexay Tem cnefyeT OTMETUTb, YTO BO BCEX PermoHax, BbIMOJHABLUMX
KOMOWHNPOBAHHbBIA CKPUHWHT, JOCTUIHYTbl CPaBHUMblE C OMMCaHHbIMK B NUTEpaType
pe3synbTaThbl [6].

Bcero 3a 2020 r. BbinonHeHo 3805 nHBa3MBHbIX Npoueayp (amHunoueHTes n bBX), uto
cocTtaBnsaeT 4,6% OT 3aBepLUMBLUNX HepeMeHHOCTb. /13 Hux 286 (7,5%) npoueayp Bbinon-
HEHO B NepBOM TpuMecTpe 6epeMeHHOCTU. [oKa3aHUs K NpoBeAeHUIO NHBA3UBHOW Npe-
HaTa/IbHOW ANArHOCTUKW NpefCcTaB/ieHbl Ha puc. 4.

Kak BugHO 13 puc. 4, TOMMMO KOMOVHUPOBAHHOTO CKPUHWHTA, MO-MPEeXHeMy 4acTo, B
38% cnyyaeB, MHBa3MBHaA NpoLeaypa BbINOAHAETCA NPU Bo3pacTe bepemeHHOW cTaplue
35 net. BpoxaeHHble nopoku pa3suTtuA (BINP) ctann nokasaHvem Ana nHBasvBHOWN NpeHa-
TasIbHOWM ANArHOCTUKM B 7% cnyyaeB. BoiaBneHo 330 cnyuaes Xb, u3 Hux C[] - 158. Sdpdek-
TUBHOCTb Npoueayp coctaBuna 1:12 no Xb n 1:24 no CJ.

Bcero B 2020 r. B benopycckom peructpe BIP yuteHo 206 cnyyaes C[l, 3 Hux npepsa-
HO 154, uTo cocTaBnaeT 74%. Pogununcb 52 pebeHka ¢ CL. MNpu aHanu3e NpuynH poxae-
HuA geten c C] yctaHOBNEHO, UTO 24 (46%) XeHLWMHbI 0TKa3anncb oT obcnenoaHus (ot
npoBefAeHNA CKPUHUHIA U/Unn OT NpoBeAeHMA NHBA3MBHOW NpeHaTasibHON AMarHoCTu-
Ku), 6 — He COCTOANM Ha yueTe, 4 — OTKa3aNnncb OT NpepbiBaHMA 6epeMeHHOCTW No Meau-
KO-reHeTUYeCKNM noKasaHnam npu yctaHossieHHom Cll, 18 (35%) — He nonanu B rpynny
BbICOKOTO pucka (puc. 5). Taknum o6pa3om, B nogasnstoLem 605bWKNHCTBE cnyyaeB bepe-
MEHHbIE XeHLUNHbl OTKa3anCb OT 06CneoBaHNA AKX OT NpepbiBaHUA 6epeMeHHOCTU C
yXe YCTaHOBNEHHbIM ANarHo30M. MOXHO roBOpUTb, UTO BCE 3TW Clydan Obinmn YCIIOBHO
npepoTBpaTuMbl. BO3MOXHO, Npy NOBbILWEHNN KayecTBa, KPAaTHOCTU M MPOJOIXKUTENb-
HOCTW MeAMKO-TEHETMUYECKOro KOHCYNbTUPOBAHUA, @ TaKXKe KOHCYNbTUPOBAHNA U OCMO-
TPOB BPa4yoOM — aKyLIEPOM-TUHEKOSIOrOM MO MECTY XUTENIbCTBA CEMbU MPUHANN Obl HOE
penpofyKTMBHOE peLleHue.

Bo3pacT (38%)

MNpouee (1%)

2 Y3-mapkepa 1 6onee (4%)
MoHoreHHble 6onesHu (0%)
XpomMocomHble nepecTtporiku (1%)
Xb B aHamHe3e (2%)

BbisiBneHHble BIP (7%)
Puck no TBIM (0%)

Prick KOMBUHVIPOBaHHBI (47%)

Puc. 4. CrpyKTypa nokasaHui Ans npoBeieHNA NHBa3NBHOW NpeHaTanbHO AnarHocTuKn B 2020 T.
B Pecny6nuke Benapycb
Fig. 4. Structure of indications for invasive prenatal diagnostics in 2020 in the Republic of Belarus
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OTKa3 oT npepbiBaHUA (8%)
OTKa3 oT 06cnepoBaHuA (46%)

He nonanw B rpynny pucka (35%)
He ctoanu Ha yyete (11%)

Puc. 5. CTpyKTypa npuuunH poxaeHus getein c C1 B Pecny6nuke benapycb B 2020 1.
Fig. 5. The structure of the reasons for the birth of children with DS in the Republic of Belarus in 2020

C yueToM YyCnoBHO npepoTBpaTuMbix 26 cinyyaeB CI 3pdeKTMBHOCTb CKPUHMHIA
B pamKax BCel CTpaHbl MOrna coctaBuTb 84%, faxe npu OTCYTCTBUM MOJIHOrO OxBaTa
6epeMeHHbIX KOMOMHMPOBAHHBIM CKPUHUHIOM. Mbl cunTaem, uto B paboTe c 31Ol rpyn-
now MmauueHToB nepBuYHas bGecefa, NPoOBedeHHas BPauyoM — aKyLIEPOM-TVIHEKOSIOrOM
Npu NOCTaHOBKE Ha y4yeT, UMeeT NpMHLUMNuanbHoe 3HayeHre. [1oCKoNbKy M3BEeCTHO, YTO
CYnpy»KecKkme napbl, KOTOpble XOTAT Y3HaTb O BO3MOXHOM 3aboneBaHWM NMOAa, Yalle
NCMOsb3YT NONyYeHHY0 nHbOPMaLMo ANA NPUHATUA PENPOAYKTUBHOIO PeLleHns, Yem
napbl, KOTOpble HanpasJieHbl, HO He Bcerga TOYHO OCBefOMIIEHbI O LiefI FeHeTNYeCKoro
06cnenoBaHnA U KOHCYNbTUPOBaHWA. BONbLWIMHCTBO 06PaTUBLLMXCA 33 KOHCYNbTaumen 1
UMEIOLLMX HU3KNIA PUCK POXKAEHUA 6ONbHOIo MOTOMCTBA UCMbITbIBAOT 0b6NeryeHme, ycbl-
LUaB, YTO peasnbHbIi PUCK HAMHOIO MEHbLLIE, YeM OXNZASN.

B uenom gmnHammka yactotbl C[l cpegun XMBOPOXKAEHHbIX 3a nepuog 2006-2020 rr.
ocTaeTca ycrtonumeomn - 0,45-0,6%o, uTo cornacyetca c npoBefeHHbIMK B EBpone n Ame-
puKe nccnegoBaHmAMN. [Npr 3TOM YacToTa BCeX 3aperncTpUPOBaHHbIX CllyvyaeB HeYKTOH-
HO pocsia 1 3a 15 neTt yBennuunacb noyTn B 2 pasa (puc. 6). Ha Haw B3rnag, 3To cBA3aHo
KaK C yBenmyeHnem Bo3pacrta MaTepu, Tak 1 C ynyyleHnemM npeHatanbHOW ANarHoCTUKU B
Hallen CTpaHe 3a yKa3aHHbI nepuogd. [10 3TM nokasaTenAam Mbl He OTANYaemca OT CTpaH
3anagHow EBponbl. [poBecTyn oueHKy pacnpoctpaHeHHocTn CLl cpean HaceneHma Pecny-
6nmkn benapycb He npefcTaBNAETCA BO3MOXHbIM B CBA3M C OTCYTCTBMEM Y Hac nHbOp-
Maumn o6 obuier YMCIIEHHOCTM, MOJIOBOM W BO3PAcTHOM COCTaBe, 3abofieBaeMocCTy,
CMEepPTHOCTM Y AlaHHOM rpynnbl nogei. [lo3ToMy 3TOT BONPOC HyXKAaeTcAa B AaNibHelLeMm
nccnegoBaHMM M aHanuse.

B OBCYXJAEHUE

Mo paHHbIM pernctpa EUROCAT, oxBaTbiBatowero 6,1 MUINNoHa poXxaeHnn B nepunog
€ 1990 no 2009 r., o6was yactota C[1 Ha 10 000 poxxaeHuii coctasuna 22,0 (95% AN 21,7-
22,4)  Mena TeHAEHLMIO K YBENIMUYEHUIO, YTO OOBACHAETCA POCTOM CpeflHEro Bo3pacTta
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Puc. 6. ilunamuka yactoTbl C/l cpean HOBOPOXKAEHHDIX 1 BCEX 3aperncTpupoBaHHbIX 3a nepuog
2005-2020 rr. B Pecny6nuke benapycb

Fig. 6. Dynamics of DS frequencies among newborns and all registered for the period 2005-2020
in the Republic of Belarus

MaTepU 1 NPOJOIIKUTENBHOCTbIO XU3HU ntogen ¢ CLl. YactoTa xusopoxkgeHun ¢ CIl cocra-
Buna 11,2 (95% AW 10,9-11,5) n okazanacb CTabunbHOM B AMHAMUKE BPEMEHU, OJHAKO
B 3aBUCMMOCTM OT CTPaHbl pa3fMyanacb B Tpu pasa. Bce 6onee wmpokoe pacnpocTpa-
HeHure ¢ 1990 r. NpakTNKM NpeHaTanbHOro CKPUHUHIa Ha BbiasneHne Xb n npepbiBaHue
6epeMeHHOCTN MO MeAUKO-TeHeTUUYECKUM MOKas3aHWAM KOMMEHCUPOBAsNo yBennyeHue
BO3pacTa MaTepw, YTO 1 MPUBENIO K OTHOCUTENbHO CTabUIbHOM PAacNPOCTPAHEHHOCTU
Tpucomun 21 B eBponenckomn nonynaymmn. YcnewHaa npeHaTtanbHasa guarHoctnka Xb B
nepBOM U BTOPOM TpUMeCTpax 6epeMeHHOCTV NpUBOAWT K peructpauumm cnydaes Cl,
KoTopble npexpe 6111 6bl yTepsHbl B CBA3U C HEBbIHALLMBaHWEM 6epeMeHHOCTH, TaK Kak
3aBepwnnncb 6bl Camonpoun3BosbHbIM abopToM. Bbino BbickasaHO NpeanonoXeHue, 4to
370, a TaKkKe YBeNIYeHne cpefiHero Bo3pacTa MaTtepu MOryT YacTUYHO OO BACHUTL YBeNu-
yeHre obLlero uncna AMarHoCTUPOBaHHbIX cilyyaeB Tpucomun 21. Mogo6Hana TeHaeHUUA
noaTeepkpaaeTca aHanmsom yactotbl CJ] B Hawen cTpaHe 3a nocnegHue 15 net (puc. 6).
OTO TaKKe cornacyeTca C pesyfibTaTaMu NpoBeAeHHbIX B AMepuike 1 A3umn nccnegoBaHui,
COOOLWaLMX O TOM, YTO YacToTa TPUCOMUN 21 Cpean KUBOPOXKAEHHbIX HE MEHAETCA B
OVHaMUKe BpeMeHM, B TO BpeMs Kak 06Las yacToTa yBeNnunMBaeTca B He3aBUCUMOCTY OT
pervoHa nccnepgosanma. Hanpumep, B CLUA B 1950 r. 3apeructpupoBaHo ~50 000 yeno-
Bek ¢ C[], uto coctaBnsAeT 3,3:10 000 yenosek, aB 2013 1. ~212 000 (6,7:10 000 yenoBek), n
Takoe yBeJinyeHre CBA3aHO Kak C POCTOM HaceneHusa, Tak U C NOBbILEHNEM BblXK1BaeMo-
ctn geten ¢ CJ (puc. 7) [7].

Mpwn aHanuse pacnpocTtpaHeHHocTn C[] cpean HaceneHusa cTpaH EBponbl Nno cocrto-
AHMO Ha 2015 r. BbIABNEHO, UTO OHa cocTtasndAeT 4,9:10 000 uenosek. [pn 3TOM B CTpa-
Hax BoctouHom EBponbl — 3,3:10 000 uenosek, 3anagHon Esponbl — 6,0:10 000. OgHako
BCE CMeunanmncTbl CXOAATCA BO MHEHWN, YTO TOUHasA rnobanbHas oueHKa He MoXeT ObiTb
BbIMOJIHEHA [10 TeX Mop, MOoKa B pa3HblX CTpaHax He OyayT co3faHbl yHUOULMPOBaHHbIE
perucTpbl poxxaeHun niogen ¢ Cl n He 6yeT HaKONIEHO U AOCTYNHO ANA aHann3a 6osb-
Le laHHbIX O BbIXKMBAEMOCTM 1 3a60NeBAaEMOCTMN NaLNEHTOB C Tpucommen 21.
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Gert de Graaf etal,, 2021, B nepuog c 2011 no 2015 r. B EBpone nposenu oLeHKy X1Bo-
poxgeHHbix geteir ¢ Cll. Okasanocb, uto B cpefHem 310 8031 yenosek B rof, a C y4eTom
npepbiBaHUA 6epeMeHHOCTM MO reHeTUYECKUM NOKa3aHWAM KONMYeCTBO HOBOPOXKAEH-
HbIX 66110 6b1 0KOMO 17 331 exerofHo. Mo OLeHKaM, CHUXKEHME PacnpPOCTPaHEHHOCTH
KUBOPOXAEHUIN COCTaBMO B cpeaHeM 54% n konebanocb oT 0% Ha Manbte go 83% B
WcnaHuuw. Mo gaHHbIM aBTOPOB, Mo cocTtoAHuMio Ha 2015 r. B EBpone npoxusaet 417 000
yenosek ¢ C[l; 6e3 daKynbTaTMBHOIO NpepbiBaHNA 6epemeHHOCTY Nnogos ¢ Cl] 6bino 6bl
okono 572 000 yenoBek, YTO COOTBETCTBYET TeMMam COKpalleHnA HaceneHna Ha 27% [8].
Takaa cTaTUCTVKa MOXeT ObITb BaXKHbIM HapOMeTPOM TEHAEHLMIA NMPeHaTaIbHOro TeCTu-
poBaHua C[] B pernmoHax, 4to NO3BOAUT paLMOHanbHO pacnpeAenAaTb pecypcbl BHyTPH
CTpaH.

C[l BcTpeyaeTca BO BCex NONyNALMAX, HO pa3nnuma B BO3pacTe maTtepu Npu 3a4atuum
MeXAy CTpaHaMy M 3THUYECKUMWU Fpynnamm BAWAIOT Ha KOMNYECTBO KMBOPOXKAEHWIN.
Hona poxgeHnin oT matepei cTapluero Bo3pacta (ctapwe 35 net) B peectpax EUROCAT
HeYKJIOHHO yBenuumBanacb ¢ 13% B 1990 . go 19% B 2009 r. [9].

BbickasaHHble paHee BblBOAbl O uyactotax C[l mogTBepXAaloTca M MNOCNeAHUMMU
nybnukauyuamm, oxsaTbiBalowmmu nepuog 25-35 net. Tak, nccnegoBaHus, NPOBOAUMbIE
¢ 1990-x rr. n npogomKalLmeca No HacTosLee Bpema B pernoHax AHrmm n Yanbca,
CnoeHuu, ABctpanun n ctpaHax — yyactHuuax EUROCAT, nokasanu, 4to yBenuMyeHume
BO3pacTa maTepu ypaBHOBELIVBAETCA UCMNOIb30BaHNEM NMPeHaTanbHOro CKPUHMHIA, YTO
npuBeno K cTabunbHOMY WM HE3HAUUTENBbHOMY CHIVXKEHWIO pacnpocTpaHeHHocTn Cl1y
XUBOpOXAeHHbIX. Tak, B KO>kHoM EBpone vactoTta CJ] cpean XUBOPOXAEHHbIX 3a NEPUOA,
1980-2015 rr. cokpatunacb nouytn BABoe. HanpoTtus, B HugepnaHgax yactota »uBO-
POXAEHNA HEeCKonbkKo yBenuuunacb B nepuof 1980-2000 rr, a 3aTemM HauyuHaA
€2005r.cHm3umnacb.BCLUApocTpacnpocTpaHeHHOCTU CLl cpean > KNBOPOXKAEHHbIX HaYanca
B 1980-x rT. 1 ctabunusnposanca nocne 2005 r. (puc. 7) [7].

O6 OTKpbITUM CBA3WM MeXAy AOMNONHWUTeNbHOW Xxpomocomoln 21 n deHotnnom CJ
Bnepsble Obino coobueHo B 1959 I, UTO CTaflo BaXXHOWM BEXOW B Pa3BUTMM MpeHaTanb-
HOW ANarHOCTUKN U MeAULIMHCKON reHeTUKU. MbllwmnHble mogenu ana nsydenuna CI 6binu
BnepBble pa3paboTtaHbl B 1990 r., a NONHaA HYKNeoTUAHaA NocneoBaTeIbHOCTb AJIMHHO-
ro nneya HSA21 onpegeneHa MHOrOHaLUMOHaNIbHbIM KOHCOPLIMYMOM McCCnefoBaTenem u
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% 260
s 200 000 50-50
o 40-49
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Puc. 7. Yactora n BospactHoe pacnpegenenue C/] B CLUA [7]
Fig. 7. Frequency and age distribution of DS in the USA [7]
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ony6nukosaHa B 2000 r. 3a nocnepyowme rogpl 611 AOCTUTHYT CYLLECTBEHHBbIV Nporpecc
B NMOHUMaHNN MONIEKYNIAPHON NAaTOGU3NONONN PasnNUHbIX GEeHOTUNNYECKNX NPOosBIe-
Huin C[l, KoTopble B HACTOsLLEee BPEMsA CUMTAIOTCA HapyLWeHNeM peryasumum sKCnpeccum
reHos.

B 3AKJTIOMEHUE

B Pecny6nuke benapycb BHepeHbl 1 LIMPOKO NCMONb3YIOTCA METOAbl CKPUHMHIA 1A
npeHatanbHoOro BbiAiBneHusA Cl, uTo No3Bonuno AoOUTbCA YYBCTBUTENBHOCTM BbIABIEHNA
Cll 74% Ha TeppuTOpUN BCeW cTpaHbl. Kak 1 BO Bcex cTpaHax 3anagHon EBponbl yBenu-
UMBaeTCA CpedHNIA BO3PaCT maTepel, YTO MPUBOANT K yBEIMUYEHMIO YacTOTbl BCEX 3ape-
rMcTpmpoBaHHbIX ciyyaes Cll npu yCTOMUMBOW pacnpoOCTPaHEHHOCTU CPeAN XKUBOPOK-
OeHHbIX Ha ypoBHe 0,45-0,6%o. YnyulwaeTca gMarHoCTUKa, neyeHre N KayecTBO XN3HW
ntogen ¢ C[1. OgHaKo OCTaloTCA HepeLleHHbIMU MHOTe Hay4YHble U MpakTUYeckne Bonpo-
Cbl, BKNIOYaA NOHMMaHWe TOUHOro O6MONorMYeckoro MexaHusma Kaxgoro gpeHotunmye-
ckoro komnoHeHTa CJl; BO3MOXHOCTb NPMMEHEHUA COBPEMEHHbBIX MOAXOA0B K JIeUeHUIo
3aboneBaHVA B LENOM W OTAENbHbIX CUMMNTOMOB, BK/OYasA KOTHUTUBHYIO ANCOYHKLMIO,
nHTerpaumio nogei ¢ CI1 B obuiectso. HayuHble Bonpockl B uccnegosaHun CLl agnatorca
ype3BblYaHO CNOKHbIMU, MPOBOAATCA Ha »KUBOTHbBIX MOAENAX W HarpaBJieHbl Ha BblABe-
Hue 3pdeKTOoB TpexKpaTHOro NoBTopeHna >200 npoTenHKoAMpPYOLWMX reHoB Ha HSA21,
He roBopsA y>e 0 TPeXKPaTHOM NOBTOPEHMIM HEKOANPYIOLNX FEHOB 1 NocieayoLWwmnx Koc-
BEHHbIX 3bPeKTax 3TUX U3MEHEHUN, UTO B ByayLem No3BoNuT paspaboTtaTb 3dpdeKkTnBHoe
neuvexwne CJ.
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Pesiome

CraTbs NOCBALLEHA UCTOPUN BO3HUKHOBEHUS U Pa3BUTUSA NPOdeCccrm reHeTUYeCKOro KOH-
cynbTaHTa. PaccmatpumBaloTca 3Tanbl pa3BUTUA MeOQULMNHCKOW FeHETUKM 1 3apOoXKAeHue
reHeTMYECKOro KOHCYNbTMPOBaHWA. HakonneHHble nocne 3aBeplueHna npoekrta «[eHom
yenioBeKa» flaHHble NMPUBENM K YCIIOKHEHMIO NPeACTaBeHUN O peann3auumn reHetTmye-
CKOI naTosiorum B opraHume. Mpomr3oLwno n3MeHeHre B MOHUMaHUK NpyuynH 605e3Hn
B CTOPOHY FeHEeTMYECKHMX, YTO MOBJIEKIIO 3a COOOW N3MEHEHME MECTa 1 POJSIN FEHETUKU B
CTPYKType KNUHUYECKON mepuumHbl. [penctaBneHbl XxapakTepucTUKKA OTAEbHbIX Cre-
LMaNbHOCTEN MeLMKO-TEHETUYECKON CITYXKObl: «KIMHNYECKNA FEHETUKY, «Iab0pPaTOPHbIN
FEHETUK», KTEHETUYECKMIA KOHCYNbTaHT». OOCY>KAaeTca U3MEHEHNe KOHTVMHIEHTa Ccemen,
obpaLLaloLLMXCs 33 MeIKO-TeHeTMYeCcKon nomoLlbio. Cpean HUX yBeNMUUIach Jons nn
6e3 ABHbIX KINHUYECKUX MPOABMEHNI NaTOMOrY, OQHAKO Lienblo obpaLleHnsa B TaKuxX
cnyyasx Gbina He MOCTaHOBKa KIMHMYECKOro AMarHo3a, a Bonpochl OyayLiero 340poBbs 1
BO3MOXHbI€ CPOKM MaHUdecTaLum 3a6o5ieBaHUsA. ITO MPUBENO K MOBbILLEHWIO POV FeHe-
TUYECKOro KOHCY/bTaHTa. PaccMaTprBaloTCA 3Tanbl NOABIEHUS U CTaHOBNEHMA npodec-
CUU TEHETUYECKOTO KOHCYIbTaHTa, cneundurka n obnacti paboTbl JaHHOTO CMeLnanuncTa,
TEHZEHLMM B M3MeHAIoLWIMXCs ycnoBusix. O6o3HaueHa TEHAEHUMUA Nepexoaa OT reHeTrnYe-
CKOTO KOHCYNbTMPOBaHUA K FeHOMHOMY KOHCYNIbTUPOBAHUIO.

KnioueBble coBa: reHeTMYeCKMUIA KOHCYNbTaHT, FeHeTUYECKOe TeCTUPOBAHNE, MeANLH-
CKas reHeTnKa
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Abstract

The article is devoted to the history of the starting and development of the profession of
a genetic consultant. The stages of development of medical genetics and the emergence
of genetic counseling are considered. The data accumulated after the completion of the
Human Genome Project has led to a more complex understanding of the deployment
of genetic pathology in the body. There has been a change in the understanding of the
causes of the disease towards genetics, which entailed a change in the place and role of
genetics in the structure of clinical medicine. The characteristics of individual specialists of
the medical genetic service are presented: clinical geneticist, laboratory geneticist, genetic
consultant. The change in the contingent of people seeking medical and genetic help is
discussed. Among them, the proportion of people without obvious clinical pathology,
whose goal was not to make a clinical diagnosis, but to questions future health, has
increased. This has led to an increased role for the genetic counselor. The emergence and
formation of the profession of a genetic consultant, the specifics and areas of work of a
genetic consultant, trends in changing conditions are considered. The trend of transition
from genetic counseling to genomic counseling is indicated.

Keywords: genetic counselor, genetic testing, medical genetics

MegauLmMHCKan reHeTrKa 3a 6onee YemM BEKOBYIO UCTOPUIO MPOLLIA OFPOMHbIV MyTb OT
aHanmM3a pofoC/IOBHbIX 10 AOCTYNMHOCTY CEKBEHVMPOBAHWA BCEro reHoma toboro yesose-
Ka; OT KIIMHNYECKOro NPenomIeHNA MeHAENEBCKON reHETUKUN «OAUH FeH — ofiHa 60ne3Hb»
[0 NMOHVMMAHMSA, YTO B Pa3BEPTbIBAHUU KIUHUYECKUX NPOABAEHUN 6onesHn yyactsyeTt
BeCb reHoM. [eHeTuKa CTana BceobbeMiioLLell, OHa MPOHUKIIA BO BCe 06/1aCTV MeVLUHBI.
Mpown3oLwno peBoNOUNOHHOE N3MEHEHME B MOHMMAHMM NPUYMH 6ONIE3HK, YTO MOBJEK-
10 3a cO60W N3MEHEHNE MeCTa 1 PO FEHETUKM B CTPYKTYPE KIIMHUYECKOWN MeAULMHDI.
BHYTpU reHeTVKM BblAENUAKCh OTAENbHbIE HarnpaBeHNs: NabopaTopHasa reHeTuKa, CUH-
LpOMONorus, npeHaTtasnbHas ANarHOCTMKA, FeHeTUYECKOEe KOHCYNbTUpOoBaHue v T. 4. Knu-
HUYEeCKan reHeTKa MOXeT HOPManbHO GYHKLMOHMPOBATb TOMbKO TOMAa, Koraa B cucteme
npepcTaBieHbl BCe 3TV HanpasneHus. B paboTe ¢ nauneHTamm Knoueson burypon asns-
€TCA reHeTUYECKNI KOHCYNbTaHT. HecmMoTps Ha TO UTO B MMpe B YMCIIEHHOW CTPYKType
CNeunanncToB MeauLMHCKON FeHeTMKM CreumanbHOCTb FeHEeTUYECKOTro KOHCYNbTaHTa
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ABNAeTCA Hanbonee paCI'IpOCTpaHEHHOVI, anAa Hawen CTPaHbl OHa AOCTAaTOYHO YHMKaJ1bHa.
B sTon ctatbe pPaccMmaTpurBatoTCA NCTOPUYECKNE N COBPEMEHHbIE aCNeKTbl cneynanbHO-
CTN reHeTNYeCKOro KOHCyJIbTaHTa.

Kpatkaa ncropua meguLMHCKON reHeTUKN

MeauuunHcKana reHeTUKa HauMHanacb € aHanm3a POAOC/IOBHbIX B MOMbITKE HAWTK Nepe-
[aBaeMble 13 NOKONEHMA B NOKoNeHMe Npr3Haku 3abonesaHmin. OgHako TONbKO C Npu-
3HaHMEM MEeHEeneBCKOW reHeTUKM U BbIACHEHMEM OCHOBHbIX 3aKOHOB Hac/ieoBaHMA
reHeTMKa YyenoBeKa nonyymna 3akoHHbln ctatyc. U yxxe B 1940 rogy B BennkobputaHuu
BblLLEN NepPBbI yYeOHMK N0 MeJMLNHCKON reHeTuKe «BBefeHne B MegULIMHCKYIO reHeTu-
Ky» Opelizepa Pobeprtca [1]. Ecnun paHHAA reHeTrKa 6a3npoBanacb Ha KNMMHUYECKUX Npo-
ABneHNAX mopdonornyeckmx nnm Groxummyecknx aedeKkToB, To TONbKO C MNOABIEHNEM
nabopaTopHbIX METOOB NOABUIACh BO3MOXKHOCTb CBA3aTb 3TW NPOABNEHUA C KOHKpPET-
HbIMW HapyLLEHNAMU B reHeTUYeCcKoMm annapaTte. BaxkHOW Bexon B pa3BUTMM MeaULMH-
CKOW reHeTUKU CTana KoHLenumaA npeHaTanbHOro CKpUHMHIa. 3Ta KoHuenuua 6a3nposa-
nacb, Hapagy c pa3paboTKo MeToauUYecKrx NOAXOA0B K MOyYeHUIo MaTepurana nnoga
W ero aHanusy, Ha MOHUMaHUK NPUPOAbI pAAa 3aboneBaHnil, X PacnpPOCTPaHEHHOCTU U,
COOTBETCTBEHHO, BO3MOXKHOCTU NPeAoTBPaLLEeHNA POXKAEHUA JeTel ¢ 3TMKM 3abonesa-
HuaMn. CKprHMpyoLme NporpaMmmMbl CTaav HEOTbeMNEMOM YacCTbio KIMHNYECKOW NpaK-
TUKW. [eHeTVKa NPOYHO BOLWa B MeANLMHY B LIeSIOM.

MapannenbHo ¢ 3TMm B 70-80-x rogax NpoLNOro Beka akTMBHO Pa3BMBaNUChb U BXO-
OVNN B KINNHNYECKYIO MPaKTUKY MeToAbl MOSIEKYNIAPHON reHeTUKN (CeKBEeHMpPOBaHUe Mo
CaHrepy, nonnmepasHasa LenHas peakums), yCoBepLIEHCTBOBANNCh LUTOreHeTnyecKme
MeToAbl (CTano ucnonb3oBaTbca AuddepeHumnanbHoe oKpalivBaHe Npu CTaHAAPTHOM
KaproTunupoBaHuK, NOABUNCA MeToh dnyopecueHTHON rmbpuamnsanmm in situ). TexHo-
NOrnn CTaHOBMNCL BCe 6onee AocCTynHbIMU. [JaHHble, NONyYeHHble STUMU MeToAamu,
NpuBeNn K MOHMMaHWIO CIOXKHOCTU peanv3aumm reHeTmyeckom nporpammbl. Ho npeg-
nosiarasioCb, YTo BCE U3MEHEHMA B reHax MMeIOT KIMHUYeCKe NPoABAEHNA, U Ka3anoch,
yTo, KOrga Mbl pacmdpyem BCO HacIeACTBEHHYO MHPOPMaLMio, Npobnema AnarHocTu-
K1 1 npodurnakTUKn HacnenCcTBeHHbIX 3abonesaHunin OygeT pelueHa. bbin 3anyweH n pea-
nn3oBaH npoekT «feHom yenoseka» (1990-2003 rr.). B xoge BbINOAHEHNA 3TOro NPOeKTa
NOABWUMNCD, @ 3aTeM U Pa3BUINCh NMPUHLNMNNANBbHO HOBblE METOAbI CCreoBaHUA (CeKBe-
HUPOBaHMe HOBOrO NOKONEHWUSA, XPOMOCOMHbIN MUKPOMAaTPUUHBIN aHanu3), B pesynbTarte
Yyero CTOUMOCTb W ANINTENBHOCTb BbIMOMHEHWUA OAHOrO UCC/IeAOBaHMA YMEHbLUMANCD B
HeCKOMNbKO pas, uTo, B CBOIO ouepeAb, NPUBENO K JOCTYNHOCTM 3TUX MeTOAoB. B aHann3
6blIM BOBNIEUEHbI 1eCATKM ThbICAY FEHOMOB, B pe3yJibTaTe Yero BbIACHWIACb OrPOMHasn ero
BapraTMBHOCTb. YCTaHOBNEHa MeHee CTporas Koppenauma «reHoTUn — GeHoTUN», 1 oKa-
3a10Cb, UTO Y UesloBeKa YC/IOKHEHME reHOMa NPOM30LLIO He 3a CYET YBeIYeHUA KO-
yecTBa reHOB, a 3a CYeT YC/IOKHEHMA MEXaHN3MOB pPerynauunm, anbtepHaTUBHOro crinan-
cuHra, pegaktuposaHusa PHK n gp. Co BpemeHeM CTaHOBUNOCH BCe Honee ouyeBUAHBIM,
4TO GONBLINHCTBO reHeTUYecKux 6onesHen He MOryT ObiTb OObACHEHbI M3MEHEHNAMN B
OTAENbHbIX UKW HECKONbKUX reHax. [MoHumaHne 60nbLIo BapraTUBHOCTM reHoMa npu-
BEeJI0 K MOWCKY accoumaumii mexagy onpeneneHHbIMU FeHOMHbIMU BapraHTaMun 1 PUCKOM
pPa3BUTUA TeX WMAN UHBIX KIMHMUYECKMX npoasBneHnin. MegnumHCKasa reHeTKa B 3Hauu-
TeSIbHOWM YacCTW CTana reHeTUKON PUCKOB.
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HoBble BbicOKOpa3peLuatoLe MeToAbl aHan13a ganam BO3MOXHOCTb nccnepgosats JHK
€AVHNYHBIX KNETOK OPraHOB U TKAHEeMN, B KOTOPbIX MPOABASETCA reHeTMYecKas naTonorus.
Takum ob6pa3om noABMNacb BO3MOMXHOCTb MOHATb, KaK reHeTMyeckaa nporpamma pas-
BUTWA peannsyetcs B Mopdonornyeckyo n/vnm Grusnonornyeckyto naTonorno gaHHoro
opraHa. Hapsagy ¢ oXvmaaeMbiMU pas3nnumMaMM B YPOBHAX SKCMPECCMM reHOB B MaTosio-
FMYHbIX 1 300POBbIX OPraHax/TKaHAX, 0OHaPYXMNNCb CTPYKTYPHbIE Pa3vuma U B CaMOM
reHeTMyeckom matepmane. Ctano NOHATHO, UTO AJ1A OpraH3Ma XapakTepHa BblCOKas CTe-
NneHb reHeTUYECKOWN reTePOreHHOCTM COCTaBAAIOLMX ero KNeToK.

3a npoleaLwme NoYTK ABa AECATUETNA NOC/e 3aBepLUeHnA NpoeKTa «[eHoM yenoBe-
Ka» 3aMeTHO U3MEHWNNCb YCSIOBUA, B KOTOPbIX GYHKLMOHNPYET MeJMLNHCKan reHeTuKa:
1) nossunucb 6ecnpeleneHTHble reHeTnYecKre nabopaTopHble AMarHOCTUYECKMe BO3-

MOKHOCTH, PyTMHHO NCNOJIb3YIOLMEeCa B KNTMHNYECKOW NpaKTuKe (Hanpumep, pasnmy-

Hble BapVaHTbl CEKBEHNPOBAHMA HOBOIO NOKOSIEHNA N XPOMOCOMHOIO MUKPOMAaTpUy-

HOro aHanms3a);

2) CTanu LWNPOKO JOCTYMHbIMU Pa3fiNUHble reHeTUYeCKne NCCneloBaHnA, KOTOPble MOX-
HO caenaTb B TOM Umncsie 6e3 HanpaBneHna Bpaya, Y CHU3UANCH LieHbl Ha HUX;

3) nonynAapuv3aumna JOCTMKEHNI MeULMHCKOW reHeTVKY NpuBena K yBeNnmueHuto cnpo-
Ca Ha reHeTUYeCKMe UCCNefOBaHUA Kak CO CTOPOHbI Bpadel (anddepeHumanbHas
AVArHoCTUKa 3aboneBaHniA, aHanM3 reHeTUYECKOM NPeapPacroNoXXeHHOCTU K pa3nny-
HbIM COCTOSIHMAM/3ab0NeBaHNAM, FreHETUYECKME NCCefoBaHMA MPU OTATOWEHHOM
CEMENHOM aHaMHe3e), TaK U CO CTOPOHbI HacenieHnA (eCTb NN PUCK Nepedaym NOTOM-
CTBY HacnefCTBEHHbIX 3a60neBaHNii, eCTb NN PUCK NOABJIEHNA reHeTnYeckux bones-
HEM U T. A.).

Ho n3meHmnacb Takxe 1 CMTyauusa B CaMON MeAULMHCKON reHeTnKe. KonoccasnbHbIn
06bemM 1 CNOXHOCTb reHeTnYeckon nHbopmaunn (YHUKanbHOCTb CcOUYeTaHUA reHeTuye-
CKUX U3MEHEHWI faxke Ans OAHOTUMHOWM MaTONOMMW; BblCOKasA CTeNeHb reTeporeHHOCTH
reHoma Ha ypoBHe OpraHu3mMa, TKaHel 1 KneToK) notpeboBanu KapanHanbHbIX N3MeHe-
HUI B paboTe Bpaya-reHeTMKa (He06X0AMMOCTb rNyOOKMX 3HaHWIA MONEKYNAPHON reHe-
TUKK, 065A3aTeNbHOE YyMeHMe paboTaTh C Pa3NMUHbIMU reHeTUYeCcKuMn 6a3amy JaHHbIX B
pexrnme OHManH U T. g.) [2-4].

OrpomHoe KonnyecTBo npepsiaraeMbiX reHeTUYECKUX NCCNef0oBaHNUM, JOCTYMHOCTb
nX 1 BOCTpeboBaHHOCTb NOTpeboBann HOBOro NOAXOAA K OpraHmnsaumm MeguKko-reHe-
Tnuyeckom cnyx6bl. CyliecTBOBaHME TONIbKO OAHOrO creumnanncta (Bpaya-reHeTvka) He
OoTBEYaeT BO3POCWNM TPebOBaHUAM CO CTOPOHbI HAacefleHNA U Bpavyen-KINHULMCTOB.
C ofHOM CTOPOHbI, CTana NOHATHa HeobxogmMmMocTb 6onee rnybokoi cneumanusaymm
Nno MeANLUHCKMM CMeunanbHOCTAM (Hanpumep, reHeTUK-OHKOMOT, reHeTUK-Kapauonor
W T 4.), acpapyron — TpeboBanocb 6onee TecHoe B3auMoZeNCTBUE BHYTPM KOMaHAbI
reHeTukoB. [pomn3owno nepeocmbicneHve GyHKUUA M 3ajay CcneuvannucTos B meau-
LUMHCKOW reHeTUKe: KNNMHUYECKNX FeHETUKOB, NabopaTOPHbIX FEHETMKOB N FreHeTuye-
CKMX KOHCYNIbTAaHTOB — B paMKax efMHON cNyXObl. KNMHMYECKNIA reHeTuK — 3TO Bpavy,
KOTOpbI OTBETCTBEHEH 3a OKOHYaTEeNbHY MOCTAaHOBKY reHeTnyeckoro gmarHosa. OH
JomkeH obnagatb rMyboKNMY 3HaHUAMU MeULMHCKON reHeTUKN B MpodunbHON cne-
unanmsaumm (Hanpumep, B OHKONIOrUW, Neagmatpum u ap.). JTabopaToOpHbIN FreHeTuK
obecneunBaeT BbINONIHEHWE FeHETUYECKNX TECTOB, NPOBOAMT NepBUYHYI0 00paboTKy
MoNlyYeHHbIX pe3ynbTaToB. JlabopaTOpHbIA reHeTUK U3yyaeT BO3MOMHble reHeTuye-
CKMe HapyLeHna Ha pa3Hbix ypoBHaX (AHK, xpomocomsbl, 6eN0K U T. f.), N0O3TOMY B 3TOW
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obnactu CylleCTBYeT TaKKe MHOTO Y3KUX cneymanusauunm (no 06'bEKTy nccnenoBaHMA n
ncnosibsyembim meTofam). KnnHnyeckne reHeTuKn TeCHO COTPYyAHNYAKOT C na6opaTop-
HbIMU TeEHETUKAaMUN NPUN Ha3HAYEHNN TEHETNYECKOro aHaln3a N HTepnpeTaynmn pesynb-
TaTOB NreHETUYECKNX TECTOB. J'Ia6opaTopr|e nccnenoBaHMA HacneaCTBEHHbIX 3abone-
BaHWI CNIOXKHbI U BKJTIOYAKOT HECKONbKO Pa3NINYHbIX TUNOB TECTUPOBAHUA. OnutenbHoe
BpemMA NnpakThnka MeAVLNHCKON reHeTMKU BKo4yana B ceba «CHayana dJEHOTI/II'I», TO
€CTb KITMHNYECKUI reHeTMK Ha OCHOBE AaHHbIX OCMOTpPa NauneHTa n npegnonaraemoro
AnarHo3a Ha3Ha4an na6opaToprle TeCTbl, @ 3aTeM CTaBU OKOHYaTENbHbIN ANarHos3 ¢
y4eTOM NONyYEeHHbIX PE3YyNbTaTOB. OpHako B HacToALee BpemMA C BBeAEHNEM B MNMpak-
TUKY MYJIbTUT€HHbIX naHenen, KOTOpPblE NccenyrT HECKO/IbKO reHoOB O4HOBPEMEHHO
nnbo BeCb reHoM, napagnrMa TeCTMpoBaHNA N3MeHUNacCb Ha «CHa4asna reHom, a 3aTtem
d)EHOTI/II'I». Bo mHorumx cnydaax onA noCTaHOBKM AMarHo3sa HEOGXO}J,VIMO nccnenoBatb
MHOFO FeHOB U Ha 6onblloe KONNYeCcTBO M)/TaLI,I/IVI B HuX. PaHee 3TO BbINONHANOCHL B
BMAe OQMHOYHbIX nccnegoBaHuin. B HacToAwee BpemMA 6bICTpee n aewesne 3To caenaTtb
C MOMOLLbIO NcCnefoBaHmA Bcero reHoma. Ho, ¢ p,pyr0|7| CTOPOHDI, 3TO NPUBOAUT K ob6Ha-
PYy>KeHunto 60nbLIOro KoNMYecTBa U3MEHeHU, U3 KOTOPbIX TOJIbKO €ANHNYHbIE OTBET-
CTBEHHbI 3a KOHKPETHbIE KNNHN4YeCKne npoAaBneHnA. WNHbiMK cnoBamu, NHTEPNpPETALNA
npwu aHannse naHesnen CUIbHO 3aBUCUT OT KITMHNYECKOTO KOHTEKCTa, @ 3TO npeabAaBnAeT
3HauUTeNbHO Honblue Tp66OBaHVIIZ, yem 6blS10 PaHee, K KIIMHNYeCKoMy ”n na6opaTop-
HOMY reHeTuKam. C noasneHnem u OOCTYMHOCTbIO WWMPOKOIro CnekTpa reHeTndecknx
nccnefoBaHnin BO3pOdC/ia Harpyska Ha KIINMHNYECKNX reHETUKOB. JTa Harpy3ska He Bcerga
afleKBaTHa 3aja4vyam, ctoawmnm nepe KNMHNYECKUM reHETUKOM. ,D,OCTyﬂHOCTb aHann3os
npueena K USMeHEHUI0 KOHTUHIeHTa ncaiegyemMbix: BO3podsia AonA nogen, KOTOpPbIE HE
nMmenn KnNHnvecknx ﬂpOFlBJ'IEHI/IVI, HO NHTepeCcoBaICb CBOUM 300POBbEM. prr pa6o-
Tbl KNMNHNYECKOIo reHeTuKa HECI'IEU,I/I(I)I/IHECKI/I paclmMpunnca, Tak Kak aHanun3bl ganeko
He BCerfa 6biNn CBA3aHbI C ANarHOCTUKOWN reHeTnyecKoro 3aboneBaHna. Okasanocb
PauynoHanbHbIM NepefaTb CBA3aHHYIO C HUMA pa60Ty Apyromy cneynanncTty reHetTmnye-
cKom CJ'Iy>K6bI, a MUMEHHO reHeTUYeCKOMY KOHCYNbTaHTY.

Mpodeccna «reHeTUUECKNI KOHCYNIbTaHT»

[eHeTUYecKne KOHCYNbTaHTbl MOABUAUCH AaBHO. B oTnmume oT KnMHMYeCKoro reHe-
TUKa, TeHETUUYECKUA KOHCYNbTaHT MOXET He MMeTb MeAuLMHCKoro obpasoBaHuA. 310
cneyuunanuncT, UMeLLU cTeneHb 6akanaspa 1 NpoLleALWwnii cneuranbHyo NoAroToBKY No
reHetuke. Yxke B 1940-x rogax B CLLUA HeCcKonbKo MeanLUMHCKNX LIeHTPOB OTKPbINU oTae-
NeHnA, B KOTOPbIX MPOBOANIOCH KOHCYNIBTUPOBaHMeE Cyrnpy»KeCKmnx nap no NoBoay pucka
HacnefiCTBEHHbIX 3aboneBaHui B 1x notomcTae [5]. Cam TEpMUH «reHeTUYecKoe KOHCYIb-
TpoBaHue» 6b11 BBefleH B 1947 ropgy LengoHom Pvaom — ogHMM 13 NepBbiX amepuKaH-
CKMX reHeTMKoB. [epBOHaYanbHO KOHCYNbTUPOBaHMe NPOBOAUAN TepanesTbl. ictopua
npodeccmm reHeTMYEeCKOro KOHCynbTaHTa Hayanacb B CLLUA c nosBneHnem nepBoii maru-
cTepcKoil Nporpammbl 0byueHuns B konnemke Capbl JloypeHc B Hbto-Mopke B 1969 roay [6].
K Hauany 2018 r. cywectsoBano yxxe noutyt 7000 reHeTUYECKMX KOHCYNbTaHTOB 6onee uem
B 28 cTpaHax [7]. Tem He MeHee fedNLNT reHeTUUYECKNX KOHCYNIbTaHTOB CYLLEeCTBYET faxe
B TaKux cTpaHax, kak CLLUA [8]. TeHeTnueckoe KOHCYNbTUPOBaHUe Hanbonee pasBUTO Kak
npodeccua B CLLUA, KaHaae, BenvkobputaHum n ABctpanmu.

KoHCynbTaHTbl-reHeTUKN — 3TO cneuuanncTbl B obnacTn 34paBoOXpPaHEHNA, KOTO-
pble 06befMHAT HayKy O MeAULMHCKOWN reHeTMKe C MCKYCCTBOM KOHCYNbTUPOBAHUA.
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KoHcynbTaHTbI-reHeTUK/ 00yueHbl OKa3biBaTb LUMPOKUIA CMEKTP YCNyr OTAenbHbIM
nuuaM 1 cemMbAM, BKOYas NOMOLLb B cOope U M3yYeHNN MEeAULIMHCKUX 1 CeMEeMHbIX
ncTopuin 6onesHn; NPOBOANTL OLIEHKY, a 3aTeM MHGOPMMpPOBaHME NALMEHTOB O reHe-
TUYECKMX PUCKaX U BapraHTax FeHEeTUYECKOro TeCTUPOBAHNA; KOHCYNbTUPOBATb Nepef
TeCTUpoOBaHUeM, YTo6bl MTOMOYb MaLMeHTaM NOHATb BO3MOXHOCTW U OrpaHnYeHns reHe-
TUYECKMX TECTOB; MOMOraTh B MHTEPNPeTaLunmn pe3ynbTaToB reHeTUYeCKrX TecTos; obe-
CneuynBaTb NOCTTECTOBOE FeHeTUYECKOEe KOHCYNbTUPOBaHME, YTO6bl NOMOYb NaLMeHTaM
MOHATb 3HaUeHMe pe3yNbTaToB TECTOB ANA ce6A 1 uneHoB cBoux cemeil. OHUM paboTatoT
B KJIMHWYECKMX, NabopaTOpHbIX, UCCNefoBaTENbCKUX, MEANLMHCKAX U APYTUX YUpeX-
LEHUAX, FAe reHeThYecKre TeCTbl U YCIyrn NPeAoCcTaBnATCA B COTPYAHUYECTBE C Bpa-
YOM-TEeHETUKOM (KNMHNYECKUM FeHETVKOM) U APYTrum Bpauom. KnuHnyeckas npaktu-
Ka BapbMpyeTca Kak BHYTPW CTPaHbl, Tak U MeXAay CTpaHamu. B Tex cTpaHax, KoTopble
HaumnHatoT GOpMMPOBaTb HaLMOHasbHble MeAUKO-TeHeTMYeCKMe Cny»KObl, OKa3anocb
Havn6onee onTMManbHbIM U 3GGEeKTUBHBIM HauMHaTb C MOAFOTOBKU ¥ Pa3BUTUA CUCTEMDI
Me[NKO-TEHETUYECKOTO KOHCYNIbTMPOBaHNA Kak NePBUYHOMO 3BEHAa MeAUKO-TreHeTnYe-
CKOW CNyX0bl.

DaKTnyecKkn reHeTUYeCKNe KOHCYNbTaHTbl paboTaloT NpakTMYeckn BO BCeX obnacTax
KIIMHWYeCKoM NpakTukn. Ho Hanbonbluee KONMYECTBO MX COCPEefOTOUMEHO B Haubonee
COUMaAnbHO 3HaUYMMbIX OTpacnAX (OHKONOrWA, CepAeUYHO-COCYANCTaA MaTonorua, neau-
aTpuA). B 3TuX e 0bnacTAx coCpefoToUeHbl U OCHOBHbIE MOJSIEKYNIAPHO-TEHETUYEeCKMe
nccnepoBaHnA. OfHOWM M3 OCHOBHBIX ObnacTeli paboTbl reHETUYECKNX KOHCYNIbTaHTOB
Mo-npexHemy OCTaeTcsA NpeHaTasibHaA AMarHOCTIKa B CBA3M C PUCKOM POXAEHWA AeTel C
HacneacTBeHHbIMK 3aboneBaHUAMU. HecMoTpA Ha abCOMOTHDBIN POCT UMCHa KOHCYbTaH-
TOB B 3TOI 06NaCTV, UX AONA CPEAMN BCEX KOHCYNBTaHTOB HEYKSTIOHHO CHIKaeTcA (CM. pucy-
HOK), UTO OGBACHAETCA POCTOM KONMYECTBA FEHETUUYECKIMX KOHCYNBTaHTOB B APYrX 0bna-
CTAX MeanumHbl. Tak, 2016 rog 6bi1 NepBbIM FOAOM, B KOTOPOM FeHeTUKa paka (3a cuet
umcna NPaKTUKYIOLWMNX B HEN KOHCYNIbTaHTOB-TEHETNKOB) Oblna Ha3BaHa Hanbonee pac-
NPOCTPaHEHHOW 06nacTbio cneLnanmnsaumm.
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0651acTN NPAKTUKN FeHETUYECKUX KOHCYNbTAaHTOB B NPOLIEHTaX Mo AaHHbIM HaymoHanbHoro obuectsa
KOHCYNbTAHTOB MO reHeTuke [9]

Areas of practice for genetic counselors as a percentage according to the National Society of Genetics
Consultants [9]
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KoHcynbTaHTbI-reHeTnKK, paboTatolme B NneguatTpuy, fenatT akUeHT Ha Henocpea-
CTBEHHOM 340pOBbe AeTel. [Jo NoABNEHNA OHKONOTMYECKUX FrEHETUYECKMX KOHCYMb-
Tauun negmaTpuUeckoe reHeTMyeckoe KOHCYNbTMpoBaHve Obl1o BTOPOW No pacnpo-
CTPAHEHHOCTN 06NnacTblo PaboTbl reHeTMKOB. B nocnegHue roabl 4ONS reHETUUYECKNX
KOHCYNbTaHTOB, NPaKTUKYIOLWMX NegnaTpuyeckyto reHeTnKy, yCTonumBo yBennymBaet-
CA. DTO, BEPOATHO, OTpaxkaeT TOT GakKT, UTo nexallaa B OCHOBE reHeTMYecKasa 3TUONo-
rma OeTcknx 6onesHel CTaHOBUTCA BCe 6onee oYeBUAHOWN, @ BO3SMOXHOCTb CKPUHUH-
ra c NOMOLLbI0O CEKBEHUPOBaHWA cnefyiolero nokoseHna yBenmunBaeT BO3MOXKHOCTb
BbIABNEHWA reHeTUYeCKon NpuYnHbl paaa 3aboneBaHnii, KOTOpble paHblle «yCKoNb3a-
N» OT MeANLMHCKNX PabOTHUKOB.

C MOMeHTa 3aBepLlleHNA NpoeKkTa «[eHOM yenoBeKa» YeTKo 0603Hauunacb HoBas
rpynna notpebuTeneli reHeTUYECKOro TeCTUPOBAHUA — 3TO HENOCPEACTBEHHO NOAN,
KOTOpble MOTyT HanpAMYIo 3aka3aTb TO UM MHOEe reHeTuyeckoe nccnegoBaHne. bonb-
LUMHCTBO reHeTUYeCKnX AnarHoCcTmyecknx nabopatopuin TECTUPYIOT LUIMPOKUI CNEKTP
reHoB 1 NO3BONAT YUeNIoBEKY OTNPaBUTb obpaseL, B KomnaHuio 6e3 yyacTusa nocras-
WMKa MeguunHCKMX ycnyr. leHeTuyeckoe TecTMpoOBaHWe, KOTOpoe MpefocTaBnatoT
3TW KOMMAHUW, 1 KOHKPETHbIE FeHbl Uy NonMMopdr3mbl MOryT He NpeAcTaBnATb Gak-
TUYeCKoro pucka sabonesaHua. Ocobyo 06ecnoKOeHHOCTb Bbi3biBaeT BHeApeHMe Kak
B roCyfapCTBEHHOM, Tak U B YaCTHOM CeKTOpe 3paBOOXPaHeHNA NPOrHOCTUYECKMX
TeCTOB, AN1A KOTOPbIX OTCYTCTBYIOT AOCTAaTOUYHbIE fOKa3aTeNbCTBa aHaNIUTUUYECKON U
KNMMHNYECKOWN BafIMQHOCTU, KNnHnYeckon appekTnBHoCTM. Hanpumep, Peectp reHe-
TUYeCKoro TecTupoBaHuAa HaunoHanbHOro NHCTUTYTa 3apaBooxpaHerHnsa CLUA coob-
wan B 2017 rogy o 6onee yem 55 000 LOCTYMHbIX reHETUYECKMX TECTOB, B TO BPEMA Kak
HauwnoHanbHaa meaguuMHCKas 6ubnnoTeka nmena 457 pekomeHgauuin no UCNosnb3o-
BaHWIo reHeTnyecknx Tectos [10]. Ho B nto6om cnyyae nonyyaemolin 13 nabopatopun
pe3ynbTaT reHeTMYeckoro/reHOMHOro McCnefoBaHNA COLepXUT BGonblioe Konuue-
CTBO aHaNIN3UpPYyeMbIX FeHOB, Cpen KOTOPbIX €CTb BbICOKaA BEPOATHOCTb HaXOXAEHUA
NaToNioOrM4yecKoro BapuaHTa reHa. HacKonbKo OH MOXeT NpUBECTN K pa3BUTUIO NPO-
6nem co 3gopoBbem y naumeHTa? CaMoCTOATENbHO OH 3TO peLunTb He MoXeT. B nge-
anbHOW CMTyauunu NaumeHT OTNPaBAAETCA K reHETUYECKOMY KOHCYNbTaHTYy AnA NHTep-
npeTtaunn pesynbTaToB TeCcTUpyeMol naHenn. KoHCcynbTaHT 06bACHAET NonyyYeHHble
pe3ynbTaTbl, 06Cy>KJaeT C noceTutenem LenecoobpasHOCTb AanbHenwunx obcnepo-
BaHWUN 1 HabntogeHua y npodunbHoro cneynanmncta. OgHako reHeTUYeCKNiA KOHCYb-
TaHT MOXEeT OKa3aTbCA B TPYAHOM MOJIOKEHUM B CBA3U C BEPOATHOCTbIO BbiABEHMUA
NaToNIOrMYHbIX BAPUAHTOB C HEMOJIHOWM NMEHETPAHTHOCTbIO U, rOpa3fo valle, BapuaH-
TOB C HEN3BECTHOM KNMHUYECKON 3HAUMMOCTbI0. B CBA3M C 3TMM BO3HUKaeT noTpeb-
HOCTb B TOM, UTOObI KOMNAHUN NO TECTUPOBAHUIO reHOMa, paboTaloLie HanpAMYyto C
notpebutenamu, npmberanmn K NOMOLLU reHeTUYECKUX KOHCYNbTaHTOB, YTOObI NaLMeH-
Tbl MOHUMaNN BO3MOXKHble PUCK, OFPaHUYEHNA 1 NpenMyLLecTBa BbIOpaHHOro MmeTofa
[0 Havyana TeCTMpoBaHuUA.

[lo HacToALLero BpemMmeH OCHOBHOW LieNbio reHeTUYeCKMX NCCnefoBaHui Obiia gna-
FHOCTUKA XPOMOCOMHbIX aHOMaJINA U MOHOTeHHbIX 3a6oneBaHnin. OfHaKo 3TOro Hepo-
cTaTtoyHo. CNMCOK reHeTUYeCKUX aHOMasIni OYeHb BENMK, Y BO3POC CMPOC KNNHNYECKNX
reHeTMKOB Ha paclIMpeHHble reHeTMYeckne NccnefoBaHusA BMIOTb 4O BCEro reHoma.
ODTO CTano BO3MOMXHbIM C AOCTYNHOCTbIO U LWMPOKUM PacnpoCTpPaHEHNEM FeHOMHOrO
TecTupoBaHuA. lNponcxoauT nepexop OT PeakTMBHOINO reHeTUYeCcKoro TeCTUpPOBaHMA
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ONA ANarHOCTUKN B OCHOBHOM XPOMOCOMHBIX 1 MOHOTEHHbIX 3a60N1eBaHN K NPOaKTUB-
HOMY TeCTMPOBaHWIO Ha OCHOBE FeHOMa [AJ1f MHOXECTBEHHbIX C/TOXHbIX 3aboneBaHuUni
C uenbto npodpunakTukm 6onesHen. ITM N3MEHEHNA NO3BONAIOT FOBOPUTbL O Nepexoe
OT reHeTUYeCKoro TeCTUPOBAHNA K r’EHOMHOMY 1, COOTBETCTBEHHO, OT TPaAULMOHHOIO
reHeTNYeCKoro KOHCYNbTUPOBAHUA K Tak Ha3blBa€MOMY F€HOMHOMY KOHCYNbTUPOBa-
Huto [11-15]. Yke B 2018 roay, no AaHHbIM HaunMoHanbHOro peectpa reHeTUYEeCKNX KOH-
CynbTaHTOB, 19% KOHCYNbTaHTOB cOOOLWMNKM, YTO paboTalT B reHOMHON meauLuHe [9].
Mpodeccus reHeTUUECKOro KOHCYNbTaHTa NPOAOKAET Pa3BMBaTbCA U pearnpoBaTh Ha
MeHALWNACA «naHawadT» reHOMHOW MeaunLmMHbl. Bce 310 TpebyeT gononHuTenbHoro
obyueHuns n moguduKaL i C y4eTom TeKyllen Mogenn npefocTaBneHna MeanuunHCKom
nomoLyu.

B 3AKJTIOMYEHUE

Mopgenb TpagMUMOHHOIO KOHCYNIbTMPOBaHUA PeakTMBHOW MEAULMHDI, FAe reHeTuuyec-
KOe KOHCYNbTUPOBaHME W TECTMPOBaHWE MpeAHa3HaueHbl ONA pelleHna KIMHUYECKON
npo6nembl UM BOMPOCA, He BCerga oTBeYaeT MOTPEOHOCTAM HaCTOSILErO BPEMEHW.
JononHutenbHo TpebyeTcs BBEAEHWE MHOW — NPOAKTUBHOW — MOAENW, BKIoUyatoLlen
OLIeHKY PUCKOB 3abofieBaHWii Ha OCHOBE aHanu3a Bcero reHoma. Takasa mogenb 6yaet
BK/OYATb TIWATENbHOE PACCMOTPEHKE 3HAUMMOCTY 3TUX PE3YNBbTaTOB U, BO3MOXHO, KOH-
CyNbTUPOBaHWE NO BOMpocaM NpodunakTukm 3abonesaHnn 1 NPUHATAA NPEBEHTUBHDBIX
TepaneBTUYECKMX PeLleHNii.

YuutbiBas OMHAMUKY Pa3BUTUSA HOBbIX TEXHONIOMUIA, Pa3pbiB MeXAy TEXHUUYECKMU
BO3MOXXHOCTAMMW FEHETUYECKOTO TeCTUPOBAHUS U KIIMHUYECKM UCMONb30BaHMEM 3TUX
BO3MOXHOCTEN 6YAeT NOCTOAHHO HapacTaTb. B CBA3M C 3TMM JOMKHA COBEPLUEHCTBO-
BaTbCA CUCTEMA MOAFOTOBKM MOMOABIX KPeaTVBHbIX KaapoB, KoTopble 6yayT paboTaTb BO
BCeX chepax MEAULIMHBI B KQUeCTBe reHETUUYECKMX KOHCYNbTAHTOB. B Hallel cTpaHe yxe
CerofiHA OCTPO CTOUT BOMPOC O CreLunanm3aunn reHeTUKa-oHKOJOora, reHeTKa-HeBpo-
nora, reHeTUKa — crneumnanncTa no MetTabonnueckum 6onesHsm. Yxke B 6numkalllee Bpe-
M5l BO3HVKHET HEOOXOAMMOCTb BHOCUTb M3MEHEHUS B PErNaMeHTUPYOLNE JOKYMEHTDI
0 HOCTPUOUKALMKN TEX WM MHbIX BpauyebHbIX JOSKHOCTEN U NepecMaTpriBaTb LWTaTHble
pacnumcaHnsa BO MHOTUX MeOVLMUHCKUX yuypexaeHusax. HecmoTpa Ha To uTto TpeboBaHuA
K 3HAHUAM W HAaBbIKaM FreHETNYECKOrO KOHCYNbTaHTa N3MEHANNCh 1 Pa3BMBannCb, Poslb
[aHHbIX CNeumanncToB ocTanacb HeEW3MeHHOW. KOHCYNbTaHTbI-FreHETVKM NPOAOKAIOT
nomMoraTb MOHATb CIIOXKHYIO HAayuHYy0 UHbOPMALMIO MAaLMEHTaM, CEMbAM, Bpadam-cneuu-
anncTam, OPMEHTNPOBATLCA B TOHKOCTAX FEHETUYECKOro TECTUPOBAHNA, YTO MNO3BONIAET
CEMbAM MHTErprUpPOBaTbCA B 0OLLECTBO U CNPaBASATbCA C HOBbIMU, PaHee HEN3BECTHbIMMY,
3aboneBaHNsIMI.
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Pesiome

Lenb. [TpoBecT aHann3 MUKPOrHaTUN, BbIABIIEHHbIX Y NIOA0B NPU YNbTpa3ByKoBom (¥Y3)
CKPUHUHIe 6epeMeHHbIX B | TprMecTpe, 1 UX B3aUMOCBA3Y C aHOMannAMm pa3BUTUA 0po-
daumanbHoli obnact u gpyrMy aHoManuaAmMm nnoga.

Martepuanbi n meTogbl. AHann3 ciyyaeB MMKPOrHaTUM Y Nnofda NpoBefeH No pesynbra-
TaM CKpUHWUHra 6epemeHHbIX | TpMmecTpa, BbINOMHEHHOrO B OTAENEHUN NpeHaTanbHOM
anarHoctukm PHIL «MaTtb 1 auta» 3a nepuog 2018-2020 rr.

Pe3synbraTbl n 06cykpaeHune. OLeHeHbl Y3-MapKepbl 1 aHaToMusA opodaliManbHon obna-
CTW Y NNOJAOB C MUKPOTrHATUEN, BbIABNEHHOW NPY CKPUHWHIe 6epeMeHHbIX B | TpumecTpe,
B AMHAMVKe, B pa3Hble CPOKM rectaumin. YCTaHOBMIeHa B3aIMOCBA3b MUKPOrHaTUM C NOPO-
Kamy opodaumanbHOn obnacT — paclienHamm TBepaoro U markoro Héba (PTuMH), a
TakXe C ApYrMMmn aHOManuaMmK pa3BuTnA nnogda.

BbiBogbl. 1. MoaTBepxaeHa 3¢ deKTUBHOCTb WCMONIb30BaHUA 0ObeKTUBHOro Y3-map-
Kepa — HKHero nuuesoro yrna (HJ1Y), ona gmarHoCTUKM MMKPOrHaTWiA y Nnoga, Hauu-
HadA ¢ | TpumecTpa 6epemeHHocTU. 2. MpK AnHamnyeckom Y3-HabnogeHUn nnonoe c
MUKporHatuei Bo Il u Il TpyumecTpax HeO6XOANMO OLIEHMBATDL LIENIOCTHOCTb UX MAFKOrO
1 TBepaoro HéGa, YTo MNO3BOJSINT CBOEBPEMEHHO BbIsIBUTb BO3MOXHbIe fedeKTbl UX pas-
BrTUA. OLeHMBaTb PacnonoXKeHre A3blka B POTOBOM NOJSIOCTA C LeNbio BbIABNEHNA MMOC-
conTo3a. [poBoANTb SKCMEPTHbIV aHaN3 aHaTOMUW NI0AQ, @ TaKXKe LIUTOreHeTNYeCKyio
MOJIEKYNAPHO-TEHETUYECKYI0 AMAarHOCTUKY ANA BbIABIEHNA aCCOLMMPOBAHHbIX MOPOKOB.
4. MNpw BbIABNEHUN MUKPOrHaTuKM ¢ PH 1 rmocconto3om unu 6e3 PH n rnocconTosa peko-
MeHJyeTCA pofopaspelleHme B cneumanm3npoBaHHOM NepuHaTaibHOM LieHTpe B CBA3N C
BbICOKOW BEPOATHOCTbIO HaNMuMA y niofa aHomanaga NMoepa PobeHa (AMP).

KnioueBble cnoBa: MYKPOrHaTuA, PeTPOrHaTUA, HXHUIA NNLEBON Yrof, MHAEKC YentocTy,
MaHANGYNApHasa Leslb, XPOMOCOMHbIE aHOManuW, reHeTUYeCKUn CMHOPOM, aHOManag
MNbepa PobeHa
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Abstract

Purpose. Using a combination of objective US markers and control observations, starting
from the first trimester of pregnancy, diagnose micrognathias, their combination with
palate defects, identify various associated genetic syndromes, which is fundamental for
further medical and genetic counseling.

Materials and methods. Analysis of ultrasound markers and orofacial anatomy in fetuses
with identified micrognathia, identified based on the results of ultrasound screening in the
first trimester of pregnancy, carried out in the department of prenatal diagnostics of the
Republican Scientific and Practical Center "Mother and Child", for the period 2018-2020.
Results and discussion. Ultrasound markers and orofacial anatomy were assessed in
fetuses with revealed micrognathia, identified by the results of ultrasound screening in the
first trimester of pregnancy, carried out in the department of prenatal diagnostics of the
Republican Scientific and Practical Center "Mother and Child" for the period 2018-2020.
Conclusions. 1.The effectiveness of the use of an objective ultrasound marker, the lower
facial angle (LFA) for the diagnosis of fetal micrognathia, starting from the first trimester
of pregnancy, has been confirmed. 2. With dynamic observation of fetuses in the second
and third trimesters, the integrity of the soft and hard palate is assessed to identify clefts
in the soft and hard palate. 3. In the study group, an expert analysis of the entire anatomy
of the fetus is carried out, including echocardiography, cytogenetic and molecular genetic
diagnostics. 4. The final stage of the study is to assess the location of the tongue in the
oral cavity in order to identify glossoptosis. 5. If micrognathia is detected in combination
with/without cleft palate and glossoptosis, delivery in a specialized perinatal center is
recommended due to the high probability of Pierre Robin anomalade.

Keywords: micrognathia, retrognathia, lower facial angle, jaw index, mandibular cleft,
chromosomal abnormalities, genetic syndromes, Pierre Robin anomalies

B BBEJEHWE

MuKporHaTna 3aTparnBaeT aHOMasibHOE WM 3aMefifIEHHOE Pa3BUTME HUDKHEN Yento-
ctn y nnoga. DopmMnpoBaHMe HUXKHEN YenoCTu NoAa 1 ee pa3BuThe GepeT Hayano ot
HECKOJbKMX S/IEMEHTOB, MPOUCXOOALMNX U3 PA3NIMYHbIX SMOPUOHANIbHBIX KOMIMOHEHTOB,
KOTOpble B3aUMOAENCTBYIOT U C/UBAIOTCA. YPOBEHb BbIIBNEHUS KpaHuodaumanbHbIX
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aHomanum npu Y3-anarHoctTuke OCTaTouHO BbiCOKMIA, Ao 90% [1, 2]. YacToTa BCTpeyae-
MOCTK MUKpOrHaTum coctasndAeT 1:1500 [1]. PeTporHatna OTHOCUTCA K aHOMasibHOW Mo3u-
LMW HVKHEI YeTIoCTI MO OTHOLLEHMIO K BepXHeil. B 60/1bLIMHCTBE OnrcaHHbIX nccneaoBa-
HUN TEPMUHbBI «<MUKPOTFHATUA» U «PETPOrHaATUA» ABNAIOTCA CUHOHVMMAMMU.

MNpeHaTtanbHaa Y3-gMarHoCTMKa MUKPOrHaTUM OCHOBAHa Ha OLEHKe cpefHecarut-
TanbHOro cpesa npoduna NNoAa, YTo No3BonaeT CyObEKTMBHO OLEHUBATb Kak ero npo-
bunb, Tak U B3aMMOOTHOLLUEHNE MeXIY BEPXHEN 1 HUXHeN yentocTblo [2]. TpexmepHble
Y3-cpe3bl MOryT AOMOSIHUTb AMArHo3, HO WX OLEHKa TakKe OcCTaeTcA CyObeKTUBHOM.
Mpn cy6beKTUBHOCTN OLIEHKM HeobXoAMMO NPOABAATL OCTOPOXHOCTb NPY NMOCTaHOBKe
Y3-gumarHosa «MMKporHatusay. MMKpOrHaTusa MoXeT 6blTb MeHee oueBmUHa NPy JanbHen-
Lem pocTe 1 pa3BuTuK nnogda. icnonb3oBaHrie 06bEKTUBHbBIX Y3-MapKepoB 1 MOBTOPHbIX
Y3-0CMOTPOB MOKET 3HAaUUTENIbHO CHU3UTb PUCK NOXKHOMOJTIOXNTENBbHOIO AnarHo3a [3].

Ha cerogHALWIHWI AeHb OnMCaHbl 1 YCNELWHO NCNONb3YIOTCA ANA ANAarHOCTUKN MUKPO-
rHaTUn 06beKTUBHbIE Y3-MapKepbl: HITY, nnaekc yentoctn (1Y), No6HbIN Ha30MeHTaNbHbIN
yron (JIHY), oTHOLWEeHNe WNPUHBbI HUXKHEN YeNioCTU K BEPXHEN 1 ASIHA HUXKHEN uento-
cTu [4]. B | TpumecTpe nonesHbiM Y3-Mapkepom ABnAeTca maHambynapHasa wenb (ML) B
cpese peTpoHa3anbHOro TpeyrofibHMKa [3], uTo yBenmumBaeT TOYHOCTb AMarHosa. B atom
Ccpe3e KOpOHapHOe ceyeHue NvLa 3axBaTbiBaeT nepBMYHOe HEOO 1 NIOGHbIE OTPOCTKY
BEPXHel YentocT ogHoBpeMeHHO. HopmanbHOMY nnogy XapakTepHo Hannuve ML mex-
[y NPaBbIM 1 NEBbIM TENTOM HUXKHEW YentoCTW, KOTopas BU3yann3mpyeTca B JaHHOM Cpese.
Pasmepbl ML nuHenHo yBennumBatotca ¢ yBennyeHnem KTP, a nporpeccupytowasn occu-
duKauma nnueBbIxX KOCTe NO3BONAET ee BM3yanv3nposaTb. Hannumne TeHn nepBuYHOro
HEGa MOXeT 3aTPyAHUTb NPOoLecC BbiABNEHMA. B Taknx ciyyaax peKoMeHayeTcA NpoBecTu
KOHTposibHOe Y3-uccnegnoBaHue Bo Il TpumecTpe, 0cO6eHHO NpK OTCYTCTBUM XPOMOCOM-
HbIX U/ CTPYKTYPHbBIX aHOMaSWIA.

HJTY onpepensetca B cpefiHecarntTanbHoM cpese npoduna nnoga n dopmmpyerca
npu nepeceyeHN” NUHUK, OPTOrOHaNIbHONM K BEPTMKaNbHOM YacTy nba Ha YpOBHE CMHO-
CTO3a HOCOBbIX KOCTeW, U NUHUW, NPOBeAeHHON OT KOHYMKa nopgbopopaka n Hanbonee
BblatoLlenca ryool, 06bIuHO BepxHell. HopmanbHble 3HaueHnA cocTaBnatT 65+16°, rpa-
HULbI HOpMbI — OT 81° fo 49°. HITY meHee 49° nogTBepKAaeT ANarH03 MUKPOrHaTUN C YyB-
cTBUTENbHOCTLIO 100% 1 cneunduyHoCcTbio 99%. MNMonoXnTenbHbIN NpeAcKkasaTenbHbIN
pe3synbtaT ana HI1Y 75%, oTpuuaTtenbHbii npeackasaTenbHbli pe3ynbtat 100% [5].

[nocconTos 1 ero ynbTpasByKoBble NpeHaTasibHble NPU3HAKM M3yyYeHbl HeJoCTaTou-
Ho. lMoKa3aHo, yTo npu HabnogeHUn 3a npodunem nnopa Heobxogmma cybbeKTMBHanA
OLleHKa Mo3uLMK FMNepaIXoreHHoro A3blKa, a NPy ero cMelleHnn Hasag Tpebyetca duk-
CMPOBaTb, AOCTUrAET NN €ro KOHYMK NepefHein HUXHeuentocTHon ayru. Mpwv BbisBneHnn
3TOro Npu3HaKka Takasa KoMOMHaLMA MUKPOrHATUM 1 FNOCCONTO3a NpeanosaraeT Hannume
AMP [5, 6]. AMNP onpepensaetca Kak BpoxkaeHHaa aedopmMauma, npeactaBneHHas MUKPO-
rHaTWen, IMOCCONTO30M W HaMuMeM pacLLenH MATKOro u/unu Teepgoro Héba (PMuTH).
YacToTa BCTpeuaemocTn Komnnekca Bapbupyet ot 1:2000 go 1:30 000 HOBOPOXAEHHbIX,
ypoBeHb cmepTHOCTK gocturaet 30% [5]. [ocTHaTanbHO MUKPOrHATMA N PeTPoNo3numA
A3blKa MOTYT BbI3blBaTb OOCTPYKLMIO AblXaTeNbHbIX MyTel, pecnMpaTopHbIi AUCTPecC U
3aTpyaHeHve npu KopMmneHuu. MNpu npeHatanbHom AnarHose AP npu pogopaspelueHnn
TpebyeTcA NOAroTOBMAEHHAA rpynna cneumnannucToB AN BO3MOXKHbIX HEOTIOXKHbIX MepO-
NPUATWIA NP AblXaTeNbHON 06CTPYKLUNK y HOBOpOXAeHHOro [1].
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B cBA3M € Tem, uTo 0fMH N3 Npr3HakoB AlP — 06CTPyKLMA AblXaTeNbHbIX MyTen — MOXeT
ObITb BbIABNEH TONMbKO MOCTHaTaslbHO, MpeHaTanbHasA AMarHOCTUKa KOMIJIeKca ocTaeT-
CA BaXKHOW 3afauei. I3mepeHne 1 oueHKa MUKPO- U PeTPOrHaThK akTUBHO M3y4vaeTca
ana sbiseneHus AlP. Hanbonee s¢pdekTnBHBIM ¥Y3-Mapkepom sasnaetca HI1Y. 3toT map-
Kep ABnAeTcA BblcOKOCNeLMOUUHBIM 1 BbICOKOUYBCTBUTENbHBIM Y MOXET CTaTb UHCTPY-
MEHTOM CKPUHWHIa B AMAarHOCTUKE aHOMANU HUXHeN yenioctu. B otnnume ot petpo- n
MUKPOrHaTMM FN10CCONTO3 ABAAGTCA CUSIbHBIM NpefcKasaTtesibHbiM npu3Hakom AlP. Bbiss-
NeHune 3Toro Npur3HakKa TpebyeT 3HaUMTENbHOIO KONIMYECTBa BPEMEHN, OH HEe MOXeET BbiTb
BHeZpPEH B LWWMPOKYIO KNUHUYECKYIO NPaKTUKY 1 OMKEH NCMOSb30BaTbCA B KauecTBe cre-
LUMann3npoBaHHOro nccnegosaHna nuua [71.

AlP aBnaeTtca nsonnposaHHbIM KoMmnnekcom B 20-40% cnyyaes. [lokasaHbl n3meHe-
HuA B obnactn OHK SOX9 reHa npu AMP, apnatowmeca Hanbonee yactoimn. benok SOX9
reHa perynmpyeT akTUBHOCTb APYrUX FEHOB, BaXHbIX NP1 GOPMUPOBaHNN CKENEeTa, BKITIO-
yasa HUXKHIOI YentocTb. bonee 80% cnyyaes AlP oka3anncb reHeTMYeCKMMM CUHAPOMa-
mm [5]. B cnyyae n3011MpoBaHHbIX MUKPOrHaTUiA, BbiABIEHHbIX B | TpuMecTpe, accoummn-
pOBaHHble aHOManuMy MOryT 6biTb OBHapyeHbl B MO3AHME CPOKU WM NOCTHaTanbHO.
Tak, Vettraino I.M. et al. [8] no pe3ynbTaTtam npeHaTanbHOW AUArHOCTUKM B | TpumecTpe 13
58 cnyuaeB MUKporHaTuii Boiasmunn 14 (26%) cnyyaes n3onnMpoBaHHbIX aHoManui. MNocne
HeoHaTaNlbHbIX MCCNefOBaHUN N30AMPOBAHHbIM OKa3anca TONbKO oAuH cnydvan. Hago
OTMETUTb, UTO B 42 (73%) cnyyasax aBTopamu Obiny BbiABMIEHbI pacLuenHbl HEGa. Mpegno-
naraeTcs, YTO HEBO3MOXKHOCTb HOPMAJIbHOTO Pa3BUTKA HUMKHEN YeSioCTN CMeLLaeT A3blK
KBepXy, UTO NPenATCTByeT MeAnanbHON MUTrpaLmn 1 CPeaUHHOMY CTIUAHMNIO NaTepanbHbIX
He6HbIX OTPOCTKOB.

YnbTpa3BykoBasA NpeHaTanbHasa AMArHOCTMKa MO3BOJSIAET CBOEBPEMEHHO BblABUTb
AMP [5] n gaeT BO3MOXHOCTb OGHaPYXMTb CTPYKTYPHble aHOManuu, KoTopble MOryT 6bITb
npefBecTHYKaMN FreHeTUYeCKNX aHOManmm n CMHAPOMOB. Y3-nccnegoBaHune nuua npo-
BOAUTCA NPY MCMONb30BaHNN ABYXMEPHOIO PeXX1MMa B pa3HbiX cpe3ax. KopoHapHbi cpes
BaXKeH ANA OLEHKN MATKMX TKaHel, KocTen, CUMMETPUN NnLa, cCarnTTasbHbIA cpe3 — and
BM3yanu3auuu n6a nnoga, NepeHoCbs, HUXKHEN YenioCcTy, MonepeyHbI — AnA BrU3yanuvsa-
LUUKN BEPXHEN, HKHEN YentocTn, HEGa [3]. OcHOBHble BbiBOAbLI MO Y3-gmarHoctuke AlP
OCHOBbIBAIOTCA Ha PETPOCMEKTVBHOM aHanun3e Npn3HaKoB — MUKPOTrHaTUK, PeTPOrHaThy,
rnoCconTo3a, MHOroBoAus.

B LIEJTb NCCJIEOOBAHUA

MpoBecTn aHann3 MUKPOrHaTWI, BbIABMAEHHbIX Y NIOA0B MpY ynbTpa3BykoBoMm (¥Y3)
CKpPUHUHre 6epeMeHHbIX B | TprMecTpe, 1 UxX B3auMoCBA3Y C aHOMannAMn pa3BUTUA 0po-
daumanbHoli obnacT u gpyrMy aHoManuaAmMm ninoga.

B MATEPWAJIbI U METO/bI

MpeHaTanbHbIN CKPUHUHT GepeMeHHbIX ANA BbIABAEHNA aHOMaNWin pa3BuTAA Y Mo-
OB NpoBoAnnM Ha Y3-annapatax 3KCNepTHOro Knacca B OTAENEeHUN NpeHaTanbHoW Ana-
rHocTukn PHIML «MaTb 1 guta» B COOTBETCTBUM C NpuKaszom MmnHnCTepcTBa 3apaBooxpa-
HeHua Pecnybnuku benapycb N2 83 o1 30.01.2012 «O coBepLUeHCTBOBaHUM OpraHm13aLmm
W NpoBedeHUA NpeHaTanbHbIX YbTPa3ByKOBbIX NCCEefOBaHUN NO BbIABAEHMIO MOPOKOB
pa3BUTMA 1 XPOMOCOMHOW nNatonorun y nnoga B Pecny6nuvike benapycb». AHanus cnyyaes
MUWKPOrHaTUI y NNOAOB, BbiABMEHHbIX Npu ¥Y3-uccnegosaHum B | TpumecTpe, nposegeH
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3a nepwuog 2018-2020 rr. Mpy HeO6XOANMMOCTM OCYLIECTBAAAN MefUKO-TeHEeTUYeCKoe
KOHCYnbTUpOBaHue cembu npobaHaa, NpoBoAWMAM MpeHaTanbHoe Y3-nccnepoBaHue B
OVHaMUKe, LMToreHeTnyeckme N MoneKynapHo-reHeTnyeckme ncciegoBaHms.

B PE3YJIbTATblI M OBCYXAEHUE

Mo pe3ynbratam Y3-ckpunHUHra 6epemeHHbIX | TpumecTpa, BbINOIHEHHOTO B OTAeNe-
HUM NpeHaTanbHon gnarHoctukn PHIL «MaTtb n gnta» 3a 2018-2020 rr., npoBeeH aHa-
nu3 11 cnyyaeB MUKPOrHaTWiA, UTo NpeacTaBneHo B Tabnuue. Cpean BbIABMAEHHbIX Ciy-
YyaeB MMUKPOrHaTMi 6bIIO 2 Cyyas XPOMOCOMHbIX 3aboneBaHuii, 1 — MHOXeCTBEHHbIX
BPOXAEHHbIX NopokoB pa3sutuA (MBIP), 1 — cnHgpoma reTepoTakcun, 2 — CUCTEMHBbIX
CKeneTHbIX Ancnnasnin, 4 — mmkporHatim B coctase AP, 1 - PH.

Bo Bcex cnyuyadax MUKpOrHaTuiA, HaunHas ¢ | Tpymectpa 6epemMeHHOCTH, Obin U3yyeH
Y3-mapkep — HJI1Y. Bo Bcex 11 cnyuasax HITY coctaBun meHee 49° (39-44°). OTOT Mmapkep
ncnonb3yT Npu Y3-oleHke aHaToMum opodaumanbHon obnact ana NoaTBepKaeHnUaA
06BEKTNBHOCTI AMarHo3a, oTMevas BaXHOCTb U 3PPeKTUBHOCTb ero NpUMeHeHus ans
OMArHOCTMKM MUKPOTHATMI M acCOLMMPOBAHHbIX pacLienmH Héba [5].

Ha puc. 1 npuBegeH cnyyan MUKPOrHaTUK, BbIABNEHHON Y NJofa B CPOKe rectauuun

12 Hepenb 5 gHen, HJTY paBeH 38°.

Cny4yan MUKpPOTrHaT1K, BbiAABJIEHHbBIE Y NNOA0B B | TpumecTpe 6epemMeHHOCTU B OTAENeHUN
npeHatanbHon guarHoctuku PHIL «Matb n guta» 3a nepmnopg 2018-2020 rr.

Cpok Petpo-
5 - . .
N KTP | BO | HAy | TecTaumm Rapeaan no3u- | MpeHaTanbHbIii MocTHaTanbHbIN
n/n (Hepennu, yma AnarHos AnarHos
AHN) A3blKa
MunkporHaTtusa. AreHesuns MBIIP: mukpor+aTua,
46,XX,der(9) M03(§)J1VICTOFO '.rena BIIC: areHesunsa MoO30u-
1. 43328 |48 |12, t(9,11) ’ " | cToro Tena; BMNC:
atpesuna J1A, cteHos TK,
(p13,913) 5RMB atpe3ua J1A, cteHo3
TK, BBINB
mos46,X,+mar Jlnuesble guc-
[311/ 46, MopdUM, MUKPO-
2. - - 41° 124 XY[23] Mmlxlcﬁ)(;)rgsrwm,nmuesble peTporHaTua, HU3KO
ish der(Y) A P nocaeHHble yLHble
(DYZ3+,SRY+) PaKOBMHbI
3. 541 13 |41° | 121 46,XY fla MwukporHatua. PMuTH. | AP, PMuTH, mukpo-
Puck no AMP rHaTua
MuKporHaTusa, nuuesble
4. 654 (33 |49° [126 HeT naHHbIX ancmopdun. PMmTH. HeT naHHbIX
JIumdaHrroma wen
5. 510 1,1 420 11,6 46,XX fa | MwkporHama, PMUTH, | np pyymy
puck no AP
MukporHaTtua. PMH.
6. 419 1,1 |32° [11,1 46,XY Pnck no cuHpgpomy PMH
[enan — Yokepa
| CuHgpom reTepoTak-
Mukporenuns. CpegmnH cnm: PMUTH, TMC,
Haa PH. Annasua no- atpesns JIA, IMXI
7. 55,7 |3,0 [37° |12,2 46,XY ACHNUYHO-KPECTLOBOrO P ! '
AreHe3ua NOACHNY-
OTAena NosBOHOUHWKa. | | " €CTLI0BOrO OT-
BIC: ABK P
[iena no3BOHOYHUKa
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OKOHYaHe Tabnuubl

53,6

6,8

38°

12,0 46,XY

Ha

PeTpomunkporHatus.
Nckpusnenve n
rMNONNa3snNAa HUKHNX
KOHEeYHOCTel, rmrpoma
Len, Kamnomenumyeckas
avcnnasua

CCJ: kamnomenunue-
cKasa gucnnasua

49,7

2,0

39°

46,XX

Ha

MwukporHaTua, PMuTH,
ANP

AMP

10. | 57,6

6,3

42°

12,2 46,XX

MwukporHaTua. Ykopo-
YeHue 1 UCKpuBNeHne
BCeX TpybuaTbix KocTeil,
drKcmpoBaHHoe no-
JIOXeHue cTon

HeT paHHbIX

1. |514

2,0

40°

11,6 46,XX

BblpakeHHana MUKpPOrHa-
s, PH. Mnenoakrasus.
BMC: AMMXI

MBIP: PH, runonna-
3114 NnouYek, runonna-
315 Nerkmx

Cases of micrognathia detected in fetuses in the first trimester of pregnancy in the prenatal diagnostics
department of the Mother and Child Republican Scientific and Practical Center for the period of 2018-2020

Gesta- Tongue
N2 |CRL |NT |IFA | tional Karyotype retroposi- | Prenatal diagnosis Postnatal diagnosis
age tion
Micrognathia, agenesis
Micrognathia, agenesis corpus callosum,
] 433 |28 |a8° 121 46,XX,der(9) corpus callosum, pulmonary | pulmonary atresia,
. 4 4 t(9,11)(p13,913) atresia, tricuspid stenosis, tricuspid stenosis,
bilateral superior vena cava | bilateral superior vena
cava
mos46,X,+mar . . .
= B 41° 174 [31]/ 46, XY Micrognathia, facial x'g;ggpa;hlli’vta_?eatl
. ! [23]ish der (Y) dysmorphy egrs phy
(DYZ3+,SRY+)
. . Micrognathia, cleft
o Micrognathia, cleft palate, - A
3. 1541 |13 |41 12,1 46,XY Yes o ' palate, Pierre Robin
retroposition tongue syndrome
Micrognathia, cleft palate,
4. 654 |33 |49° 12,6 No data facial dysmorphy, neck No data
limphangioma
. . Micrognathia, cleft
o Micrognathia, cleft palate ; A
5 51,1 |11 |42 11,6 46,XX Yes o g palate, Pierre Robin
retroposition tongue syndrome
o Micrognathia, cleft palate,

6. (419 |11 |32 1,1 46,XY Dendy - Yoker syndrome Cleft palate
Heterotaxis
syndrome: cleft palate

Sacral aplasia, atrioventricle | transposition great
7. |557 |30 [37° |122 46,XY canal, micrognathia, middle | arteries, pulmonary
cleft palate artery atresia, VSD.
Lumbosacral spine
agenesis
Retromicrognathia.
Curvature and hypoplasia
o of the lower extremities, . .
8. |536 |68 |38 12,0 46,XY Yes neck hygroma, campomelic Campomelic dysplasia
dysplasia. Hygroma of the
neck
. . Micrognathia, cleft
o Micrognathia, cleft palate, : A
9. [49,7 |20 |39 11,5 46,XX Yes oL . palate, Pierre Robin
retroposition tongue syndrome
o Micrognathia, skeletal
10. 1576 |63 |42 12,2 46,XX dysplasia No data
Severe micrognathia, cleft Cleft palate, renal
11./51,4 |20 [40° |11,6 46,XX palate, pyeloectasia, heart hypoplasia, lung
defect hypoplasia
34
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Puc. 1. BepemeHHocTb 12 Hepenb 5 aHeln. HkHMI nuuesoi yron 38°. MukporHatua y nnopa
Fig. 1. Pregnancy 12 weeks 5 days. Lower facial angle 38°. Micrognatin the fetus

Ha puc. 2 nokasaHo yBennyeHue Bl y nnofa ¢ MukporHatrein. B 6onblInHCTBE aHa-
nM3npyembIx Hamu cnydyaeB BIM y nnogoB 6bi1o 6onee 95-ro ueHtunsa — 7/11 (63%), uto
rOBOPUT O BaXKHOCTW MCMONb30BaHNA Y3-CKPUHUHIa B AnHamMuKe. Takon Nogxof no3so-
NAeT [AMarHoCTMpoBaTh Y MNofa Kak N30/MpoBaHHble GOPMbI, Tak U acCOLMMPOBaHHbIE
aHomManumu.

Bo Il Tpumectpe y nnogoB C MUKpOrHatuer MpM UCMOAb30BAaHUU KOCOro
Y3-uccnegoBaHusi U TpEXMEPHOI COHOrpadnm 6binm BbiABNIEHbI fePEKTbI MATKOTo 1 TBEP-
[oro HéGa, Kak MoKasaHo Ha puc. 3. MpumeHeHne Takoro Y3-nccnenoBaHna no3BOAUIO
BbIABUTb MUKPOrHaTum B 7 13 10 cnyyaes (70%). Bo Bcex 7 cniyyadax nonyyeHo natomop-
donornyeckoe NnoaTBepPXKAEHNE fMarHosa.

Puc. 2. BepemeHHOCTb 11 Heflenb 5 fHell. YBennuyeHe BOPOTHMKOBOro NPOCTPaHCTBa y nnoaa
C MUKpOrHaTuemn
Fig. 2. Pregnancy 11 weeks 5 days. An increase in the collar space in a fetus with micrognathia
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CoBpeMmeHHbI NOAX0f K NpeHaTasibHON yNbTpa3ByKOBOW AMArHOCTUKe
aHoManui passuTua opodaLmanbHo obnactu

Puc. 3. BepemeHHoCTb 21 HepensA. PacuiennHa MArkoro 1 TBepporo HéGa (cTpenka)
Fig. 3. Pregnancy 21 weeks. Cleft of the soft and hard palate (arrow)

Ha puc. 4 nokasaHa peTpono3numsa A3blka, BbiaBneHHana y nnogos 8o |l n Il TpyumecTtpax
Npw N30SIMPOBAHHbIX MUKPOrHaTUAX, ANAarHOCTUPOBAHHbIX B | TPMMECTpe, UTO NO3BONUIIO
B JanbHenlem onpeaennTtb BblICOKM puck no AlP.

TakrM 06pa3om, NCNOb30BAHME COBPEMEHHbIX Y3-MoaXo40B Ajis ANarHOCTUKY aHOMa-
nniA pa3BuTKA opodaumnanbHoO 065acTu, NpUMeHeHUe NpeHaTanbHoro Y3-nccnefoBaHus
B AVMHaMWKe MO3BONUN BbIABUTb MUKPOMHATUIO y nfioda B CpoKe rectaummn 11 Hegenb

Puc. 4. BepemeHHOCTb 22 Hepenn. PeTponosuyua Asbika (cTpenka) y nnoaa ¢ MUKporHartumen,

pacuenvHoil Hé6a
Fig. 4. Pregnancy 22 weeks. Retroposition of the tongue (arrow) in a fetus with micrognathia, cleft palate
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1 AeHb — 12 Hepenb 6 AHEN, yCTaHOBUTb B3aMMOCBA3b MUKpPOrHaTum ¢ PMuTH, xpomocom-
HOW MaTonornen 1 Apyrumm aHoOManuAaMKN pPasBmTUA nNnoga.

B 3AKJTIOMEHUE

Mpu obHapyXeHN MUKPOrHaT!K y Nioga 06a3aTtesibHbIM ABNAETCA NpoBefeHe cre-
L1an13npoBaHHOro NcceoBaHNA, BKYaloLwero axokapauorpaduio n opodavmanbHoe
Y3-uccnepoatnue B, Il n lll pumecTtpax 6epemeHHOCTU. MUKpPOrHaTUA 4acTo acCoUnnpo-
BaHa C XpPOMOCOMHOW NaTofiornen n CUHAPOMaMM pPasnnyHom stnonorum. MmkporHatumsa
onwucaHa Kak npusHak npu 6onee yem 300 XPOMOCOMHbIX Y1 HEXPOMOCOMHbIX CUHAPOMaX,
KOTOpble MOTYT NPOABAATLCA XPOMOCOMHbIMU 3aboneBaHAMY, NePBUYHBIMU MaHANOY-
NAPHBIMU HAPYLWEHNAMU, CKENETHBbIMU Y HEPBHO-MbILLEYHBIMW HAPYLIEHMAMN U APYTMUN
cmHapomamu. bonbWNHCTBO ClyyaeB MUKPOrHaTUKM NonagaeT B NepByto rpynny. YacrtoTa
aHOManbHOro KapmoTtuna coctaBnsaet 44-66% OT BCex ClyyaeB MUKpPOrHatun. inarHos
N30/MPOBAHHON MUKPOrHAaTUN yCTaHABAMBAETCA NPW OTCYTCTBUMN APYrMX aHaTOMUUYECKUX
nedeKToB, aHOManumn pocTa 1 aHOManun aMHNOTUYECKUX BOA.

MuKporHaTna o6bluHO gnarHocTupyetca 6e3 npoBefieHNA N3MePEHUI, CYyObeKTUBHO,
HaunHasa ¢ 12- Hepenn 6epemeHHOCTU. OfHaKO CYObEKTUBHO BO3MOMHO OOHapYXUTb
aHOManuu N1b B NonoBuHe ciyyaes. [Mpu Y3-uccnegosaHumn opodavmanbHon obnactu
nnopa JOMXHbI NCNONb30BaTbCA CTaHAAPTU3NPOBAHHbIE OOBEKTUBHBIE METOAbI OLIEHKMU.
BbiaBneHne MnkporHatnu B | TpumecTpe BO3MOXHO bnarofapa NpUMeEHeHMIO B BU3Yyanu-
3auum nnopa HoBbIX Y3-mapkepos. OgHUM 13 Taknx Mapkepos AsnAeTca HITY.
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Abstract

The article demonstrates the possibilities of ultrasound diagnostics in identifying genetic
syndromes including anomalies of the face and neck and presents a clinical case of
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diagnosing a genetic syndrome with an autosomal recessive mode of inheritance, which
included Pierre Robin’s anomaly.

Keywords: prenatal diagnostics, ultrasound examination, congenital malformation,
microanomaly of development, congenital anomaly, syndrome of multiple congenital
malformations, Pierre Robin anomalies

B BBEOEHWE

MNpeHaTanbHasA AMArHOCTMKa — KOMMIEKC MePONPUATUAIA, HanpPaB/ieHHbIN Ha BbiABIe-
HVe HacneACTBEHHbIX Y BPOXAEHHbIX 3a00/1€BaHMI Y MI0AA A0 MOMEHTa HACTynneHus
XM3HecnocobHocTU. TouHaA 1 paHHAA ANArHOCTVKa MMEET BaXKHOE 3HaUYeHWe A1 OLeHKN
MPOrHO3a »KM3HU 1 340POBbA MN0AA, OnpefeneHnsa akyLepCKow TakTUKN, CBOEBPEMEH-
HOro OKa3aHuA MeANLMHCKON NMOMOLLM HOBOPOXAEHHOMY. [TpeHaTanbHaa AnarHoCTMKa
nossonseT BblABUTb 40-50% BpOXKAEHHbIX NOPOKOB pa3suTua (BI1P).

BIMP npepactaBnseT coboii cTonkoe mopdonornyeckoe M3MeHeHe OpraHa Wiv BCero
OpraHu3Mma, BbixofsLlee 3a npefesibl BapuaLuun nx CTpoeHra 1 npusBogsLlee K paccTpon-
ctBaM pyHKumnm [1].

B otnnume ot BMNP mukpoaHomanusa pa3sutua (MAP) npeactaBnseT coboi OTKIIOHe-
HMe B Pa3BUTMM OpraHa u CUCTeMbl, He NprBoAALLee K HapywweHnio GyHKUuun («mopdo-
reHeTUYeCKNe BapuaHTbl PasBUTUA», «CTUMMbl AUCIMOpUoreHesa»). Bcero onncaHo 80
pa3nunuHbix MAP. K MAP ronosbl u nuua otHocAtca: MAP rna3 (rmneptenopusm, rmnore-
NOpW3M, 3NUKAHT 1 Np.), yepenHo-nuueBble MAP (cegnoBngHaa ¢opma Hoca, NNOCKMI
npodwunb nuua, CKoWeHHbIN 106 1 np.), MAP yxa (H13KopacnonoMXeHHas yuwHas pakoBu-
Ha, CBEpHYTas YLIHAA PaKOBMHA, OKOJNIOYLLHasA nanuiomMa v np.), MAP poTtoBoii obnactu
(makpornoccus, ykopoueHue y3aeuku asbika v np.). CouetaHue BIMP 1 MAP nuua v wewm ¢
HapyLeHNAMM Pa3BUTA OPraHoB Apyrux cuctem gocturaet 50% [2].

Kpome BINP n MAP ncnonb3yeTca n Takoe NOHATUE, Kak aHoManag. [og aHomanagom
MOHUMAIOT KOMMJIEKC HapyLUEHNI, BO3HUKAOWMX B pe3ynbTate OAHON owmnbKn mopdo-
reHesa. HapyweHua pa3sutua nuua GopMupyioT pag aHOManagoB, KOTopble BXOAAT B
COCTaB MHOTMMX CUHAPOMOB MHOXeCTBEHHbIX NOpoKoB pa3suTtna (MBI1P) Hexpomocom-
HOW 3TMONOTMW M NPaKTUYECKM BO BCE XPOMOCOMHbIE 601e3HM, 06YCNIOBNEHHbIE N3MeHe-
HUAMU B cucTeme ayTocom [1].

B otnnune ot aHomanaga cuHgpom MBIIP — 310 ycTonumBoe coueTaHue ABYX UK
60nee He MHAYLMPOBAHHbIX APYr APYrOM MOPOKOB Pa3BUTKA B PasHbIX CUCTEMAx opra-
HM13Ma.

Ha cerogHAwWHUN feHb onncaHo 6080 GpeHOTMNOB, ANA KOTOPbIX U3BECTEH MOJIEKYNApP-
HbI gedeKT, n 1527, AnA KoTopbix reHoTun HenseecteH (OMIM, 22 mas 2021).

lNocKkonbKy NaTOrHOMOHWUYHbIE NMPU3HAKM FeHEeTUYECKUX CUHAPOMOB, Tak/e Kak y3en-
Kun Jlnwa npu HenpodmbpomaTtose | TMna, BCTPEYAOTCA Pefiko, BaXXHOE 3HaueHue anA
MOCTaHOBKM iMarHo3a nprobpeTaeT BbigeneHne MUHYMaNbHOMO AMarHOCTUYECKOrO CUM-
MTOMOKOMMNEKCa 06A3aTenbHbIX NpusHakos [2]. CoyeTaHMe KAMHUYECKUX MPU3HAKOB
CIYUT OCHOBOW AnA anddepeHLnanbHON ANAarHOCTUKN B Fpyrne CXO4HbIX HaceCTBEH-
HbIXx 6one3Hei.

MepuurHCcKas reHeTUKa, MOMYMO OLEHKU CUMMTOMOKOMIMeKca y npobaHaa, Goky-
CUPYET TaKXe BHMMaHVe Ha 3aboneBaHNAX BCEX UNIEHOB ero ceMbU. CeMeliHbI aHamHe3
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BaXKe€H, NOCKOJIbKY MOXET yKa3aTb Ha HacneaCTBEHHbIN XapaKTtep 3aboneBaHuA, BblsAC-
HUTb TN HacneaoBaHWA, paCcCka3aTb O eCcTecTBEHHON ncropumn 6051e3HN U N3MEHEHUSAX
€e TeyeHuA, onpeaennTb Bug n o6bem HEO6XO}Z|,I/IMbIX na6opaToprlx nccnenoBaHnin n,
Kak cneacTtesue, onpenenntb TakTUKyY BeOEHUA. TakXe cemMelnHbIi aHaMHe3 Mo3BonaeT
OUEHUTb PUCK NOBTOPEHNA NAaTONOrnMn B CeMbe.

B LEJTb NCCNNEQOBAHWA

MNpoBecT oOLUEHKY MpeHaTaibHON 3XO-KapTWHbl ronoBbl M wewn nnoga 8 |-l
TPUMeCTpax B HOPMe 1 MpY pasnnyHom natonorun. Takxe npeactaBieHo onncaHme Knu-
HWYeCKOro cjlyyad ANarHOCTUKMU reHeTUYeCcKoro CMHApPOMa C ayTOCOMHO-pPeLIeCCUBHBIM
TUMOM HacnefoBaHUA, B COCTaB KOTOPOro Bxoaun aHomanag MNbepa PobeHa.

B MATEPUAJIbl N METObI

YnbTpa3BykoBble uccnepgoBaHusa (Y3M) BbinonHeHwbl Ha annapatax Voluson E8
Exspert (GE, CLLUA) ¢ wncnonb3oBaHMeM TpaHCabAoOMMHANbHOrO fAatumka (4-8 Mrlu).
LunTtoreHeTnueckme n GMOXMMUYECKNE WCCNENOBAHUS BbIMOMHANNCD B FeHETUYeCcKom
nabopatopun PecnybnmkaHckoro HayuHo-npakTuyeckoro ueHtpa (PHIMU) «Matb wu
anta», MnHcK. KapnoTtun 3anncbiBanca B COOTBETCTBUM C NPaBUiaMn MeXayHapogHOMN
HomeHKnaTypbl ISCN, 2016.

B PE3YJIbTATHI

Bo3moxHocTb oueHnTb BMP 1 MAP nvua v wen y nnoga npefoctaBnaeTca B paMmKax
KOMOMHUPOBAHHOIO CKpWMHKHTa | TpumecTpa Ha BblAiBNEHWe Ppynn BbICOKOrO pUcKa no
XPOMOCOMHbIM 3a6051eBaHNAM. CPOK rectaluy Ha MOMEHT OCMOTpa cocTaBnseT 10%°-13+¢
Hepenb. dxorpaduueckasn oLUeHKa NMLeBbIX CTPYKTYp nnoga B | Tpumectpe 6epemeHHo-
CTW NpefcTaBneHa Ha puc. 1.

Kak BMOHO Ha pUCYHKe, Mbl OLEHMBAaeM HOCOBYIO KOCTb, KOHUMK HOCa, BEPXHIOK
YenCTb, HUXKHIOK YentocTb. MpeHa3anbHble TKaHN TakKe MOTYT 6blTb OLeHEHbI B KOHLIE

KoHumK Hoca

Koxka

MpeHa3anbHble TKaHW
HocoBas kocTb

BepxHas yentoctb
HwXHAA yeniocTb
TonwuHa BOPOTHUKOBOTO
NPOCTpaHCTBa

NoupwN =

Puc. 1. CarnTTanbHblil cpes rosoBKu nyioga B cpoke rectauum 13-14 Hepenb
Fig. 1. Sagittal section of the fetal head at 13-14 weeks gestation
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| TpumecTpa 6epemeHHocTU. Obpallaem BHMMaHUe Ha dopmy Nba, KOHTYp M LENOCTHOCTb
KoCTel cBofa yepena. [1o 3agHeln NoBEPXHOCTU WeK NIoAa Mbl OLiEHVBAeEM pa3mep ToN-
L MHbI BOPOTHUKOBOrO npocTpaHcTaa (TBI1, NT) (puc. 1).

OueHKa BepxHel rybbl nnofa He ABnAeTcA 06A3aTesIbHOM B ManioM Cpoke bepemeH-
HOCTU, U flaHHbI NoKa3aTenb oTcyTcTByeT B npoTokone Y3U | Tpumectpa 6epemeHHOCTU.
OpHako npu OTCYTCTBMM TEXHWYECKUX OrpaHMuYeHuid, 3aTpygHAWUX BU3yanv3auuio,
OLleHKa flaHHOW CTPYKTYpPbI N1La BO GPOHTaNIbHOM MIOCKOCTM CKaHMPOBaHUA He Bbl3blBa-
eT 3aTpyaHeHwuii. bonee Toro, B ciyyae BbICOKOIO puUcKa XpOMOCOMHOW NaTonorum y nio-
[la HoCOry6HoW TpeyronbHUK JomKeH ObITb oLleHeH 06A3aTenbHO.

Ana oueHkn npoduna nnoaa UCNonb3yeTca carnTTanbHbIN Cpe3 ronosku nioga. Bo Il-
Il TpumecTpax 6epeMeHHOCTW, MOMUMO OLEHKM Hanuuma NMbo OTCYTCTBUA HOCOBbIX
KOCTeN, Mbl MOXXEM U3MePUTb UX Pa3MepP U CONOCTaBUTb C HOPMATUBHbLIMY 3HAYEHMAMN
[NA CpoOKa rectauun, eCnu oHW onpegeneHbl AnA JaHHON KOHKPETHOW STHUYECKOW rpyn-
nbl. TakXKe foMKHa ObITb OLleHEeHa TOMNLWMHA NPeHa3alibHbIX TKaHel, ¢opmMa Hoca, NepeHo-
CbA, N6a, BEPXHEN 1 HUXKHEN YentoCTy, LefIOCTHOCTb KOCTel cBofa yepena (puc. 2).

MyTem n3mepeHnA BO GPOHTaNIbHONM NIIOCKOCTM CKaHMPOBAHMWA BHYTPMOPOUTaNbHOTrO
pa3mepa 1 COMOCTaBAEHMA €0 C HOPMATUBHBIMM 3HAYEHMAMN ANIA CPOKa rectauum Mbl
MO>KeM CyAuTb O NONOXeHUN opbuT. XpycTanmKm Nnoja Takxke nognexar oueHke. B Hop-
Me OHU BbIFMAAAT Kak aH3XOreHHbIe CTPYKTYPbl NPaBUbHOWM OKPYFNon GOpPMbl, OKPYKeH-
Hble 0604KOM MOBbILLIEHHOW 3XOreHHOCTH (puc. 3).

Hannune xpyctanvmkoB no3BonseT UCKNOUUTb aHoGTanbmuio y nnoga. CTpykTypa u
3XOreHHOCTb XPYCTaNMKOB ABMAITCA BaXHbIMU KPUTEPUAMU OLLEHKM rMa3HbIX AGNOK nno-
Ja. B cnyyae KatapaKTbl XpyCTanuKu BbIMMAAAT rMNepIXoreHHbIMK, UX CTPYKTYpa 4Yacto
HeofHopopfHa (puc. 4).

Mpu nccnepoBaHMY NNLEBLIX CTPYKTYP BaXKHOE 3HaYeHUe UMeET OLieHKa LIeTOCTHOCTU
BepxHew rybbl nnoga. Markue TKaHM nrLa Takke 0CMaTPUBAOTCA ANIA UCKNIOUYEHNA pac-
LENUH 1 06EMHbIX 06Pa30BaHMIA.

1. KoHuwuk Hoca

2. HocoBas kocTb

3. TllpeHa3anbHble TKaHW,
0651aCTb NepeHoCbA

4, O6nacTb nba

5. BepxHasa yenocTb

6. HwxHAA yentocTb

Puc. 2. CarnTTanbHbli cpes ronoBKu nioga B cpoke rectauum 19-20 Hepenb
Fig. 2. Sagittal section of the fetal head at 19-20 weeks of gestation
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Puc. 3. Xpyctanuk nnoga B Hopme. Cpok recrauum 19-20 Hegenb
Fig. 3. The lens of the fetus is normal. The gestation period is 19-20 weeks

Mockonbky MAP ylIHOW pakoBUHbI ABNATCSA YacTOWN COCTaBsioLLe 60MbLIOro Konu-
YyecTBa Pa3INYHbIX CUHAPOMOB, HE CTOUT NpeHebperaTb OLEHKON faHHOW aHaToMUYec-
KOW CTPYKTYpbl. [Ipn 0CMOTpe YLIHbIX PAaKOBUH HEOOX0AMMO 06paTUTb BHUMAHMWE Ha KX
dopmy 1 nonoxeHune. bonee HarnAgHo gedbopmMaLMio YIWHON PaKOBUHbI MO3BOJIAET MPO-
[EMOHCTPMPOBATL MUCMOMb30BaHNE OOGbEMHOWN PEKOHCTPYKL MM (puC. 5).

Takum obpasom, oueHka MAP 1 BIP nvua v wen no3BonseT 3anogo3puTb reHeTnve-
CKMe cHAPOMBI Y nnoga B |-l TpymecTpax 6epeMeHHOCTY, OLEHUTb MPOTrHO3 AJIA XKN3HN
1 340pOBbA MJI0AA U ONPeAeNnTb TaKTUKY BeieHUss 6epeMeHHOCTU 1 pofoB. B kauecTee
npumepa Mbl NpeacTaBseM KIMHUYECKOe HabnogeHne CEMENHOro Cllyyas reHeTUYEeCKo-
ro CMHAPOMA C aQyTOCOMHO-PeLieCCUBHbBIM TUMOM HacnefoBaHWA, BKOYaoLWero aHoma-
nap MNbepa Pob6eHa.

Puc. 4. Xpycranuk nnoga npu Katapakre. Cpok rectauum 28-29 Hepenb
Fig. 4. Fetal lens with cataract. The gestation period is 28-29 weeks
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Puc. 5. lepopmauus yuiHoii pakoBuHbI y nnoaa. Cpok rectayuu 31-32 Hepgenn
Fig. 5. Deformation of the auricle in the fetus. The gestation period is 31-32 weeks

KnuHunuecknin cnyyan. MauveHtka M., 25 neT, 3gopoBa. O6patunack B PHIL, «MaTb
N QuTsA» B Cpoke bepemeHHOCTM 20 Hegenb B ¢BA3n ¢ BMP nuua y nnoga, BbiABAEHHbIM
B 19-20 Hepgenb rectaumm. Momumo 31oro, B | TpymecTpe 6epemMeHHOCTM Niog nonan B
rpynmny BbICOKOro prcka no cuHapomy layHa — 1:50 (TBI1 2,7 mm). BepemeHHOCTb wecTas.
B aHamHe3e 5 pofoB, 6pak 2-i HepoAcTBeHHbIN. Cynpyru — STHUYECKME LibIFaHe.

PopocnoBHas ceMby NpeacTaBneHa Ha puc. 6. Kak BUOHO Ha pUCYHKe, nepBas bepe-
MEHHOCTb MAUMEHTKU B MepBOM Opake 3aBepluniacb pojamMu 3L0POBbIM MasbUMKOM.
Bo BTOpom Opake nepBas U BTOpas GEpPeMeHHOCTU 3aBEPLUWINCL POXKAEHMEM ABYX
300POBbIX I€BOYEK, a 3-1 BEPEMEHHOCTb — CPOYHbIMU pogamu B 40 Hepesnb. [leBouka
oT 3-i bepemeHHocTU (lll-4) poannacb C rvnonyasnein HUKHeN YenoCcT, paclennHom
HEGa, fedopmaLmern rpyaHOM KNeTky (Co cnoB Mambl). B Bo3pacTe 6 mecsueB pebeHOK

O O—1

ﬁwn

ne

Puc. 6. PogocnoBHas cembu M.
Fig. 6. Pedigree of M.

«PenpopyKkTtnsHoe 3p0posbe. BoctouHasa EBpona», 2022, Tom 12, N2 1 43

HA NEPBYIO HA CIEQYIOLLYIO HA NPEABIAYILYIO K COAEPXAHUIO




Bo3moxxHOCTV ncnonb3oBaHuA MI/IKpoaHOMaﬂI/IIZ pa3BnTNA nNnua nnoaa
anAa npeHaTaanoﬁ ANArHOCTUKU reHeETUYeCKUX CMHOPOMOB

6bl1 NpooneprpoBaH Mo NoBoAY pacLienmnHbl HEGa 1 ymep B Bo3pacTte 1 rofa 2 MecsLes.
MaTonoroaHaToMMyeCcKnin guarHo3 — aHomanag lNMoepa PobeHa. MNpoBeaeHo Kapunotmnu-
poBaHwue poguTenen — NaTonornmn He BbIABNEHO.

Cnepytoulan, yeTBepTad GepemMeHHOCTb 3aBepwumnacb poxkgeHuem pgesouku (l1I-5),
KOTOpas ymepsa B BO3pacTe 2 MecALEeB C KNMHMYECKMM ANarHO30M «CrHanbHasa Mbllley-
Has aTpoduAy, OAHAKO MONEKYNAPHO-TeHeTUYeCKoe NCCiejoBaHMe ero He NogTBepANIO.
BepoaTHom npnumnHon cmepTu ctano nopaxeHue LIHC B pesynbtaTe pogoBoy TpaBmbl.

Mpob6ana — nnog (lll-6) oT wecTon 6epemeHHOCTU (NATaa BO BTopom bpake). Y3 B
PHIML, «<MaTb 1 guTa» npoBefeHO No HamnpaBs/ieHNo PErMoHapHOro yupexaeHnsa 34paso-
oxpaHeHus. Cpok 6epeMeHHOCTM Mo pe3ynbTaTam ocMoTpa cocTaBun 20 Heflenb 5 fHen,
nos NJIoAa My>CKOW. BbifABneH pAag M3MeHeHUN CO CTOPOHbI NINLEBbIX CTPYKTYP NnoAa:
MUKPOreHUs, nuuesble AUCMopdun, HU3KOPACNONOXKeHHbIe ym (puc. 7).

C yyeTOM rpynnbl BbICOKOrO pMCKa MO XPOMOCOMHOW natonorun B | TpumecTpe
H6epemeHHOCTM U JaHHbIX Y3U Bo Il TprmecTpe 6epemeHHOCTU NpoBefdeHa npoueaypa
aMHUVOLeHTe3a 1 YCTaHOBMEH KaproTun nnoga 46,XY. YuntbiBaa npegBaputenbHbIA gna-
rHo3 «aHoManag Nbepa PobeHa», 61aronpuATHBIN NPOrHO3 AA XN3HW NM0La, CEMbA NPU-
HANa pelleHne O NPOAOIIKEeHNN 6epeMeHHOCTN.

PebeHok my»kckoro nona pogunca B PHIML «Matb n guta». Pogbl npoxoannu yepes
ecTecTBeHHble pofloBble NyTH B cpoke bepemeHHocT 37-38 Hepenb. Bec pebeHka npu
poxgeHun coctasun 2850 r, oueHKa no wkane Anrap 8 6annos. B nepBble CyTKu HOBO-
pPOXAEHHbIN NepeBefeH B OTAeNIeHNE MHTEHCMBHOWN Tepanun 1 peaHnMaumnn B CBA3N C
BPOXXAEHHOWN NMHEBMOHMEN 1 06CTPYKLMEN BEPXHUX AblXaTeNbHbIX NyTel, pa3BuBLIeNCA
Bcnepcteme BINP (aHomanaga Mbepa PobeHa). PebeHoK 6bin 0CMOTPEH KOHCUTMYMOM Bpa-
yen-reHeTNKoB. [TOMUMO BbIpa)KeHHOW MUKporeHUn y pebeHKa guarHoCTMpoBaHa pac-
wennHa MArkoro Hé6Ga 1 3afiHel TpeTy TBepAoro Héba. Takxke BO Bpema ocMOTpa 0bHa-
pyeH pAag uvepenHo-nuueBbix MAP: gonuxouedanuueckas dpopma ronosbl, LWMPOKMIA
no6 ¢ HU3KOWM NMHUEN POCTa BOJIOC, LUIMPOKOE MIOCKOe NePeHOChe, IErKnin 3K30pTanbm,
KpYnHble, pOTMPOBaHHbIE K3aAu YLIHble pakoBUWHbI. Y pebeHKa oTMeuanocb ymepeHHO
OMCNPONOpLMOHaNbHOE TENOCNOXKEHNE C HEKOTOPbIM yKOopoUyeHneM 6epeHHbIX KOCTel.

Puc. 7. MukporeHus, HuskopacnosnoxeHHble ywmn y nnoaa (l1l-6). Cpok recrauunu 20 Hegenb 5 AHen
Fig. 7. Microgenia, low-set ears in the fetus (llI-6). The gestation period is 20 weeks 5 days
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W3 n3meHeHn onopHo-ABMraTesIbHOro annaparta Habnganucb BapycHasa aedopmauuma
CTOM, KNMHOZAKTUAMA 2-X NanbLEB KUCTEN, a TakKe NPOKCMManbHOe CMeLLeHe 1 NPOoTu-
BOMocCTaBneHme 1-x nanbLeBs KNCTEN.

HoBopoxaeHHOMY npoBefieH pAd AOMONHUTENbHbIX MccnefoBaHuin. Mo pesynbtatam
axokapguorpaduy BbiABneHbl GYHKLMOHMpPYIOLee OBajibHOE OKHO AMAaMEeTPOM 2 MM,
aHeBpr3Ma MeXnpeacepaHon NeperopogKky, AONONHUTENbHAA XOPAA NEBOTO »KenyaoukKa
cepaua. Y3/ opraHoB GptoLHOM NONOCTM NATONOMMN He BbiABUIO. [pn HelpocoHorpa-
bun obHapyKeHbl NePUBEHTPUKYIAPHBIN OTEK M NOFPaHNYHbIe pa3mepbl 3-ro Xenygouka
rofIOBHOrO MO3ra.

YunTbiBas pe3ynbraThl OCMOTPA U faHHble JONOIHUTENbHbIX NCCNeoBaHniA, pebeH-
Ky BbiCTaBneH AmarHo3 «aHomanap lbepa PobeHa». C yuyeTom MOBTOpPEHWMA AaHHOro
3aboneBaHuA B cembe (aHomanag Mbepa PobeHa y pebeHka OT TpeTbeln 6epeMeHHOCTH
BO BTOPOM 6pake) Obin cienaH BbiBOA O TOM, UTO CUHAPOM MMeEET ayTOCOMHO-peLiec-
CUBHbIN TUN HacnepoBaHuA. PebeHoK ymep B Bo3pacTe 5 mecALeB. HenocpencTseHHoM
NpUYNHOM cMepTn pebeHKa, No pe3ynbTaTam NaToNoroaHaTOMMYECKOro ncciefoBaHus,
ABUNAacb NPOrpecCUBHO HapacTaBlUasA AbixaTeNnbHas HefoCTaTOYHOCTb, 0OyCnoBneHHas
NaTofIorMyecKMm NpoLeccamm B nerkmx (XpOHMYeCKnii O6CTPYKTUBHBIN CIIN3NCTO-THON-
HbI BPOHXNT, KPYMHOOYaroBas [1ByCTOPOHHAA CEPO3HO-THOMHasA MHEBMOHWA, O4aroBbIn
BblpaMeHHbIA UHTePCTULManbHbIN Gpnbpo3 c yyacTKkamm GPOHXONEroyHow Aucnnasuu,
MHOeCTBEHHbIe rMaarnHoBble MeEMOPaHbI, ouarosas KapHudrkauma n smobusema nerkumx).

Cnepytolian 6epeMeHHOCTb — cefibMas Mo CYEeTY U LWecTas B JlaHHOM 6pake, HacTynuna
yepes rog (lll-7). Mo pe3synbratam nposegeHHoro B PHIL «Matb n guta» Y3-ckpuHuHra
| TpumecTpa: 6epemeHHOCTb 11 Hepenb 2 AHA, KONUYMKO-TemeHHOoN pasmep (KTP) nnoga
44 mm, TBI - 1,7 mm. B rpynny BbICOKOro prcka no XpOMOCOMHbIM CMHAPOMaM Nnoj He
nonan.

MNMosTopHoe Y3U npoBefeHo B cpoke BepemeHHocTU 15 Hepenb 6 gHen. O6Hapyxe-
Ha ymepeHHas M1KporeHua y nnoga (puc. 8). [poBeaeH aMHMoOLeHTE3 — KapyoTun nioga
46,XY. Cembe npenoxeHo npepbiBaHie 6epeMeHHOCTI, OT KOTOPOro OHa OTKa3anach.

PebeHok Myxckoro nona pogunca B PHIML «MaTb n guta» B cpoke 6epeMeHHOCTU
38 Hepenb. Pogopa3spelueHne Npoxoamno nyTeM onepaumnmn Kecapesa ceyeHna B CBA3N C
nonepeyYHbIM NOSIOXKEHMEM NJIOAA U NpeaiexaHnem netesb NynoBuHbl. Bec pebeHka npu
poxaeHunn coctasun 3250 r. OueHka no wkane Anrap 8 6annos.

MNpn ocmoTpe HOBOPOXKAEHHOIO BblABNIEHbI YMEPEHHAA MUKPOreHWA, pacLuenivMHa MaAr-
KOro Hé6a, MHOXKeCTBEHHble YepenHo-nuueBble ancmopdun. C yuetom deHoTHna pebeH-
Ka, a TakKXe JaHHbIX CEMENHOro aHamMmHe3a HOBOPOXAEHHOMY BbICTaBIeH KANHUYECKNI
avarHos «aHomanapg lMbepa PobeHa». Tun HacnepoBaHuA 3aboneBaHUA — ayTOCOMHO-
peueccuBHbliin. B Bo3pacTe 1 roga pebeHok 6bin xuB. JanbHelwana cyabba pebeHka He
N3BECTHa, TaK Kak CeMbA CMeHMNa MeCTo MPOXNBaHMA.

B OBCYXJOEHWUE

AHomanag lMbepa PobeHa (OMIM 261800) npenctaBnseTr Co60i CUMMNTOMOKOM-
NneKc, BKYaoLWmin Tpuagy NprU3HaKoB: TMNoniasnio HUXKHER 4entocT (MUKpOreHuio),
HenosHyt pacwenuHy Héba unm rotmyeckoe (apkoesuaHoe, fyroobpasHoe) HEGO, 3ana-
OeHune Asblka (rnocconTos) [3, 5, 6, 8]. B nutepatype ana onpegeneHma gaHHon narto-
NOTMM TaKXKe NCNOJIb3YTCA Takue TePMUHBI, Kak sequence nmbo nocnefoBaTesibHOCTb
MNbepa PobeHa [5-8].
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Puc. 8. YmepeHHaa mukporenus y nnoga (Ill-7). Cpok rectayum 15-16 Hepenb
Fig. 8. Moderate fetal microgenia (l1I-7). The gestation period is 15-16 weeks

Matonorus Bnepsble onncaHa B 1923 r. dpaHUy3ckum ctomaTonorom lNbepom Pobe-
HOM, KOTOPbII, ONUpasAcb Ha MHOTONETHWI ONbIT HabnoaeHUN, onpefenun nNocieaoBa-
TeNIbHOCTb NPOABNEHNA NPU3HAKOB, NPUBOAALLNX B UTOre K 0OCTPYKLUN BEPXHUX AbiXa-
TesbHbIX NyTen [7].

lNepBUYHbIM NOPOKOM NPU AaHHOW naTonorum ABnAeTcA MuUKporeHusa. OcTanbHble
NopoKy obycnoBneHbl 3anafeHrem A3blka B CBA3M C YMEHbLUEHNEeM POTOBOW MONOCTH,
UTO B CBOI OUepefb NPenATCTBYET CMblKaHMIO HEOHbIX NIACTUHOK 1 NPUBOAUT K dopMu-
pOBaHMIo pacLuenmHbl HEGa [7, 8].

CTeneHb BbIpaXeHHOCTW CUMMTOMOB BapuabesibHa — OT He3HauWTeIbHON rMnonnasun
HUXHEN YenioCcT C apKOBUAHbBIM HEOOM, NPV KOTOPOIN GYHKLMM »KU3HeobecneyeHns He
HapyLUeHbl 1 AepeKT HOCUT ML KOCMETUUYECKUI XapaKTep, 0 TAXKENION CTeneHn Bbipa-
XEeHHOCTV CUMMTOMOB, ABAAKWMUXCA NPUYMHON HapylleHUA GYHKUMM [blXaHWA Cpasy
nocne poxgeHna. MoXXHO NpefnonoXnTb, YTo AaHHaA NaTONOrMA BCTpeyvaeTca ropasgo
yalle, HO BCNIefCTBME BapuabenbHOCTM NPOABEHUA NPU3HAKM He paccMaTpuBaloTCA B
COBOKYMHOCTU KaK NposBfieHne eauHoro 3abonesaHus [8, 9.

MNMonynayunoHHana yactoTa aHomanaga lNbepa PobeHa — 1:8500-14 000, cOOTHOLIEHNE
nonos — M1:K1 [10].

AHomanap Nbepa PobeHa MoXeT 6biTb Kak M301IMPOBaHHON NaToOOrMei, Tak U COCTaB-
HOW YacTblo BONbLIOrO KONMYeCTBa reHeTUYeckmx 3abonesaHuii. i3onnpoBaHHblie chy-
yay B OCHOBHOM CMopajuyeckrie, pa3BrBatoTCA B pesynbraTe au3pynumun/gedpopmarmm
Ha 3Tane ambpuoreHesa [4-6]. AHomanag Nbepa PobeHa JOCTaTOYUHO YacTo coyeTaeTca
C NMOpOKamu pa3BUTUA LPYrMx opraHoB 1 cucTeM. YacToTa Nofo6HbIX coueTaHuin 4OCTU-
raet 36%. Hambonee yacTo BCTpeyaoTCsA coueTaHNA C aHOMaNMAMM YLIHON PaKOBYHbI 1
BHYTPEHHEero yxa, C aHOManuaMm rnas, C BpoXKAeHHbIMW NOpoKaMm cepaua, ¢ natonormemn
OMOPHO-ABUraTeNIbHOro annapara, C Mo4enonosbiMu Manbdopmauuamu. Y paga 6onbHbix
OoTMeyaeTca yMCTBeHHasa OTCTanocTb [5-9].

Kak cocTaBnaiolan reHeTmyeckor natonorum aHomanap lMbepa PobeHa onuvcaH B
coctaBe 6onee 300 cmHapomMoB (crHapoma CTuknepa, KamrnoMennuyeckoro CUHAPOMa,
cmHgpoma XaHxapTa, Tpucomun 18 u np.) [5, 6].
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Hacnenyetca 3aboneBaHme Kak No ayTOCOMHO-AOMWHAHTHOMY, TaK 1 MO ayTOCOMHO-
peueccnsHomy TNy [3, 6].

YactoTa npeHaTanbHOro BbisiBNieHUs aHoManaga lbepa PobeHa coctaBnaet 100%
B CEMbAX C OTArOLWEHHbIM reHeTnyeckum aHamHesom [11]. o MHeHMO psAga aBTOPOB,
MUKPOrHaTUA MOXeT ObITb BbiABNIeHa NpeHaTanbHo B 93% cnyuyaes [12]. CoueTaHne MUKPO-
rHaTUK C 3afiHel pacLienHom HEGa B NpeHaTanbHON NPaKTNKe UMEET NOMNOXUTENbHYIO
NPOrHOCTNYECKYIO LIeHHOCTb AnA aHomanaga lNbepa PobeHa B 100% cnyyaes [13]. MHoro-
BOAVE OCIIOXKHAET TeueHe 6epeMeHHOCTY C JaHHOW naTonoruei B 60% cnyyaes Habnto-
[eHni BcneacTsme HapyleHma GYHKUUW FNoTaHnA y MAooB C Noc/iefoBaTeNbHOCTbIO
MNbepa PobeHa [14].

OpHako, No Halemy MHEHWIO, OCTAaTOUYHO CJIOMHO OLIEHUTb MPOrHO3 ANA XU3HW U 3[0-
POBbA NNIOAQ, TaK KAaK MUKPOreHUsA MOXKET OblTb BblpaXkeHa He3HAUUTENbHO, KaK B HaLLEM
KNUHUYeckom HabnogeHun (l-7), a apmarHocTnKa paclienH MArkoro Héba n HebonbLIMX
paciwenvH TBeporo Héba npeHaTanbHO Bbi3biBaeT 3aTPyAHEHMSA, AaXKe B CEMbAX C BbICO-
KM reHeTUYeCKM PUCKOM 1 NPV NpULenbHOM 3KcnepTHOM Y3,

B 3AK/THOYEHUE

MpeHaTtanbHaa anarHoctMka BIP nuua ABnAeTcA BaXkHOWM COCTaBAAOWEN 4YacTbio
npu NPOrHO3MpPoBaHMK ncxoda 6epeMeHHOCTU 1 POAOB, NO3BOMAA 3aMNOA03PUTb FeHe-
TUYeckne CMHAPOMBbI. He MmeHee 3Haunmon ABnAeTca oueHka MAP nuua n wen. U xota
MX OMnCaHne He BXOAUT B MPOTOKOJbI UCCiefoBaHMA, onucaHne MAP MOXeT NoBbICUTb
3pPeKTUBHOCTb NpPEHaTaNbHON ANArHOCTUKU FreHETUUYECKNUX CUHAPOMOB. KnnHuyeckoe
3HaueHne MAP, nx cteneHb BbipaKeHHOCTW B pamKax MONynAuMm C yYeTOM STHUYECKO-
ro COCTaBa, AMHaMMKa B pPaMKax OfHOWN CEMbW HYXKAAlOTCA B NPOBeAeHUN AanbHenLWwmx
HayuHbIX NCCNeoBaHWIA, a MOyYeHHble HOBble JaHHble — BO BHEPEHUN B KIIMHUYECKYI0
NPaKkTUKYy.
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[MpuMepbl ABYX KNMHUYECKMX Clly4YaeB C MO3anLuM3MOM
no 18-n xpomocome
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Pesiome

B ctatbe npepcTaBneHbl ABa HabNOAEHUA C XPOMOCOMHbBIMU aHOManuAMu: 1) YacTuuHasn
MOHOCOMMUS ASIMHHOTO rJieya 18- XpoMocombl pasmepom 29 Mb B Mo3anyHon ¢popme;
2) YacTMYHAs MOHOCOMUA OJIMHHOrO rJieva 18- xpomocombl pasmepom 14 Mb, npeg-
CTaBneHHaa B ABYX KMOHaX KNeToK (C AeneTMpoBaHHOM W KOJMbLEBOW XPOMOCOMaMM).
Matepuranom ansa nccnenoBaHus 6binn KnetTkn nepudepuyeckon Kposu. PaccmoTpeHsl
KNUHUYeCKne faHHble, 3Tanbl MOCTaHOBKM FEHETUYECKOro AnarHo3a, Posib reHeTUYeCKo-
ro KOHCyfbTaHTa B YCTAaHOB/IEHUWN FreHEeTMYECKON NaTonormm, pesynbTaTbl CCefoBaHNN
MeTOAaMM CTaHJapTHOro KapuotunuposaHua (GTG-banding) n xpoMOCOMHOro MUKpO-
MaTpuyHoro aHanm3a (SNP array). [leneuna reHeTMyeCcKoro Mateprana BbiaBneHa C momo-
LL|bi0 XPOMOCOMHOTO MUKPOMATPUUYHOMO aHanmn3a, OKOHYaTeNbHbIN KapMOTUMN YCTaHOB/EH
Mo COBOKYMHOCTW pe3ynbTaToB ABYX MeTofoB. [IpoaHann3npoBaHa BO3MOXHOCTb BbiB-
NeHnA CTPYKTYPHOM NepecTporKy 1 MO3auLumu3ma pasHbiMy MeTogaMmn NccnefoBaHumsa.
KnioueBble cnoBa: feneuna 18q, mo3anumsm, CTaHAapTHOE KapMoTUMNMPOBaHMeE, XpOMO-
COMHbIN MMKPOMATPUYHbIN aHann3
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Abstract

The article presents two observations with chromosomal aberrations: 1) mosaic partial
monosomy of the long arm of the 18th chromosome, 29Mb in size; 2) partial monosomy
of the long arm of chromosome 18, 14Mb in size, presented in two clones of cells (with
deleted and ring chromosomes). The material for the study were peripheral blood
cells. Clinical data, stages of a genetic diagnosis, the role of the genetic consultant in
the identification of genetic pathology, research results by standard karyotyping (GTG-
banding) and chromosomal microarray analysis (SNP array) are considered. Deletion
of the genetic material was detected using chromosomal microarray analysis, the final
karyotype was established by the combination of the results of the two methods. The
possibility of revealing structural rearrangement and mosaicism by different research
methods is analyzed.

Keywords: deletion 18q, mosaicism, standard karyotyping, chromosomal microarray
analysis

W BBEJEHWE

B KnuHuueckon npakTuMKe Bpay-reHeTWK 4acTo CTaJIKMBaeTCA C CuTyauumen, Korga
3aTpeboBaHHble NabopaTopHble UCC/IeOBaHNA He [aloT OCHOBAHMA ANA MOCTaHOBKMU
reHeTUYeCckoro AmnarHo3sa. MNauneHT MOXeT Ha MHOTMe rofibl N HaBceraa ocTaBaTbCA C
HeBbIACHEHHbIM ANarHo30M. 3TO ABNAETCA AOBOJIbHO KPUTUYECKON CUTyauuen ana onpe-
[eneHns prcka noaseHns Nofo6HbIX HapYLIEHWU NPY CiefyoWmxX NnaHupyemblix 6epe-
MEHHOCTSIX.

MosiBNneHne HOBbIX NabOPATOPHbBIX TEXHONOMMIN FTEHETMUYECKOro aHanm3a (XpoMoCom-
HbI MUKPOMAaTPWYHbI aHanu3, CeKBEHNPOBaHWE HOBOTO NMOKOJIEHUA) C UX PEBOJTIOLNOH-
HO BbICOKUM pa3peLleHnemM No3BOMI0 3HAYMTENIbHO Yalle BbIABASTb NAaTOFHOMOHWYHbIE
reHeTMyeckue HapyleHus. 3HaHMA O BO3MOXXHOCTAX HOBbIX AMAarHOCTUYECKMX METOA0B
ABNAOTCA peLlaowmnmm B paboTe Bpaya-reHeTrKa. He MeHee BaKHbIM acreKTOM ABMIAIOTCA
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Jlerko nn NoCTaBUTb LUTOreHeTUYeCKnin anarHo3s? MNprmepbl ABYX KIAVHUYECKUX CllyYaes
C Mo3anym3mom no 18- xpomocome

N 3HaHWA O Npupoae reHeTn4YeCKmnx HapyLuean7|, Korga v Kakme aHanin3bl Hanbonee pPaun-
OHaJIbHO 3aKa3blBaTb NMpu KOHKPETHOVI KNMHNYECKON cnTyaynn.

o HacToAwero BpeMeHn OCHOBHbIM METOAO0M AUNATrHOCTUKN XPOMOCOMHbIX HapyLle-
HWI ABNAETCA MeToq CTaHAaPTHOINo KapnoTunmpoBaHUA. B caany MmeHee CY6'bEKTI/IBHOI'O
XapaKTepa nccnegoBaHnn (HO He VIHTepI'IDETaLI,VIVI), No CpaBHEHNIO C KNaCCNYeCKUM LNTO-
reHeTnyeCKknmMm aHalanm3om (CTaH,ﬂapTHOE KapI/IOTVII'II/IpOBaHI/Ie), XpOMOCOMHbIVI MUKpOMa-
TpI/ILIHbIl7| aHaNnn3 MOXeT HNBENNPOBATb BINAHNE YenoBevyeckoro d)aKTopa mnnn HeogHoO-
3HAYHOCTb CyLecTBYIOLWEero npoTokonia npu npoBeaeHnNnN PyTUHHDbIX nccnefoBaHum.

B 31O cTaTbe Mbl npuBOoANM aHaNn3 ABYX CJly4YaeB, KOrga BBeAeHMe B AnarHocTmnye-
CKni npouecc XpoOMOCOMHOIo MMKpPOMaTPUYHOIo aHalin3a no3sonnno pa3o6paTbc;=| B
npupone reHeTnvyecknx Hapymeanh N NpUYnHax Heyday KnacCn4yeckoro yntoreHeTnye-
CKOro nccnegoBaHuA.

B MATEPWAJIbl U METObI

MaTtepuanom ana nccnegoBaHma 6oina nepudepnueckan Kposb. C LieNbio BbISBNEHNA
XPOMOCOMHbIX NepecTpoeK NCNoNb30BaNnCh ABa MeToAa:

1) cTaHBAPTHOE KapMOTUMNMPOBaHME;
2) XPOMOCOMHbI MUKPOMATPUYHbIA aHanms.

CTaHJapTHOE KapuOTMMMPOBaHWE NPOBOAMAOCH C MOMOLLbIO CTAaHAAPTHON MeToau-
kn GTG-banding. XpOMOCOMHbIi MUKPOMATPUYHBIA aHaNM3 BbINOMHANCA C UCMONb30-
BaHMeM Mukpouunnos lllumina CytoSNP-12 v2.1, Illumina CytoSNP-850K v1.1, cuctemsl
NextSeq550 (lllumina, CLLUA) cornacHo pekomeHaaLmam nponssoautens. icnonb3osanca
SNP array (Illumina). JaHHbI TN aHanM3a Kpome KonuuyecTsa reHoMHbIx Konui (Log R
Ratio) noka3sbiBaeT Konuuectso anneneii (B-Allele Frequency). Pesynbtatbl 6binv BU3yanu-
3upoBaHbl B nporpamme BlueFuse Multi (Illumina, CLUA). MHTepnpeTauusa mukpoabeppa-
LU NpoBefeHa C UCMONb30BaHNEM OHMAH-BePCUin ba3bl faHHbIX FEHOMHbIX BapUaHTOB
DGV (Database of Genomic Variants), DECIPHER (DatabasE of Chromosomal Imbalance
and Phenotype in Humans using Ensembl Resources), katanora HacnefcTseHHbIx 6ones-
Hell «MeHaeneBcKoe HacniegoBaHue y yenoseka» (OMIM).

B PE3YJIbTATbHI

Ha6niopeHune 1. [JOHOLWEHHbIN pebeHOK, AeBOUYKa C MpeHaTasbHOW rmnotTpodueil.
B HeoHaTanbHOM nepuope Habnoganncb CMHAPOM CPbITMBAHUA U PBOTLI, Npobnemsbl
BCKapMnMBaHusA, ractpoa3odareanbHolin pedniokc. PebeHok pa3smBanca ¢ Gusnyeckon,
NCUXOMOTOPHOW 3afiep>KKoN. HeBponornueckui ctaTyc: MblleyHas runoToHNA, FOPU30H-
TaNlbHbIA HUCTArM, WyMHoOe AbixaHue. Jluuesble ocobeHHOCTH: Bpaxuuedanms, NNOCKuin
3aTbINIOK, BbICTyNawwWwmn nob, mukpouedanus, crnaxeHHble HaA6pPOBHbIE AyrK, NPAMO-
NUHeNHble 6pOoBK, FMYOOKO MOCaXXeHHbIe rNa3a, y3Kue rnasHble LWenu, WrpoKaa CrmnHKa
HOCa, K/TIOBOBMAHbIA HOC, TMMOMNIa3uA KPblIbeB HOCA, KOPOTKUIA GUNBTP, BbICOKOE HEGO,
«KapnoobpasHbl» POT, rMnonnasusa cpefHer Tpetu nuua. KocTHaa cuctema: neBocTo-
POHHAA KOCONanocCTb, aHOMaslbHasA ycTaHOBKa MepBbix ManbueB cton. OcobeHHOCTU
Oepmatornudukn nagoHen. KoxkHble M3MeHeHWA: aTonuyecknin agepmaTnt. ATpodus 3pu-
TenbHbIX HepBOB. HelipocoHorpadua, MPT ronosHoro mo3sra: cy6aneHgmMmanbHble MHOro-
KaMepHble KUCTbl C 06enx CTOPOH; aTpodUUeCKIMin NPOLIECC B BELLLECTBE FOIOBHOMO MO3ra.
MepBaa Bepcua AnarHo3a: «xxpoMocomHaa 6onesHb». OgHaKO XPOMOCOMHOWN NaTosorMu
C UCNONb30BaHNEM CTaHZAPTHOrO KapuoOTUMNMPOBaHUA He BbliBNeHO (Kapuotun 46,XX).
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B cBA3M Cc Nogo3peHreM Ha HacneACTBEHHYIO STUOJIOTMIO 3a60N1eBaHUA ANArHOCTUYECKIIA
NOWCK MPOAOIKUNCA: AUArHOCTUKA MUKPOAENEeLMOHHbIX CMHAPOMOB metogom MLPA;
aHanmM3 akTMBHOCTU NIN30COMHbIX GEPMEHTOB; ANArHOCTUKA MUTOXOHAPMWANbHbIX 3abo-
NeBaHWIA; CENEKTUBHDBIN CKPUHUHI HAaceACTBEHHbIX 6one3Hel obmeHa (Npobbl KPoBW 1
MOUM); TaHAEMHaa MacC-CNeKTPOMETPUA CyXMX NATeH KpoBu (Mpodunb aMUHOKUCIOT 1
aUUNKapHUTMHOB B HOPME); AnarHocTnka cuHgpoma Petta metogom MNMLP. U3meHeHuni He
BbIABNEHO, KOMMIEKC KNMMHMYECKMX MPOABAEHMIA OCTaBaNICA HeKaccMrLMPOBaHHbIM.
Taknm 06pa3om, K 5 rogam reHeTMYeCcKnii AuarHo3 pebeHky He 6bin ycTaHOBIEH. B Halem
LeHTpe B 3TO BpeMA Oblil BHEAPEH XPOMOCOMHbIA MUKPOMATPUUHBIA aHanm3. Bpau-
reHeTuK No-npekHemy npegnosaran XPOMOCOMHYIO MaTONOrM0 U MO3TOMY HaCcTOAN Ha
npoBeAeHUN aHan1m3a XxpoOMOCOMHOIO CTaTyca HOBbIM BHEAPEHHbIM B MPaKTUKY METOLOM.
bbina ycraHoBneHa geneuma yyactka 18- xpomocombl 18g21.2—18qter B Mo3anyHom
¢dopme (arr[GRCh37] 18921.2923(48402338-77833127)x1) (puc. 1). ConoctaBneHune ¢eHo-
TUMOB HaLlero nauMeHTa 1 ONUCaHHbIX paHee NauueHToB C Aeneunen 18q obHapyxmno
CoBMafeHue No OCHOBHbIM MPU3HAKaM: 3aflepKKa pa3BuTUA, nLeBble gucMopdum, aHo-
Mannmn KOHEYHOCTeN, aTpodrUecKmii NPoLIeCC B MO3re, KOXKHble MPOABNEHNA.

Pasmep peneuun coctasun 29 Mb 1 pgomkeH 6bin ObiTb BUAEH MpPW CTaHAAPTHOM
KapuotunuposaHuu. NpoBeaeHne peaHanusa BblABUNO 15% mo3anumsm: 46,XX,del(18)
(g21.2)[151/46,XX[85] (pwnc. 2).

Puc. 1. PesynbraTbl XpOMOCOMHOr0O MMKpOMaTpN4YHOro aHanunsa: 18-a xpomocoma
Fig. 1. Chromosome microarray analysis results: chromosome 18
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18 18 18 del(18)
a) b)

Puc. 2. PesynbTatbl CTAaHAAPTHOTO KAPMOTUNMPOBaHUA: a) HOpMasnbHbie 18-e xpomocombl, b) peneuns
18-11 xpomocombl
Fig. 2. Results of standard karyotyping: a) normal 18th chromosomes, b) deletion of 18th chromosome

Ha6niopeHne 2. [loHOWEHHbIN pebeHoK, AeBoYKa. PebeHoK pasBuBanca ¢ ¢usu-
Yeckol, NCMXOMOTOPHON, 3afepKKoi. Mpn ocMoTpe B 9 MecAueB BbiAB/IEHbI MHOXe-
CTBEHHblE BPOXKAEHHbIE OCOOEHHOCTM Pa3BUTKA: NIIOCKOE NepeHoChe, TMNepTeNnopusm,
MOHIFONOWAHbIN pa3pes rnas, y3kasa Kanma ryb, yrnbl pTa onyLeHbl, MbILEYHbIA TOHYC
CHVXEH, BpaxupakTunua Kuctei, KnuHogaktunua V nanbua. fonoBy pebeHoOK gepan
¢ 3,5 mecAua, nepeble 3ybbl NoABMANCL B 7 MecALeB, B 9 MecsALeB nepeBopaynBanca
BANO, He cmpen. KnvHuuecknii grmarHo3 B 9 mecsAueB: paHHee opraHMyeckoe rnopaxe-
HMe rofIoBHOMO MO3ra C BblpaXkeHHOW 3aflep>KKOW MCMXOMOTOPHOIO Pa3BUTUA, aTOHMYe-
CKMN-aCTaTUYeCKMM CUHIAPOMOM, BPOXIEHHOE OTCYTCTBUE, aTpe3na U CTPUKTYpa eBOro
CJIyXOBOr0 NPOX0fAa, Cy>KeHne NpaBoro cyiyxoBoro npoxoga. Mpu nccnefoBaHum KNeTok

a) b)

Puc. 3. Pe3ynbTaTbl XpOMOCOMHOrO MMKPOMATPUYHOro aHanm3a: a) rpucomms X-xpomocombl,
b) yacTuHas moHocomusa 18-it XxpoMoCcombl

Fig. 3. Results of chromosomal microarray analysis: a) trisomy of the X chromosome, b) partial
monosomy of the 18th chromosome
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X X X 18 del(18) 18  r(18)
a) b) c)

Puc. 4. Pe3ynbTaTbl CTaHAAPTHOrO KapMoOTMNMPOBaHUA: a) Tpucomus X-xpomocombl, b) geneunn
18-i1 XpoMOCOoMbi; ) KonbuLeBas 18-a xpomocoma

Fig. 4. The results of standard karyotyping: a) trisomy of the X chromosome, b) deletion of

the 18th chromosome; c) ring 18th chromosome

nepudepmryeckoli KPOBY METOAOM CTaHAAPTHOIO KapMOTUMNMPOBaHNUA B BO3PaCTe OQHOTO
rofia yctaHoseH Kapuotun 47,XXX. OgHaKo AaHHbIV KaproTWN He OOBACHAN CUMMATOMO-
KOMMeKC, Habnogaembln y pebeHka. [eHeTUYeCKNiA AnarHo3 K 7 rofam y pebeHka Tak
1 He GblN yCTaHOBJEH. B €BA3M ¢ HacTynneHnem HOBOWM 6epeMeHHOCTM Y MaTepu OCTPO
BCTas BOMPOC MPOrHo3a 6epemMeHHOCTH, OCOBEHHO C YYeTOM TOro, YTO Bpay-reHeTuK
nofo3peBan XPOMOCOMHYI0 Npupoay 3abonesaHusa y pebeHKa. bbin BbIMOAHEH XpOMO-
COMHbIN MMKPOMATPUYHBbIN aHanu3. Mo pesynbTatam aHanusa ycTaHOBfeHa TpUcomus
X-xpomocombl: Xp22.33g28(60814-155236712)x3; a Tak»Ke MOHOCOMMUA YUYaCTKa ASIMHHOIO
nneyva 18- xpomocombl: 180922.1923(63849680-78015180)x1 (puc. 3).

BbifsBneHHaa nepecTtponka coyeTtaeTca C CUMNTOMOKOMIMIEKCOM Hallero nauuneHTa.
Pasmep geneuun coctasun 14 Mb 1 gonxeH 6bi1 6bITb BUAEH NPU CTAHAAPTHOM KapuoTu-
nuposaHun. [poBegeHre NOBTOPHOIO aHann3a MeTo4oM CTaHAAPTHOIO KapnoTUnMpoBa-
HUA BbISBUIO MO3aULI3M MO CTPYKTYPHOI nepecTtpoiike 18- xpomocombl: 47,XXX,del(18)
(g22)[881/47 XXX,r(18)(p11.3?q22)[12] (pwc. 4).

B ObCYXIOEHWE

Xpomocoma 18 coctaBnaeT okono 2,5% Bcen OHK B KneTkax n cogepxunt okono 270
Koaupyiowmx reHoB. fleneuymmn 18- xpoMocombl BCTpeuatoTca ¢ yactoton 1 : 40 000, HO
TOUKW Pa3pbiBOB KpaiHe pa3Hoobpa3Hbl, YTO 0ObACHAET BaprabenbHOCTb KNMHUYECKNX
npoasnenui [1, 2]. B 6onbwmrHcTBe cnyyaes natonorua de novo. bonee obwume nprsHa-
Kn 18g-peneuunin (Hanpumep, gedopmaumm CTomnbl, aTpesna ciyxa, AUCMUENHM3auna,
HMCTarm, HU3KMIN PocT) HabnaaTCA Y L, Y KOTOPbIX OTCYTCTBYET TONIbKO AUCTaNbHanA
yactb 18g22.3-qtel (puc. 5) [3].

B oboux Hawwmx HabnogeHNAX BbiABIEHA OAHA U Ta e MepecTporka — YacTuyHan
Jeneums 4NMHHOIo nneyva 18- XpoOMOCOMbI, HO B NePBOM HaboAeH pa3mep COCTaBuI
29 Mb, Bo BTOpOM HabnogeHun — 14 Mb. EcTb 1 elle oaHO pasnunyne: B NepBOM Habsto-
[OeHnn Jeneunsa NpUCyTCTByeT B Mo3anmyHon ¢opme, BO BTOPOM — B MosiHom. Kputunue-
CKUIM yyacToKk cuHapoma 18- oTcyTcTByeT B 06oumx ciiyyasx. Y oboux peteint Habnioaa-
eTca pAg oblmx yepT: 3aepKa Gr3nMYeckoro 1 NCMXOMOTOPHOIO Pa3BUTUA, NNLEBbIE
ancmopduu, runoToHus, atpoduryeckune npoueccol B Mo3sre. EcTb 1 paznuuus: y nepsoro
pebeHKa — aTpoduA 3puUTeNbHbIX HEPBOB, AedopPMaLV HYUMHUX KOHEYHOCTEN, aTonunye-
CKUIM fiepMaTnT, y BTOPOro — aHOManuu cnyxa. 31a BaprabenbHOCTb MOXeT 00bACHATLCA
KaK pasmepom fgeneuuu, Tak 1 apyrumm daktopamu. Mo gaHHbIM nuTepaTypbl, MHOT1e

«PenpopyKkTtnsHoe 3p0posbe. BoctouHasa EBpona», 2022, Tom 12, N2 1 53

HA NEPBYIO HA CIEQYIOLLYIO HA NPEABIAYILYIO K COAEPXAHUIO




Jlerko nn NoCTaBUTb LUTOreHeTUYeCKnin anarHo3s? MNprmepbl ABYX KIAVHUYECKUX Cllyyaes
C Mo3anum3mom no 18- xpomocome

1.1 .
XapakTepHbIMU NpU3HaKamy cMHAPOMa 18q-ABASAIOTCA HU3KMI POCT, 3aAepPXKKa

1.2 MUenMHN3aumm, yskue (v oTCyTCTBYIOLLME) CyXOBble NPOXOAbl 1 aHOManum CTon.
12.1 Bce 31 npu3sHakm 66inmn KapTpoBaHbl B 63HAax 18922.3 1 18923. 3Tn 63HAbI
’ HaXOAATCA B KOHLe ANIMHHOrO nneya 18- XpOMOCOMbI, 1 MOSTOMY aHHbIN y4acToK
12.2 6b11 Ha3BaH KPUTUYECKNM Y4aCcTKOM cuHApoma 18g-.
Ny
21.1
reH TCF4
212 [~
21.31 .
2133 HU3KNN MUKpouedanus
poct
22.1 - HefoCTaTOYHOCTb K .
222 . ropMoHa pocTa y3kue pUTAdECKUA
223 HU3KNN 1 3afepKa cnyxoBble || aHoManun y4acToK
poct npoxofgbl | cTOn crHApoma 18g-
23 MUeNNHM3aLnn

Puc. 5. Ctpyktypa anuHHoro nneva 18- xpomocombi [4]
Fig. 5. The structure of the long arm of the 18th chromosome [4]

KNMHMYeCKNe NpoABIIeHNA MOTYT LWMPOKO BapbUpPOBaTh Y Pa3HbIX MNaLMEeHTOB Aaxe npu
OAMHAKOBbIX Aeneuunax. Ha peHoTun moryT okasbiBaTb BVMAHWE COCTaB annenen B rannio-
WAHOM YYacTKe, reHbl B PYrMx paioHax XpoMOCOM, MO3anLm3m n apyrue gpaktopoi [3].
Bce Bbllen3noKeHHoe JONIKEH YUNTbIBaTb Bpay-reHeTVK B MOMCKax NMPUYNHDBI FeHeTnYe-
CKOW naTosiornu.

Mos3anuusm npepactaBnseT coboi Hanuume B OpraHU3me, Pa3BMBLLEMCA U3 OAHOMN
3UroThbl, ABYX UnK 6onee NoNynALUiA KNETOK C pa3HbIMW FreHoTMNnamu. Mo3anumsm onmcax
ANA MHOTUX TUMOB XPOMOCOMHbIX aHOMAWIA, BKNOYasa TPUCOMUKN, MOHOCOMUN, AeNeLny,
Aynavkaumy n T. . Bo3aMoXXHOCTb BbIAiBEHUA MO3aMLM3Ma No XPOMOCOMHbIM NepecTpoii-
KaM 3aBUCUT OT MCMONb3yeMblX METOLOB M OT Tuna Mo3auumsma. Npu ncnonb3oBaHmm
CTaHAAPTHOIO KapvOTUMMPOBaHMA MNPOBOAUTCA MOPQPONOTrMYECKMIA  aHanM3  MUTO-
TUYECKMX XPOMOCOM, T. €. NCCIIeAyTCA XPOMOCOMbI Kak Mo ¢opme, Tak 1 Mo pa3mepy.
Mo3anuu3m npy STOM METOAE MOXET ObITb He BbIAIBIEH MO C/IEAYIOLUM NPUYNHAM: HEAO-
CTaTOYHbIA YPOBEHb pa3peLleHns, aHann3 OrpaHUYEHHOro YMCTa AENAWNXCA KNEeTOK,
Cy6bEKTUBHDBIV BbIOGOP KNETOK ANA UCCNeAoBaHns, NPodeCcCnoHabHbIN YPOBEHb LIATO-
reHeTuKa. [1pn NCNonb30BaHMN XPOMOCOMHOIO MMKPOMATPUYHOTO aHanv3a ucciegytor
OHK Bcex kneTok BO B3ATOM 06pa3Le Ha pa3HbIX CTaguAaX KNeTOYHOro umkna. MNockonb-
Ky nccnegyetca 1HK, To mopdonornyecknii aHanms XxpomMmocom NpoBecT HEBO3MOXHO,
B OT/IYME OT MeTofa CTaHAAPTHOIO KapUOTUMIPOBAHNWA, N MOXKHO BbIABUTb MO3auLnM3M
TOMIbKO MO pasmepy HecbanaHCMPOBAHHOMO yyacTka. BO3MOXHOCTb BbIABNEHUA MO3au-
LM3Ma 3aBUCUT OT ero YpPOoBHsA, CMOoMb3yemoli NNaTtdopMmbl, paspeLuatoLein CnocobHOCTM
meToga. Mnatpopma SNP ncnonb3yet KOMOVHALMIO AAaHHBIX UHTEHCUBHOCTU U FeHOTUMK-
pOBaHuA, YTO NO3BONAET BbIABNATL faxe 5-10% Mo3anum3m no HecbanaHCMPOBAHHbLIM
nepectporikam [5].

Mo3anyHbI KaproTrn B 060MX HalKX HabMLEHNAX NEPBUYHO He bl YCTaHOBNEH
METOLOM CTaHAAPTHOrO KapuoTunupoBaHus. B nepeom HabnogeHny nocne nonyyeHus
pe3ynbTaToB C MOMOLLbIO XPOMOCOMHOIO MUKPOMATPUYHOIO aHanm3a (4actmyHasa MOHo-
COMUA yyacTKa ANIMHHOTO nneya 18- XpoMoCcoMbl B MO3anyHoW Gopme) Npu NpoBefeHnm
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peaHanu3a npenapartos, NOJlyYeHHbIX METOLOM CTaHAAPTHOrO KapmoTUNMpPOBaHUs, Obin
ycTaHoBneH 15% mo3auuusm. [laHHasa nepecTpolika B nonHow dopme He npefcTaBnaet
npo6nem ana BolABNeHWA (pa3mep geneunu 29 Mb). MNpuumHon nonyyeHnsa HopManbHo-
ro KapvoTtuna npu nepeBom aHanuse, BEPOATHO, ABUNOCb CTaHAAPTHOE, B AaHHOM Chy-
yae HeJOCTaTOUYHOE, KONMYECTBO MPOaHann3MpoBaHHbIX KNeTok. Bcero 6bino uccnepo-
BaHO 25 meTadasHbIX NNAaCTUHOK, YTO TEOPETMUECKM AOCTAaTOYHO ANA BbiABReHMA 12%
MO3aunLM3mMa C BEePOATHOCTbIO 95%, OAHAKO Ha NpaKTMKe 3TO He Bcerga AOCTUXKMMO B
CBA3M C CYyObEKTUBHBIM OTOOPOM KNeTok AnsA aHanu3a [6]. Mpu peaHanuse nccnepgosanu
60nbLLIOE YMNCNO KNETOK, NPOBOANACA NpULESIbHbIA MOWUCK Npenoniaraemol NaTonornm.

Bo BTOopom HabntogeHUn Npu NPoBeAeHNN XPOMOCOMHOIO MUKPOMATPUYHOIO aHanu-
3a BblfiB/IeHa Aeneuna ANMHHOro nneyva 18- XxpoMocombl B NonHon Gpopme. MoBTOPHbIN
aHanm3 6bin HanpaBfieH Ha MOWCK MMEHHO 3TOW NaToNIOrK, HO NPWU NCCNefoBaHNK CTaH-
[apTHOro KonmnyecTBa Ketok (n=25) 6binn BbiABNEHbI MOPPONOrnYecKkn pasHble CTPYK-
TYpHble nepecTporky 18- XxpoMocombl (Aeneumsa 1 KonbLeBaa XpoMOCoMa), Npu nucchne-
noBaHum 100 KneTok mo3aunumam 6bin noaTeepxaeH. B 3Tom cnyyae npuumHamm nponycka
MO3auLM3Ma Npu NepBMYHOM aHanmse ObiNu cnegylolme: orpaHUYeHHOe KONMYeCcTBO
NPOoaHanU3NPOBaHHbIX K/IETOK, a TaKXKe, BePOATHO, HEeY[OBNETBOPUTE/IbHOE KayecTBO
npenapaToB / HEQOCTaTOYHbIN YypPOBEHb MOArOTOBKM LuToreHeTuka. Obe nepecTponku
XapaKTepr3oBaJnCb OQNHAKOBOW AeneLmen reHeTuyeckoro matepmana, Yto u ABMNOCh
OCHOBaHVEM BbIAABNEHNA NOSIHOW Aeneuny MeTOA0M XPOMOCOMHOIO MUKPOMATPUUYHOO
aHanm3sa. B gaHHOM cnyyae mo3anumsm He CBA3aH C M3MEHEHVEM reHeTUUYeCKOro MaTepu-
ana, a Bblpa)kaeTca B pa3nnMyHOM Mopdonormyeckom npeacrasneHmm 18- XpoMocombl.
MIMeHHO no3ToMy MO3auum3m B JaHHOM 06pasLie MoXKeT ObiTb BbiAB/IEH TOJIbKO METOOM
CTaHJapTHOro KapuotunuposaHua. CTPYKTYPHbIN MO3anum3Mm, NpeacTaBneHHbI ABYMA
KNOHaMU KNeToK, OfUH 13 KOTOPbIX C KONbLEBOW 18- XPOMOCOMOM, MOXeT ObiTb AOMO-
HUTEeNbHbIM MogMbULMpPYOLW MM GAaKTOPOM NPOABIIEHNIA YKe CYLLeCTBYIOLE NaToNorumn
B BME YaCTMYHOW MOHOCcomMuM 189-.

HecmoTpsa Ha nepBUYHOE NoyYeHne HOPManibHOro KaproTUMa B HALLWX ABYX CATyYasnX,
UCKNouMTenbHO Gnarofapa No3nuUMy Bpava-reHeTrKa 6b11 NPoJoIKeH MOMCK XPOMOCOM-
HOW NPUYMHBI HabnogaembIX KIMHUYECKMX NPOABNEHNIA C NOMOLLbIO BbICOKOpPa3peLla-
olwero Mmetoga nccnefoBaHNA (XPOMOCOMHbBIVE MUKPOMATPUYUHBIN aHanus), Uto Npusesno
K YCTaHOBJIEHWNIO FeHeTNYeCKOoro grMarHosa. ¥ metofa CTaHAapTHOrO KapmoTunMpoBaHuA
eCTb CBOW OrpaHuWyeHus, B YaCTHOCTM B BO3MOMHOCTM BbiABNEHMA MO3auum3ma. Yem
MeHbLLEe NPOLIEHT MO3auL1M3Ma, YeM MeHbLUe pa3mep HecbanaHCMpPOBaHHOIO pparmeHTa,
TeM MeHee BepOATHO YCTaHOBMIEHNE MO3aNYHOIo KapuoTmmna C MOMOLLbIO KNacCMyeckoro
MeTofa CTaHAAPTHOrO KapuoTUNMpPOBaHUA. Kpome Toro, NprHLUMNManbHoe 3HayeHme npm
paboTe 3TM MeToOM MMeeT KauecTBO MPUroTOBAEHHbIX NpenapaToB (pa3pelueHue) u
YPOBeHb NOAroTOBKM LUTOreHeTuKa. [loctaHoBKa reHeTUYeCcKoro gmarHo3sa tpebyert tec-
HOro B3anMOoAeNCTBYA Bpaya-reHeTnKa co cneumanmctamm nabopatopHom ciyobl.

B 3AKJ/TIOYEHWE

MNocTaHOBKa reHeTMYeCcKoro AnarHo3a — 3To CJIOMHbI MHOFO3TarnHbIN npouecc, KoTo-
pbllh Ha4yMHaeTCcA BPaAYOM-TEHETUKOM W 3aKaH4YMBAETCA WUM. nﬂO,D,OTBOpHOG n TecHoe
B3aMMOAENCTBUE KITMHNYECKNX FTeHETUKOB ” Bpaqe|7| na6opaTopH017| ANAarHOCTUKN nNme-
€T MeCTO TOJIbKO B TOM CJiyYae, eCqin Bpay-reHeTUK XOpoLwo NOHNMaAeT BO3MOXHOCTU U
OorpaHn4YeHmMA 3aKa3blBa€MbIX nccnefoBaHWi, a cneumanncTbl na6opaTopH0|7| Cﬂy)K6bI,
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Jlerko N NoCTaBUTb LUTOreHeTNYECKNn AnarHo3? Mpumepbl ABYX KIMHUYECKKX CITyYaeB
C MO3anLM3MoMm no 18- xpomocome

CO CBOeM CTOPOHDI, AONMXKHbI NPeACTaBNATb KIIMHNYECKY0 COCTaBNAOLWYIO npeagnosarae-
MbIX AnarHo30B. Takoe COTpyAHNYECTBO MOIIO 6bl COKpPaTUTb BpeMA YCTaHOBJIEHNA reHe-
TNYECKOIro AnarHo3a, a Takxe NCKNIo4YnTb npoBeaeHmne HeO6OCHOBAHHbIX nccnenoBaHum.
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Pesiome

BeBepeHune. Mykonunugossi I/l anbda/6eta (M1 11A/B, MJ1 1IIA/B) - penkue 3abonesa-
HUA C aQyTOCOMHO-PELIECCMBHBIM TUMOM HAc/Iej0BaHUsA 13 FPYMMbl IN30COMHbIX 60Ne3HeN
HakonneHuA. KnuHuyeckue npossneHuna MJ1 IIA/B n MJT IIIA/B BKNoYaoT BblpaXKeHHYIO
3afepP>KKy poCTa 1 MCUXOMOTOPHOIO Pa3BUTWA, YepenHo-nuueBble ancMopdun, nato-
NIOruVI0 KNAaNaHHOro annapara cepaua, AedopmMalum rpyaHoON KNeTku, ANIMHHbIX TpyOua-
TbIX KOCTEN 1 MO3BOHOYHIKA, OCTEOMNOPO3, MePenoMbl, KOHTPAKTYpPbl KPYMHbIX CYCTaBOB,
rPbiKK, MOMYTHEHME POroBMLbl, YacTble HbeKLMMU Nop-opraHoB. MpuunHon MJT IIA/B un
MJT1IIA/B saenaetca nedunumnt aktneHoct UDP-GIcNAC 1-dpocdoTpaHchepasbl BcneacTemne
myTauun B reHe GNPTAB.

Llenb nccnepoBaHuA. YctaHoBUTb cnektp myTtaumin B reHe GNPTAB y naumeHTOB C
M1 11A/B v llIA/B B Pecnybnuke benapycs.

Marepmanbl n metogbl. B uccnenyemyio rpynny BkitoueHbl 5 npobaHaos, 11 poguteneit
1 9 300POBbIX CMOCOB U3 8 ceMel, MeWNX pebeHKa C NOATBEPKAEHHBIM ANArHO30M
«MJT1IA/B nnn MJ1 IIIA/B». Monck myTtauumii B reHe GNPTAB npoBefeH METOLOM CEKBEHU-
posaHusA no CaHrepy.

Pe3ynbratbl m o6cyxaeHune. B cembsx MauUMEHTOB BbIIBNEHO 7 MaTOrEHHbIX MyTa-
unn: p.Ser399Phe, p.Arg375Ter, p.Gly508CysfsTer5, p.Thr484llefsTer23, p.Ser738Ter,
p.Asp919GlufsTer21, p.Arg1189Ter. BapuaHtbl p.Gly508CysfsTer5, p.Thr484llefsTer23 u
p.Asp919GlufsTer21 onucaHbl aBTopamu y niy ¢ MJ111A/B n MJT111A/B Bnepsble. Hocutenb-
cTBO MyTaumm p.Arg375Ter oTmeueHo B 5 (62,5%), p.Thr484llefsTer23 - B 2 (25%) cembsax.
3T BapuaHTbl coctaBunn 50% n 12,5% Bcex MyTaHTHbIX annenen COOTBETCTBEHHO.
OcTanbHble MyTaLM OTMEYEHbI B €AMHUYHbIX CITyYasX.

3aknioueHune. OnpegeneH cnekTp natoreHHbix MyTauun B reHe GNPTAB y naumeHToB C
MJ1 1IA/B n IlIA/B B Pecnybnuke benapycb. igeHTMdUUMPOBaHbI TPy paHee He onucaH-
HbIX y Nl C 3TUMK 3aboneBaHuaAMK BapuaHTa: p.Gly508CysfsTer5, p.Thr484llefsTer23
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n p.Asp919GlufsTer21. YctaHoBneHo, uto npeBanupywowmmn B benapycn asnatoTtca
p.Arg375Ter n p.Thr484llefsTer23, Ha fonto KoTopbix Npuxoautca 50% 1 12,5% MyTaHTHbIX
annenemn COOTBETCTBEHHO.

KnioueBble cnoBa: mykonunugosbi I/l anbda/6eta, GNPTAB, nu3ocomHble 605e3HU
HakonneHms
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Abstract

Introduction. Mucolipidosis II/lll alpha/beta (ML 1IA/B, ML IlIA/B) are rare autosomal
recessive disorders from the group of lysosomal storage diseases. ML II/1ll A/B clinical
manifestations include marked growth retardation and impaired psychomotor
development, craniofacial dysmorphic features, cardiac valvular pathology, chest, long
bones and spine deformities, osteoporosis, fractures, joint contractures, hernias, corneal
opacity, frequent infections. ML II/lll A/B caused by a deficiency of UDP-GIcNAc-1-
phosphotransferase due to mutations in the GNPTAB gene.

Purpose of the study. To investigate the molecular genetic characteristics of the GNPTAB
gene in ML II/1ll patients in Belarus.

Materials and methods. Five probands, eleven parents and nine healthy siblings from
eight families were enrolled in the study. Sanger sequencing analysis was performed for
all coding exons and respective flanking regions of the GNPTAB gene.

Results and discussion. Seven pathogenic mutations were identified: p.Ser399Phe,
p.Arg375Ter, p.Gly508CysfsTer5, p.Thr484llefsTer23, p.Ser738Ter, p.Asp919GlufsTer21,
p.Arg1189Ter. Variants p.Gly508CysfsTer5, p.Thr484llefsTer23 and p.Asp919GlufsTer21
were novel. p.Arg375Ter mutation was noted in five (62.5%), p.Thr484llefsTer23 - in two
(25%) families. These variants accounted for 50 and 12.5% of all mutant alleles, respectively.
The rest of the mutations were noted in isolated cases.

Conclusion. Pathogenic GNPTAB mutation spectrum in ML II/lll A/B patients in Belarus
was determined. Three variants previously not described in ML II/Ill patients have been
identified: p.Gly508CysfsTer5, p.Thr484llefsTer23, and p.Asp919GlufsTer21. The most
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prevalent GNPTAB mutations in Belarus were p.Arg375Ter and p.Thr484llefsTer23, which
account for 50 and 12.5% of mutant alleles, respectively.
Keywords: mucolipidoses II/Ill alpha/beta, GNPTAB, lysosomal storage disorders

B BBEJAEHWE

Mykonunugo3sbl Il v Il anbda/6eta (M1 11A/B, M1 lIA/B) - pepkue 3aboneBaHua ¢
ayTOCOMHO-peLiecCBHbIM TUMOM Hac/efoBaHMA W3 TPYMnbl IM30COMHbIX 6onesHen
HaKonJeHus.

MNepsble cumnTombl MJT1IA/B MOryT NpuCyTCTBOBaTb MPY POXKAEHUN WX JaXKe B aHTe-
HaTaslbHOM nepuoge. KnnHnyeckue nposBneHusa y nnopa HecneunduuHbl: 3afepxKa
pOCTa, yKOpoUueHMe ASIMHHBIX TPYOUaTbiX KOCTEN, PU3OMenmns, MUKPOMENNA, Nepesiombl,
MasioBogune, MHOroBogme, BogaHka nnoga [1]. B neprnon HOBOPOXKAEHHOCTU OTMevatoT
CHVXKEeHMe MacCbl 1 ANUHbI Tefla NPY POXKAEHUN, YTOJLLEHHYIO KOXKY, NJIOCKOe Lo, Men-
Kue rnasHuubl, cefyioBUAHOE NepeHocbe, AedopmaLmmn rpyaHON KNeTKN 1 ATIMHHBIX TPY6-
yaTbIX KOCTel, BbIBUX B Ta306eApeHHbIX CyCTaBax, KOCOMAMNOCTb, MePeNIoMbl, OrpaHUYeHMe
NOABMXHOCTM B KPYMHbIX cycTaBax [2]. [To3)Ke oTMeualoT BbipaxeHHYI0 3afiepKKy pocTa
N NCYXOMOTOPHOIO PasBUTUA, FpyOble YepTbl NMLa, rMMAEPTPOdU0 AeCeH, NaTONOrMIo
K/larnaHHoro annapara cepfua, KOHTPaKTYpbl KPYMHbIX CYCTaBOB, Fpbixu. 3abonesaHue
MMeeT nporpeccupyollee TeYeHre 1 NPUBOAUT K CMEPTM MaLMEHTOB MaBHbIM 06pa3om
BC/IEACTBME TAXKENIOO NOpPaKeHNA BPOHXONEroYHoN 1 cepaeyHoO-cocyancTon cuctem [3].

MJT 1IA/B maHndecTnpyeT ualle Ha BTOPOM rofly M XapakKTepusyeTcsa 3afepKomn
pocCTa, KOTOpasA CTaHOBUTCA OYEBMAHON K CTapLUeMy AOLIKOSIbHOMY — MIaALeMy LKOJb-
HOMy BO3pacTy, TYronoABMKHOCTbIO 1 601blo B CycTaBax, fedopmaLimeit MO3BOHOUYHNKA,
0CTEONOPO30M, MOCTENEHHbIM OrpybneHnem YepT NULLA, MOMYTHEHWEM POFOBUILIbI, YaCTbl-
MU UHOEKUMAMUN BEPXHUX [bIXaTeNbHbIX MyTer, pPeuuanBupylowmmM OCTPbIM CpeaqHUM
oTuToM [2]. BoBneueHue KianaHoB cepALia MPOABAAETCA aOPTallbHOWM HE[OCTaTOYHOCTbIO,
pexe cTeHo30M [4]. YMCTBEHHOE pa3BUTME NaLVeHTOB 0ObIYHO He CTPaaaeT, 3aboneBaHne
nporpeccrpyeT MeasIeHHO, MPOTrHO3 /s XN3HU 6naronpuATHbIN [2-4].

HekoTopble aBTOpbI BbIAENAIOT TakXKe NPOoMeXXyTouHbli peHoTun — MITII/IIA/B [2].

BrnepBble mykonununao3bl 66111 onucaHbl Leroy n DeMars B 1967 r. [5]. ABTOpbI Habnto-
[anv aByx naumeHToB ¢ deHoTUMom cmHapoma Nypnep, y KOTopbix, 0HaKO, OTCYyTCTBOBasa
rMNepaKCKpeLma rMmuKo3aMUHOTIMKAaHOB C MOYOW U CUMNTOMbI 3a60neBaHNA NOABUIUCH
B 60nee paHHeM Bo3pacTe. B dpubpobnactax 3Tvx naumeHToB npu $pa3oBO-KOHTPACTHON
MUKPOCKOMMUU 6biNN BbISIBNEHbI MNOTHbIE TEMHbIE MPaHYNAPHbIE BKIOUEHMUS, KOTOpble
3aMnonNHANY NPaKTUYeCKN BCIO LMTOMNIa3My KNneToK. Leroy Ha3Ban KneTku € Takumm rpa-
Hynamu «inclusion cells» — «kneTky ¢ BKNIOYEHUAMU», COKpaLLeHHO «l-cells», n 3abonea-
HVe COOTBETCTBEHHO MOMYYMNIO Ha3BaHUe «bone3Hb KNeTOK C BKoUueHuamm» nnu «l-cell
disease» [6]. Takne e KNeTkn 06HaAPYKUIM Y NaUMEHTOB C APYroi NaTonornemn — nces-
pno-Typnep nonvaguctpoduen [3]. XapakTepHble LMTOMIa3MaTMYECKNe BKIIOYEHMA Obinn
obHapy»keHbl He Tonbko B ¢ubpobnactax, HoO 1 B NMMdoLMTaX, U B KIETKaX KOCTHOrO
mo3ra. [py aneKTPOHHON MUKPOCKOMMWM BbIACHUNOCH, UTO 3TV BKIIOYEHUA NPeACTaBAoT
coboi HabyxLime NM30COoMbI, 3aMOJIHEHHbIE Pa3HOOOPA3HbIM MO NIOTHOCTY, TEKCTYPE 1
BMAy Matepumanom. Takme Nn30combl He Bbii OnrcaHbl HYA NPU KakUx Jpyrnx nn3ocom-
HbIX 60ne3HAX HakonneHua. MNpy BUOXMMUUECKOM UCCNefoBaHUN 6bINO NOKa3aHo, YTo
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CoflepXKMMbIM BKITIOUEHWI ABNATCA MUNUALI U KACTbIE TMKO3aMUHOTIMKaHbI, MO3TOMY
Spranger n Wiedermann B 1970 r. knaccubuumpoBany 31o 3aboneBaHue Kak MyKonvnu-
no3 |l Tuna [7]. 3To Ha3BaHMe NPOYHO 3aKPeNMNOCh 3a 3aboneBaHnem. B 1972 r. Hickman
n Neufeld oTMeTVAN, UTO AKTVBHOCTb MHOTUX JIN30COMHBIX PEPMEHTOB B KYNbTUBUPY-
embix $pnbpobdnacTax Koxkm naumeHTos c I-cell disease cHMXeHa, a B cpefie, Ha KOTOpoOW
KyNbTUBUPYIOTCA KNETKW, HanpoTMB, aHOMaslbHO BbicoKaa. Kpome Toro, mccneposate-
nn o6HapPYXuUnu, YTo NN30COMHble GepMeHTbl, KOTopble NPOoAYLMPYIOT KNeTK/ 340po-
BbIX Jlt0AeN, MOryT MPOHUKaTb B KNETKM NaLMeHTOB C MyKONMMNL030M, OfHAKO SH3UMbI,
KoTopble BblAenaloT KneTkn nauneHTos c |-cell disease, He nonagatoT B KNETKM 300POBbIX
nuy [8]. 3T HabnogeHUA NPUBENY YUYeHbIX K NPeAMNONoXKeHNIo, YTO NpU MyKonunmao-
3e Il TMna Ha NM30CoMHbIX pepmeHTax OTCYTCTBYET KakoM-TO MapKep, KOTOPbI HeOHXO-
OVM ONA TPaHCMOPTUPOBKU 3H3MMOB B NIM30COMbl. B 1977-1979 rr. 6611 ony6nvkoBa-
Hbl JaHHble B MOATBEPXAEHME 3TOW rMnoTesbl, a OTCYTCTBYIOWMM MapKepoM OKa3anca
MaHH030-6-¢pocdaT [9]. DepmeHTaTUBHLIN fedekT npu I-cell disease 6bin ycTaHOBNEH B
1981 r.. npnunHon 3aboneBaHuA okasanca gedpuumt UDP-GIcNAc 1-pocdoTpaHcdepa-
3bl (ypuamnngndocdat-N-auetnnrniokosammH-1-pocdorparHcdepasbr) [10]. ITOT 3H3UM
nepeHocut N-aueTunriokosammH-1-bocdat Ha WwecTon aTom yrnepofa ocTaTtka MaHHO-
3bl YrNEeBOAHONW YacT! MOJEKYNbl IM30COMHbIX depMeHTOB. [pu OTCYTCTBMM NN Hefo-
cTaTtouHoCT GOoCHOPUNNPOBaHUA MAHHO3bI JIM30COMHbIE TMAPONasbl He MPOHMKAT B
NM30COMbI, @ BbIAENAIOTCA U3 KNETOK U 0OHapY»KMBAIOTCA B Pa3NiMUHbIX Gronornyecknx
XMOKOCTAX, B YaCTHOCTU B Nna3me Kposu. [py 3TOM B IM30COMax HaKanamBakoTcA Hepac-
LenneHHble cybcTpaThl 3TUX GePMEHTOB, UTO U NPUBOANUT K pa3BuUTHio peHoTUNa 6051e3HK
HakonneHusA. B 1996 r. Bao n coast. yctaHoBunu, uto UDP-GIcNAc 1-dpocdoTpaHcdepasa
npepctaBnAaeT cobol rekcaMepHbIi KOMMEKC, KOTOPbIA COCTOUT M3 ABYX anbda-, ABYX
6eTa- 1 ABYX ramma-cyobeguHuy [11]. B 1998 r. Canfield u coaBT. 06Hapyunu, 4To anb-
da- n beta-cybbeauHnLbl pepmeHTa KoampyeT oauH reH [12], a B 2005 r. Tiede v coaBT.
yAanocb 3ToT reH ugeHTuduumpoBatb 1 cekBeHnposatb [13]. MyTaumm B reHe GNPTAB
6b11M 06HapyxeHbl KaK y nauuneHToB c I-cell disease, Tak u y nauneHToB ¢ ncesgo-lfypnep
nonuanctpoduein, Taknm obpasom, CTano OYEBMAHO, UTO 3TO OfiHA U Ta e MaTonorusa.
B coBpemeHHon knaccndukaumm I-cell disease nonyumna HazsaHue «MJ111A/B», a nceBpo-
lypnep nonuanctpoduto, obycnosneHHyo myTaumamu B reHe GNPTAB, ctanu o6o3Hauatb
Kak «mykonmnugos Il anbda/6eta» (MJ1111A/B). 3aboneBaHue, peHOTUNNYECKN HEOTNUU-
Moe oT ncesao-Typnep nonuanctpodum, Ho obycnosneHHoe myTaumamu B reHe GNPTG,
KoTopbIl kogupyeT ramma-cybbeanHmyy UDP-GIcNAc 1-docdoTpaHcdepasbl, HazBanu
«mykonunupaos lll ramma» [14].

B LIE/Ib NCCNEJOBAHUA
YctaHoBuUTb cnekTp myTaumin B reHe GNPTAB y nauuenTtos ¢ MJ1 IIA/B un 1lIA/B
B Pecnybnuke benapycsb.

B MATEPWAJIbl U METObI

B nccnepyemyto rpynny BknoueHbl 8 cemelt, umerowmx pebeHka ¢ noaTBepKaeHHbIM
anarHosom «MJ1 IIA/B unu MJT LIA/B» (naTb npo6aHAoB: ABOE — XEHCKOro nosna, Tpoe —
MY>KCKOTO, OfIHHaAuaTb poauTenen U AeBATb 3[0POBbIX cM6COB). Y ABYX NpobaHaoB
ouyeBMAHbIe KNUHUYECKMe nposasneHna 3aboneBaHua 6bv OGHapYyXKeHbl NpU poxae-
HWUW, y YeTblpex — Ha BTOPOM rofy »W3HW, Y OAHON NauNeHTKM y3HaBaeMmblli GbeHoTMN
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chopmrpoBanca K Bo3pacTy Tpex C MOSIOBUHOM NeT. B ogHOM cnyyae npu3HaKku nNaToso-
ruu 6binn oTMeueHbl y nnofa B 20 Hepenb 6epemeHHocTU. MNogpobHoe onvcaHue peHoTu-
na nauMeHToB NPeACTaBAEHO B HALWMX PaboTax, MOCBALLEHHbIX OMMCAHWUIO KIMHUYECKUX
cnyyaes [15-18]. B cemn cembax gnarHo3 Obin YCTaHOBNEH Ha OCHOBaHWW Pe3ynbTaToB
nccnefoBaHMA akKTMBHOCTU JIM30COMHbIX GepMeHTOB (6eTa-ranakrosngasbl, anbda-maH-
Ho3mpasbl, anbda-pykosmgasbl, apwncynbdatasbl A, obuweinn 6GeTa-rekcozammHKaasbl,
6eTa-rnioKypoHuaassl, WwenoyHon docdarasbl, kucnon docdatasbl) B nname Kposu u, B
HeKkoTopbIx cyyasx [15], B KynbType ¢prnbpobnacToB KOXM NaLMEHTOB, Kak onrcaHo lycu-
How H.B. n LlykepmaHom [J1. [19]. B cembe ¢ npeHaTanbHoln maHudecTtaumeln 3abonesa-
Hue 6bINo ANAarHOCTVPOBAHO Ha OCHOBAHWUW Pe3yNbTaToB MOJIEKYIAPHO-TeHETUYECKOro
nccnepoBaHuaA [16]. Cemb HabnogeHui 6binn KnaccnduumposaHbl Kak MJ1 [IA/B, ogHo —
kak MJ1 llIA/B. Pogutenn natu npo6aHAoB B AasibHelemM HeOAHOKpPaTHO obpallanncb
3a NpoBefeHNeM fOPOAOBON ANArHOCTMKI. B 06LWLe CIOXHOCTM Bbinn NpoBeAeHbl OQHO
MOJIEKYNIAPHO-TEHEeTMYECKoe 1 AeCATb OMOXUMMYECKUX MpeHaTasbHbIX MccnefoBaHui
ana 10 nnogos. B aByx cnyyasax 6bin guarHoctuposaH MJT IIA/B n 6epemeHHOCTY Gbinu
npepBaHbl, OCTabHble 3aBEPLINNCL POXKAEHVEM 3[0POBbIX AETEN.

Mounck myTtauun B reHe GNPTAB B onucaHHoOW rpynne nauneHTOB NpoBedeH MeTo-
[IOM MPAMOro CEKBEHWPOBAHMA Ha aBTOMaTMyeckom aHanusatope ABI 3500 (Applied
Biosystes). AMnnnduKaLma 3K30HOB reHa NPOBOAMNACL C MOMOLLbIO ONIMFOHYKNEeoTUA-
HbIX Npanmepos, npeanoxeHHbix Cury n coasT. [20]. B KauecTBe maTepmnana gna mccie-
[loBaHWA ncnonb3osanu obpasubl [JHK, BblgeneHHble 13 eNKOLMTOB METOAOM CONIeBOM
3KCTpakuum [21]. B ogHOM ceMbe 6bif0 NPOBEAEHO BbICOKOMPOU3BOAMTENIbHOE CEKBE-
HupoBaHue Ha npnbope NextSeq500 (lllumina Inc., San Diego, CA, USA) c npuMeHeHnem
naHenu TruSight Inherited Disease, Illumina [16]. Hannumne BbiaBNEHHbIX BapUaHTOB 6b110
NoATBEPXKAEHO CEKBEHUPOBaHUeM no CaHrepy.

B PE3YJNIbTATbl U OBCYXOAEHNE

B pe3ynbTaTe npoBefeHHOro UcciefoBaHMA B CEMbAX MNaLMEHTOB BbIABNEHO 7 MaTo-
reHHbix MyTauuii: p.Ser399Phe (GNPTAB(NM_024312.5):c.1196C>T, rs281865026)
n p.Arg375Ter (GNPTAB(NM_024312.5):c.1123C>T, rs397507447) - B 10-M 3K30He,
p.Gly508CysfsTer5  (GNPTAB(NM_024312.5):c.1503_1521dup) wu  p.Thr484llefsTer23
(GNPTAB(NM_024312.5):c.1450_1451insT) - B 12-m 3K30He, p.Ser738Ter
(GNPTAB(NM_024312.5):c.2213C>A, rs1298654156) — B 13-M 3K30He, p.Asp919GlufsTer21
(GNPTAB(NM_024312.5):c.2757_2758del, rs757574720) — B 14-m 3K30He, p.Arg1189Ter
(GNPTAB(NM_024312.5):c.3565C>T, rs137852897) — B 19-m s3k30He reHa GNPTAB. Bapunah-
bl p.Gly508CysfsTer5, p.Thr484llefsTer23 n p.Asp919GlufsTer21 onucaHol Hamm y nu, ¢ MJ1
IIA/B n MJ111IA/B Bnepsble [16, 17]. WecTb u3 cemn (85,7%) myTtaumi (85,7% Bcex MyTaHT-
HbIX annenen) ABNANMCL BapuaHTamu € yTpaTon GyHKLMM reHa BCneAcTBue obpa3oBaHuA
npexaeBpeMeHHOro CTon-KofoHa: 6bi10 3apernctTprpoBaHo 3 (42,9%, 62,5% Bcex nato-
reHHbIX annenen) HoHceHC-MyTauum 1 3 (42,9%, 25% Bcex MyTaHTHbIX annenen) BapuaHTa
CO CABUIOM PaMKM cunTbiBaHuA. MncceHc-myTauma 6bina obHapy»eHa TONbKO B OHOM
annene. BapuaHTt p.Arg375Ter oka3anca Hanbonee pacnpoCcTpaHEHHbIM NOBPEXKAEHNEM
reHa GNPTAB B benapycu: ero gona ot Bcex MyTaHTHbIX annenewn reHa coctasuna 50%.
Hocutenbctso mytaumm p.Arg375Ter otmeueHo B 5 (62,5%) cembax. B 3 cembsax (37,5%)
pa3suTme 3aboneBaHnA 6bi10 06YCNOBNEHO HanMuMem 3TOM MyTauMu B FOMO3UTOTHOM
COCTOAHUN, elle B 2 CeMbAX NPUYMHON BONe3HN CTano KOMNayHAHOEe reTepo3nroTHoe
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HocuTenbcTBo p.Arg375Ter B coueTaHunn ¢ myTaumen p.Ser399Phe un p.Gly508CysfsTer5.
MyTaumsa p.Thr484llefsTer23 — BTopoe yactoe nospexgeHue reHa GNPTAB B benapycu:
ee [onA OT BCEX MYTaHTHbIX annenen reHa coctasuna 12,5%. HocutenbctBo 1ol MyTa-
LW BbIABNEHO B IBYX CEMbAX: B OQHOI CEMbe BTOPOW MaTOreHHbIV annienb He Obin ycTa-
HOBJIEH, BO BTOPOW CeMbe BO3HMKHOBEHMe 3aboneBaHnaA 6b110 CBA3aHO C KOMNayHAHbIM
reTepo3nroTHbIM HoCcUTeNbCcTBOM MyTauuu p.Thr484llefsTer23 n p.Ser738Ter. Pesynbrathl

nccnepoBaHmA reHa GNPTAB B o6cnefjoBaHHbIX CeMbAX NPeACTaBeHbl B Tabnuue.

HeKkoTopblie KNMHUYECKNE 1 MOJIEKYNAPHO-TeHeTNYeCKNe XapaKTepuCcTUKN o6cneoBaHHbIX cemeli
Some clinical and molecular genetic characteristics of the families surveyed

MpeHa-
Net 0O6cnepoBaHbl, Mon? }:!,ma-3 Bospacr* TanbHasn leHoTun npo- T yr—
n=26 rHO3 ANarHo- 6aHpa
cTuKa
O6a pogutens, . p.Arg375Ter/p. | Oten p.Arg375Ter/N
! npobaHa M MITIIA/B | 9 Aren Her Arg375Ter Matb p.Arg375Ter/N
Orey p.Arg375Ter/N
Oggep:%msgz’x 1roa Buoxmmn- Arg375Ter/ Matb p.Arg375Ter/N
2 |ABOEsAOP M MIIAB |10meca- | uveckan— | o719 P | cubc 1 NN
cnbCoB npo- Arg375Ter
6arna ues 2 pasa Cnébe 2
p.Arg375Ter/N
O6a pogutens, 3rona [ Orteu p.Ser399Phe/N
3 npo6aHa, ABoe x MAIA/B | 6 mecs- yeckas — p.Ser399Phe/p. | Matb p.Arg375Ter/N
30POBbIX . 3 paza Arg375Ter Cunbe 1 N/N
cn6cos H P Cunbe 2 N/N
Orey p.S738Ter/N
Martb p.Thr484llefs
O6a pogutens, Ter62 3N
TPOE 33OPOBbIX Buoxumn- | p.S738Ter/p. Cnbe 1
4 MBCOR NDO- x MITIIA/B | 14 gHen | yeckas — Thr484llefs p.S738Ter/N
6anna P 2 pasa Ter23 Cnbe 2 p.Thra84llefs
A Ter23/N
Cnbe 3 p.Thr484llefs
Ter23/N
p.Arg375Ter/p.
5 |MpobaHg M MITIIA/B | 1rop Her Gly508CysfsTers HeT paHHbIX
Matb, oguH 1rop Broxumn- Matb p.Thr484llefs
6 |3p0poBbLIN CMOC | M MITIIA/B | 6 meca- | yeckas — .'?;2;?4"&5 Ter23/N
npobaHaa Les 2 pasa ’ Cunbe 1 N/?
1rop p.Arg375Ter/p.
7 | MNpobaHa M MI11A/B 4 mecsua Het Arg375Ter HeT paHHbIX
Broxumu-
0O6a pogutens, yeckas + Martb p.Asp919Glufs
24 Hepe- Asp919
g |TPOOMAOMN |y e | onekynap- | BB | Ter2I/N
3/10pOBbIN NoNy- i HO-TeHeTu- |\ 1 189Terp. Oreu p.Arg1189Ter/N
cnbe npobaHaa H yeckas — 9 Monycnbe N/N
1 pa3

MpumeyaHus: ' Homep cemby; 2 Mon NpobaHAa (M — MYXKCKOW, X — XeHCKMI); 3 anarHo3 y npobaHaa; * Bo3pacT npobaHaa Ha
MOMEHT YCTaHOBJIEHWA AnarHosa.

leH GNPTAB KapTupoBaH Ha 12-11 xpomocome B noKyce 12q23.2, coctout 13 21 3K30-
Ha 1 MMmeeT NpoTAXKeHHOCTb 85 000 nap ocHoBaHWi. B cTpykType anbda- 1 6eta-cy6nb-
eamHuy UDP-GIcNAc 1-dpocdoTpaHcdepasbl, KOTopble KOAUPYET STOT reH, BblAensoT
3 [OMeHa, pa3feNieHHbIX Tak Ha3blBaeMbIMy CrerncepHbiMU permoHamu: Stealth-nomeH,
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obnagatowmin pepmeHTaTUBHON akTMBHOCTbIO, Notch-nosTopbl 1 DMAP-gomeH, oTBeT-
CTBEHHbIE 3a pacrno3HaBaHne GpepMeHTOM NIN30COMHbIX rugponas [22]. B 2019 r. Velho n
COaBT. cymmnpoBanu ceegeHusa o 258 mytaumax B8 GNPTAB, BbiaBneHHbIX y 459 nauuneH-
ToB ¢ MJT1IA/B n MJT 11IIA/B 13 38 cTpaH CeepHolt u lOxHon Amepuku, EBponbl, AbpuKy,
A3un, AscTpanun n Hosow 3enaHanu, 1 OTMETUAN, YTO AOMUHUPYIOLUM TUMOM MyTaLnii B
reHe GNPTAB saBnatoTcA BapnaHTbl CO CABMIOM PaMKM cUnTbiBaHUA — 39%, fanee cnegytot
3aMeHbl aMNUHOKMNCAOT (26%), HOHCeHC-MyTaumn (23%), myTaumm cnnancuHra (9%), pene-
uuwn/gynavkaumn/viHcepumn/geneunn-nHcepummn (3%) [231. B Poccun Ha gonio myTaumin
CO CABUIOM paMKK 1 Hanbornee pacnpoCcTpaHeHHbIX HOHCEHC-BapPMaHTOB NPUXOAMTCA MO
39,6% MyTaHTHbIX annenen COOTBETCTBEHHO, Apyrme efuHNYHbIE MUCCEHC- U HOHCEHC-
MyTauum coctasnaioT 11,6% natoreHHbix annenein [4]. CnekTpbl MmyTauui B reHe GNPTAB B
benapycun n Poccun npepcraBneHbl Ha pyCyHKe.

Hawwn cobcTBeHHble HabnogeHUa u pesynbTaTbl MCCefOBaHWA APYrUX aBTOPOB
NO3BONAIOT NPUNTM K 3aKJTIOUEHUIO, YTO B CTPYKTYpe myTauun reHa GNPTAB npesanupytot
BapriaHTbl, KOTOPble aCCOLMMPYIOTCA C 06pa3oBaHMEM NpeXAeBPEMEHHOMO CTOM-KO4OHa.
Takne MyTaLmm NPMBOAAT K CUHTE3Y YKOPOUYEHHOro NenTunaa, KOTopbln yaep»KnBaeTca B
SHAO0NMA3MaTUYECKON CeTU, MOCKONbKY NULLEH LiuTonnasmaTnyeckoro C-KoHUa, coaepa-
Lwero nocnefioBaTeNlbHOCTb, HeobXoAMMYIO ANA TpaHcnopTa 6enka B annapaT fonbaxu.
B annmapate lonba»Kn NpoOMCXOAMT MPOTEONUTUYECKaa akTMBaUUA npeflecTBeHHUKA
anbda/6eTa-cy6bbeanHNL, UYTO ABNAETCA HENPEMEHHbIM YCJIOBUEM obecneyeHna pepmeH-
TaTuBHON dyHKUMK. CnefloBaTesibHO, MyTaLMKn C YTPaTon GYyHKUMW FreHa B FOMO- 1 KOM-
nayHAHOM reTepo3nMroTHOM COCTOAAHWUM NPUBOAAT K NMOMTHON yTpaTe UK CyLeCTBEHHOMY
(meHee 10%) cHuxeHuto aktuBHocTU UDP-GIcNAC 1-dochoTpaHcdepasbl, UTo CONpoOBO-
Xpaetca pa3sutrem deHotuna MJ111A/B [23].

Camol yacTon MyTauuen Co CABUINOM pamKU CUMTbIBaHUA 1 Hanbonee pacnpocTpa-
HEeHHbIM naToreHHbim annenem reHa GNPTAB B uenom, no csegeHusm Velho n coasr,
ABNAETCA Aeneuna ABYX OCHOBaHMN B 19-m 3k30He - ¢.3503_3504del, koTopasa 6bina
naeHTudnumposaHa y 131 13 459 (28,5%) naumeHToB 13 Bcex cTpaH mupa [23]. B Poccuu
3Ta MyTaumA TakXe 3aHMMaeT nuaupytoLee nonoxeHune — 31,4% myTaHTHbIX annenei [4].

Benapycb Poccnsa
HeyCTaHOBHeHHbIe .Arg375Ter
annenu (6,3%) FSO,(?%) HeyctaHoBneHHble

annenu (9,3%) p.Arg375Ter
(18,6%)

Apyrue
efVHNYHble
annenu (31,2%)

Hpyrvne
eAVHNYHble
annenu (19,7%)

p.Ser738Ter
(21,0%)

p.3503_3504del

(31,4%)
p.Thr484llefsTer23
(12,5%)

CnekTp myTtauui B reHe GNPTAB B Benapycun n Poccun
GNPTAB mutation spectrum in Belarus and Russia
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Y Hawmx naumeHtoB annenb ¢.3503_3504del He 3apeructpupoBaH. B KOHTpOMbHON
Bbibopke Genome Aggregation Database” HocuTenbcTBO 3TOro BapmaHTa OTMEUYEHO BO
BCEX MCCNefOoBaHHbIX NONYNALMNAX, 38 UCKMIOUEHEM eBpeeB-allKeHa3n 1 xuntenen Boc-
ToyHoM A3nm c yactoton 0,0185-0,0659%.

HocutenbctBo Hanbonee yactoii B benapycn mytaumu p.Arg375Ter B pabote Velho
W COaBT. OTMeYeHo Tonbko y 7 (1,5%) naumeHTtos. B Poccun 3to TpeTtnin yacTbin (nocne
€.3503_3504del n p.S738Ter) BapumaHT — 18,6% natoreHHbIx anneneii. lNo gaHHbIM Genome
Aggregation Database, HocMTeNnbCTBO 3TOWM MyTaLUM OTMEYEHO TOMbKO Y eBponenues
HeMHCKOro NpoucxoXxaeHma c yactotor 0,00879%. Bropoe pacnpocTpaHeHHOe NOBPeXK-
neHune reHa GNPTAB B Hawel cTpaHe — p.Thr484llefsTer23, Bnepsbie 06Hapy»KeHHOe Hamu
B AByX HEPOACTBEHHbIX CEMbAX, MPONCXOAALLNX U3 OQHOrO paioHa benapycu, He 3aperu-
CTpMpoBaHoO HMU B gnomAD exomes, HU B gnomAD genomes. Takxke He 3HaUMTCA B 3TUX
6a3ax AaHHbIX BNepBble ONUCAHHbIN HamK BapuraHT p.Gly508CysfsTer5.

MyTauwna p.S738Ter, Ha gonto KoTopon NpuxoanTca 21% naToreHHbIX annenen reHa
GNPTAB, BbifiBNeHHbIX y nauneHTos ¢ MJ111A/B n MJT11IA/B B Poccuu [4], B ob6cnepgoBaHHOM
Hamu rpynne naureHToB oOHapy»eHa TOSIbKO OAUH pa3: HoCKUTeNleM NaToreHHOoro annens
6bIn oTel, NpobaHaa, Mo HaLUMOHaNbHOCTY PYCCKUIA. B KOHTponbHoM Bbibopke Genome
Aggregation Database 3TOT BapnaHT oTMeueH Nuwwb y eBponenyes HeGprHCKOro Npounc-
xoxpAeHuna ¢ yactoton 0,000883%. MyTtauma p.S738Ter B KOMNayHAHOM reTepo3nuroTHOM
COCTOAHNN TaKXe Of4HaX bl ONncaHa y nauneHTa u3 Kutaa [24], ee yactota cpeau cnyva-
eB, paccmoTpeHHbIx Velho n coaBT., coctaBnaeT 0,2% (0,1% annenei) [23].

B ogHoOM cembe B Hallem nccnefoBaHWM BbiiBNEHa HOHCeHC-MyTaumaA p.Arg1189Ter.
DTOT BapMaHT OKa3asca BTOPbIM pacnpoCTpaHeHHbIM MyTaHTHbIM annenem reHa GNPTAB
B MUpe: ero 4yactoTa Cpegu MauneHTOB M3 pasHbiX CTpaH Mupa paBHa 9,4% (43 u3
459 nauymneHTos). Kpome Toro, p.Arg1189Ter aBnAeTca camown yacton myTaumen y nuu c MJ1
IIA/B n MJTIIIA/B B cTpaHax A3nn, B ocHoBHOM B Kopee n AnoHnn — 19,2% n 41% annenen
COOTBETCTBEHHO [25]; naeHTMdMLUMpPOBaHa OHa 1 y naumeHToB 13 ABcTpanuu, lfepmaHumy,
Wpnanann, N3panna n CLIA.

B Genome Aggregation Database HOcMTeNbCTBO 3TOrO BapuaHTa 3aperncTprupoBaHo
B MonynAuun eeponenueB HePUHCKOrO NPOUCXOXAeHNA (B ceBepo-3amafHbiX pervo-
Hax) — 0,00176%, a Takxe y xuTenen KOxkHon Azunn — 0,00327%.

BTopaamyTaums B3TON ceMbe — p.Asp919GlufsTer21 - otmeueHa B Genome Aggregation
Database y eBponeriueB HedUHCKOro nponcxoxaeHns ¢ yactoton 0,000879%. B poctyn-
HbIX HaM NCTOYHMKAxX O Hannumm 3toro sBapuanTa y nuy ¢ MJ111A/B u MJT IIIA/B He ynomu-
HaeTcA.

CoxpaHeHue OCTaTOUYHONM aKTUBHOCTU dpepMeHTa XapakTepusyeTca GopmMupoBaHuemM
meganeHHo nporpeccupytowero MJT IIIA/B. MauymeHTbl ¢ MJT 1IIA/B nmetoT xoTa 6bl ognH
annenb, obecneunBaloWnii CHTe3 GepmeHTa C aKTUBHOCTbIO He MeHee 10% OT HOpMBbI,
npefcTaBneHHbIN, Kak NpaBnno, MUCCEHC-BapUaHTOM. bonblunHcTBO (40%) 3ameH amu-
HOKMCNOT NoKanusytotca B Stealth-gomeHe, 15% mMucceHc-myTaumMin pacrnonaraioTca B
Notch-nostopax, Ha DMAP-gomeH npuxoantca 4% Takumx BapuaHToB [23]. Nopagka 38%
N3BECTHbIX MMCCEHC-MYyTaLMin CONPOBOXAAIOTCA 3HAUNTENTbHBIM CHUXXEHNEM aKTUBHOCTHN
TpaHcdepasbl B CBA3M C HAPYLLEHMAMMW BTOPUYHON CTPYKTYpPbI 6esiKa, BHYTPUKIIETOYHOrO

* 3nech v Janee NPMBOAATCA YaCcTOTbl annenen no faHHbIM gnomAD exomes.
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TpaHCMopTa MONEKYN WAN NPOTEONUTUYECKON akTUBaumeln npeawecTBeHHVKa anbda/
6eTa-cybbeanHmy [23]. 3ameHbl aMUHOKMCAOT, MPY KOTOPbIX OTMEYaeTcA OTHOCUTENIbHO
BbICOKUI ypoBeHb pe3nayanbHoii aktueHocTu UDP-GIcNAc 1-docdoTpaHcdepasbl, ngeH-
Tndunympytot yawe B Notch-nostopax n DMAP-gomeHe. B To e BpemMA 3HaumTenbHas
yacTb (60,7%) MmucceHc-myTauumii B Stealth-nomeHe o6HapyxeHa y naymentos ¢ MJT1IA/B n
accouunmpyeTtca ¢ notepel aktusHoctn gpepmenta [23]. MyTauusa p.Ser399Phe, BbiAaBneH-
Hasa Hamu y nauuneHTkn ¢ MJTIA/B, HaxoguTca B Stealth-gomeHe. OcTaTouHas akTBHOCTb
UDP-GIcNAc 1-docdoTpaHchepasbl Npy HannMumm 3Toro BapuaHta COXpaHAeTcA Ha YpoB-
He 8+2% [26], ABNAeTCA AOCTAaTOYHOW ANA NpefoTBPaALLEHUA TAXKENOoro TeyeHus 6ones-
HW. B nctouHmkax, ncnonb3osaHHbix Velho u coaBt., p.Ser399Phe obHapyxeHa y 8 n3 459
(1,7%) naumeHTOB. B KOHTPONIbHOW BbIGOPKE Genome Aggregation Database p.Ser399Phe
oTMeYeHa B nonynauun esponenues HedUHCKoro npoucxoxgeHva — 0,00264% un B
lOxHo A3un — 0,00327%.

B 3AKJTIOMEHUE

B pesynbrate npoBefeHHbIX MCCNefoBaHWIA yaanocb onpefenvTb CNeKkTp naToreH-
HbIx myTauuii B reHe GNPTAB y naumnenTtos ¢ MJT11A/B n IlIA/B B Pecnybnuke benapycb un
naeHTMPMLUMpPOBaThb TPU pPaHee He ONMMUCAHHbIX Y AL C STUMK 3ab0NeBaHNAMN BapuaHTa:
p.Gly508CysfsTer5, p.Thr484llefsTer23 n p.Asp919GlufsTer21. YcTtaHOBMEHO, UTO NpeBanu-
pylownMmn B Hawein ctpaHe AsnsAtoTcA p.Arg375Ter u p.Thr484llefsTer23, Ha ponto KoTo-
pbix npuxogutca 50% n 12,5% MyTaHTHbIX annener COOTBETCTBEHHO. Ha coBpeMeHHOM
YPOBHE pPa3BUTUA MeAVLMHCKOW reHeTKn BepudrKauma amarHosa HacneiCTBEHHOro
3aboneBaHNA C MOMOLLbIO MONEKYNAPHO-TEHETUYECKMX METOLOB ABMAETCA BaXKHEMLWNM
3Tanom AMarHOCTUKM, NOCKOSIbKY NO3BOJIAET MPOrHO3MPOBaTh TAXKECTb TEUEHUA NaToNo-
rmyeckoro npouecca, nosbiwaeT 3GPeKTUBHOCTb MEANKO-TEHETUYECKOTO KOHCYNbTUPO-
BaHWA, CO3[4aeT BO3MOXXHOCTb MPOBeAeHNA NpeHaTanbHON AMAarHOCTUKM B paHHME CPOKN
6epemeHHOCTU. BbinonHeHHan paboTa No3Bonvia oNTMMU3MPOBaTb TaKTMKY nabopaTop-
Hon anarHoctuky MJT IIA/B v IlIA/B n paclumpunTb npeactaBneHma 0 MOneKynApHoO-reHe-
TUYECKUX OCHOBAX 3TOMN MNATONOrW.
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Pesiome

Bce uale pakom MosiouHo »enesbl (PMX) 3a6o0neBaloT XeHLVHbI C Hepeann3oBaHHOM
penpoayKkTuBHou GyHKLMen. CoBpeMEHHOE XMMUOTEpaneBTUYECKOe NleyeHre obnagaet
rOHaJOTOKCUYHBIM 3$PEKTOM 1 MOXKET MPUBOANTL K CHUXKEHWIO OBapUasnibHOro pesepsa.
Ncnonb3oBaHue BCNoMoraTebHbIX PenpoayKTUBHbIX TexHonoruii (BPT) — BO3MOXHOCTb
coxpaHeHua GepTUAbHOCTM A0 Hayana XMMUOTEPANeBTUYECKOTO IeYeHUs.

lpynny mccnegosaHuAa coctaBuan 18 XeHWuH ¢ gnarHosom PMM. B 12 cnyuyaax anAa
Me[VKO-TeHETUYECKOrO KOHCYNbTUPOBaHMA MaLUMEHTKM HanpaBfieHbl A0 NpOBeAeHMA
cneumanbHOro nevyeHna (xummoTtepanua) AnA PacCMOTPEHNA BOMPOCAa O BO3MOXKHOCTHU
nposefeHuna BPT n nocnepytowein BuTpudmKaumm ANLEKNETOK UM SMOPMOHOB. Takxe
NpoBeAeHO NPEKOHLENLUMOHHOE MeANKO-TEHETMYECKOE KOHCYNbTUPOBaHUE Y 6 KEHLLMH
nocsie NPOTMBOOMYXONEBOro fieyeHnsa no nosogy PMMX. B 41,7% cnydaeB Habniogaetca
cemelnHana popma PMXK. Hn B ogHOM cnyyae HeHacneactBeHHoro PMXK He ycTaHoBneHa
MyTaumsa B reHe BRCA.

BPT npoBegeHbl B 58,3%, B 85,7% 3aBeplumnncb BUTpUPUKaLMEN ANLEKNETOK WN
ambpuroHoB. OTKa3 oT npoBefeHua BPT 6bi1 cBsi3aH Kak co ctagueint PMXK, Tak 1 C ocnox-
HEHHbIM TMHEKONOMMYEeCKUM aHaMHE30M, NPUBOAALLUM K PUCKY OCNOXKHeHWI BPT.
KnioueBble cnoBa: pak MOMIOUYHON Xesne3bl, GepTUSIbHOCTb, MEAUKO-TEHETUYECKOE KOH-
CyNnbTUPOBaHWe, BCMOMoraTesibHble penpoAyKTBHbIE TEXHONOMNK
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Abstract

More often women with unrealized reproductive function develop breast cancer (BC).
Chemotherapeutic treatment has a gonadotoxic effect and can lead to a decrease ovarian
reserve. The use of assisted reproductive technologies (ART) is the ability to preserve
fertility before starting chemotherapeutic treatment.

The study group consisted of 18 women diagnosed with BC. In 12 cases for genetic
counseling, the patients were referred before special treatment (chemotherapy) to
consider the possibility of ART and subsequent vitrification of oocytes or embryos.
Also, pre-conceptual medical and genetic counseling was carried out in 6 women after
treatment for breast cancer in remission.

ART was performed in 58.3%, and in 85.7% it was completed with vitrification of oocytes
or embryos. Refusal to perform ART was associated with both the stage of breast cancer
and a complicated gynecological history, leading to the risk of complications of ART.
Keywords: breast cancer, fertility, genetic counseling, assisted reproductive technologies

B BBEJEHWE

Pak monouHon xene3sbl (PMX) 3aHMMaeT nepBoe MecTo B CTPYKTYpPe OHKONOMMYECKOn
3aboneBaemMoCTU Cpean XKeHCKOro HaceNeHnsa Kak B M1pe, Tak 1 B Pecnybnuke benapyce.
Mo paHHbIM Globocan, B 2020 r. BbiABNeHO H6onee 2 MUAIMOHOB HOBbIX cilyyaeB PM2K,
nokasarenb 3aboneBaeMocTn coctaBmn 58,5 cniyyasa Ha 100 000 »eHCKOro HaceneHwus,
nokasarenib cMepTHocT — 17,7 cniyyas Ha 100 000 »keHckoro HaceneHus. B Pecnybnuke
benapycb aHanornyHble Nnokasatenu coctasuamn: 94,0 cnyyasa Ha 100 000 xeHcKoro Hace-
neHuA n 26,2 cnyyan Ha 100 000 XeHCKOro HacesieHMA COOTBETCTBEHHO.

Takxe B nocniefiHne rofbl 0TMeUYeHa MUPOBasA TeHAEHUUA K pocTy 3aboneBaemocT
PM? cpegun monofpbix *eHLWnH B Bo3pacTe A0 35 flieT, B KOTOPOM peannsyeTcs OCHOB-
HOW penpoayKTUBHbIA noTeHuman. Mo fAaHHbIM paga aBTOPOB, YNCNO BbiaBneHuA PMMXK
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B BO3pacTHon rpynne go 35 net coctaBndAet okono 13% [1]. B To ke BpemA oTMevaeT-
CA TeHAEHUMA K yBENMYEHMIO BO3PACcTa »KEHLUH K MOMEHTY UX nepBbix poaos [2]. OakT
«OMONOXeHMA» PMMK 1 TeHAEHLMA COBPEMEHHBIX XEHLLWH K NpeanoyTeHunto 6onee nosa-
Hero Bo3pacTta ANA peanun3aummn penpoayKTMBHON GYHKUMM NPUBENM K TOMY, YTo 6onb-
LLIOE YNCII0 XKEHLLMH K MOMEHTY BbIAAIBNEHWA paka OCTaloTCA C Hepeann3oBaHHOWN AeTOPOA-
How pyHKLmel [2].

BmecTte ¢ Tem OblnO yCTaHOBMIEHO, YTO XMMUONpenapaTbl 0651afaatoT NPAMbBIM FOHa-
JOTOKCUYHbIM 3ddekTom [2]. CTeneHb noBpexaeHna GepTubHON GYHKUMM ANYHUKOB
3aBUCUT OT peXKMMa XMMroTepanunm, 4o3bl eKapCTBEHHbIX CPEACTB U ANUTENbHOCTU NPO-
BoAuMoro neuverHna. Cpean XeHWUH penpoayKTUBHOIO BO3pacTa, KOTOpble nepeHecnn
cneumanbHoe neveHne no nosofdy PM>K, oTMeueHo CHMXeHne YacToTbl peanm3auunm geTo-
poaHon GyHKUMM Ha 67% NO CPaBHEHMIO C XeHLWKMHaMu B obulen nonynauun [2]. MNpo-
LieHT XeHLLMH, KOTOPbIM aKTyaslbHO MCMONb30BaHMe AOCTYMHbIX BAPMAHTOB COXPaHeHMA
bepTNbHOCTM K MOMEHTY Hayana cnewmanbHOro neveHus, Bapbupyet ot 2% ao 50%. Ho
TONbKO 10% U3 HUX NPeANPUHMMAIOT aKTUBHbIE LWarn g CHUXKEHUSA BEPOATHOCTY bec-
nnoaua [3].

Ycnexu B neveHnn PMXK onpenenatoT Bo3pacTaloLWmnil HTepec CO CTOPOHbI OHKOJO-
rMyeckmnx nayMeHTOK K BO3MOXHOMY COXPaHEHWIO M BOCCTAaHOBAEHWNIO penpoayKTUBHOWN
byHKUMKM ¢ nocnepytowelnt 6epemeHHoCTblO. [pryem B nocnegHune roabl Habnogaetca
TeHAEHUUA K YBENIMYEHMIO YNCa TaKnX naumneHToB. K coxaneHuio, 4OCTYN K CTaHAAPT-
HbIM PenpoOAyKTUBHbIM CTpaTernam (KpUOKOHCepBaLUsA OOLUTOB/3MOPMOHOB) ANA
OHKOJTOFMYECKMX NaUMEHTOB OC/IOKHEH M3-3a HEOOXOAUMOCTU HEOTNIOXHOIO MPOTU-
BOOMYXOJNIEBOrO fleYeHUs, pMCcKa ropMOHaNbHON CTUMYNALUM MU OTCYTCTBMA XOPOLLO
OpraHnM30BaHHOrO B3aVMOAENCTBMA MeXy BpayaM/-OHKONOramm 1 Bpayamm — akylue-
pamu-rmHeKonoramm.

Bonpoc o noteHumanbHom 6e3omacHOCTM mocnepytolweln 6epeMeHHOCTU Y nauu-
€HTOB, MONy4MBLIMX NleyeHne no nosopy PMPXK, Takke Bbi3blBaeT MHOro onaceHui.
B 2011 r. 6bin onyb6nnkoBaH meTaaHanu3 14 nccnepoBaHuii B nepuog ¢ 1970 no 2009 r.
(1244 cnyuas 6epemeHHOCTU nocne 3aBeplueHuns neveHus PMXK B cpaBHeHumn ¢ 18 145
nauveHtamun ¢ PMX 6e3 nocneayoulein 6epemeHHocT). Ha ocHoBaHWMM NpoBefeHHOro
aHanm3a Obin caenaH BbIBOA O TOM, YTO Y NaLMEHTOB, Y KOTOPbIX 6epeMeHHOCTb HacTynu-
na nocsie cneunanbHOro NPOTMBOOMYXONEBOrO NeYeHNA, PUCK CMePTUN CHUXKaNcA Ha 41%
Mo CpPaBHEHWIO C KOHTPOJNbHOW rPynMnoi. 3T ABMIeHVEe aBTOPbI Ha3Banu «3ddekTom 340-
poBon matepu» [1].

B nutepaType HeT uyeTKoro onpefeneHus MUHMMaNbHO «6e30MacHOro» MHTepBana
MeX[y OKOHYaHuem neuveHmsa PMMX n nocnepyiowlen 6epemeHHocTblo. Hanbonee 6e3o-
NacHbIMW CYMTAETCA CPOK 2-3 rofa Nocne 3aBepLueHnA NeveHna Npu HavyanbHbIX CTagnax
3aboneBaHuA. 3TOT Nnepuog 0b6ycnosneH HanbonbLLMM PUCKOM Bo3BpaTa 6onesHu [1, 4].

B HacToAwmMin momeHT B Pecnybnuke benapycb HeT pekoMeHAauUMin No COXpaHeHmo
bepTNbHOCTM C NPUMEHEHMEM COBPEMEHHbIX METOLOB BCMOMOraTenbHbIX PenpoayK-
TUBHbIX TexHonoruii (BPT) y oHKonormyeckux naumeHToB, He pa3paboTaHbl BapuaHTb
CTUMYNALNM ANYHMKOB AnA 3abopa ooumnToB y NaumneHTos ¢ PMX B 3aB1ucMMocTm oT rop-
MOHaNbHOM 3KCMPECCUnN ONyXosu.

B cBA3M C 3TMM M3yueHre BO3MOMXHOCTU COoXpaHeHna GepTUNbHOCTM C NPUMEHEHU-
€M penpofyKTUBHbIX TEXHOMOMMIA, MO3BONAIOWMNX NauneHTam 6epemeHeTb nocse nepe-
HeceHHOro neyeHva no nosody PMXK, npoBepeHme NPOCMEKTUBHbLIX WUCCNefoBaHUN
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nepnkoHUenymoHHOro Megunko-reHeTM4eCKoro KOHCynbTUpPOBaHUA ABMAKOTCA 4Ype3Bbl-
YyalnHo aKTyaJlbHbIMWN Ha CerogHAWHNN aeHb. MNoTeHumanbHble BapraHTbl COXpPaHEHNA
d)epTI/IJ'IbHOCTI/I AONKHbI pacCMaTpmBaTbCA A0 Hayanla NPOXoxAeHUA LMTOTOKCMYECKON
CUCTEMHON Tepannn.

B LIEJTb NCCJIEOOBAHUA

MNpoBepeHne aHanM3a cemMernHOro aHaMHe3a [N OLEeHKU MPOrHo3a noTomcTea npu
MeANKO-TeHETUYECKOM KOHCYNbTUpoBaHun (MIK) n oueHKn nepBoro onbiTa NpUMeHeHs
BPT y »eHLWWKMH penpoayKTMBHOIo BO3pacTa C Hepeann3oBaHHON PenpoayKTUBHON GyHK-
umen c Bnepsble BbiABNEHHbIM PMPK.

B MATEPWAJIbl U METObI

lpynny nccnegoBaHna coctaBunm 18 xeHwmH ¢ gunarHosom PMXK. B 12 cnyuasax gna
MI'K nauneHTKN HanpassieHbl 4O NPOBeAeHUs CnelnanbHOro nevyeHmsa (XmmmoTepanms)
[NA pacCMOTPEHUA BOMpPOCa O BO3MOXHOCTY npoBefieHun BPT 1 nocnegytoulen sutpu-
buKauumn anuekneTok nnn smoproHoB. Takxe NpoBedeHO NpekoHuenurnoHHoe MIK y
6 >KEHLMH nocsie NPOTMBOOMYXONEBOro NlieueHMA no nosogy PMXK B ctagun pemuccum,
npuyem y 3 13 HUX Ha 3Tane CamoCTOATENIbHO HaCTyNMBLLE GepeMeHHOCTI. Y BCeX »eH-
LWMH cOOpaH reHeanornyeckmini aHamHes, COCTaBfeHbl POAOC/OBHbIE, 3aMONHEHbI Meau-
KO-reHeTU4YeCcKne KapTbl.

B PE3YJNbTATbl U OBCYXOAEHNE

CpepHun Bo3pacT nauneHToK cocTtasun 34+5,82 roga, B rpynne noarotosku K BPT -
31+4,58 roga. OueHeH OHKONOrMyeckni cTaTyCc nauneHToOB B rpynne noarotoBku K BPT:
CTapuA 3aboneBaHus | - 6binay 3 (2 - la, 1 - Ib) naumeHTok, ctagually - 6 (3 - lIA, 3 - 1IB),
ctagua lll -y 3. Mo monekynApHo-reHeTnyeckum noagtmunam PMX naumeHTkn pacnpepe-
neHbl cnegyowmm o6pa3om: NioMrHanbHbIN A -y 2 (16,6%), niomuHanbHbi B HER2/neu
NoNIoOXNTeNbHbIN — Y 4 (33%), ntomuHanbHbii B HER2/neu otpuuatenbHbin — y 4 (33%)
W TpuUnneT-HeraTmeHbIN — Yy 2 (16,6%) naumneHToK. B 9 (75,0%) cnyyaax nauymeHTKn camm
ob6Hapyxunnu obpasoBaHue, B 3 — BO Bpema npodunakTmyeckoro ocmoTpa. B 6pake cocto-
Anun 8 (66,7%) NaLMeHTOK, B OAHOM Cly4yae 6payHble OTHOLEHNA He Obinn obopmneHbl, B
3 cnyyaax cynpyra y naumMeHToK He 6bino. Takum obpaszom, y 9 (75%) »KeHLWuH npy npo-
BefileHnn MK mMoXHO 6bino o6cy»kaaTb BUTPUMKaLMIO SMOPUOHOB, a He ANLIEKNETOK.
Y 8 (66,7%) XeHWUH bepeMeHHOCTEl B aHaMHe3e He 6bino. Y ofHOM nauneHTkn bepe-
MEHHOCTb 3aBepLunnacb CaMONpPOn3BOSbHbIM Bblkugbiwem. To ecTb B 9 (75%) cnyyasax K
MOMeHTY 3aboneBaHna PMMK penpoayKTvBHbIM noTeHUnan He 6bin peann3oBaH. Ocnox-
HEHHbI FTMHEKONOrMYeCKNin aHaMHe3 OTMeYeH y 4 nauneHToK (SHAOMETPUO3 ANYHNKOB,
CMHAPOM NOJIMKMNCTO3HbIX ANYHUKOB, MONMMO3 SHAOMETPUA, rngpocanbnukc). Cpeam sKkc-
TpareHUTasbHOW NaToONOrM YCTaHOBIEHbI: XpOHMYecKnin nuenoHedpuT (1), ncopmas (1),
HapyLleHue xmnpoBoro obmeHa (1), TMpeoTokcrKkos (1). HM ogHO 13 yKa3aHHbIX COCTOAHMWN
He ABNANOCb NPOTUBOMOKa3aHuem K BPT.

PM? B pogocnoBHOM yKa3aH B 5 (41,7%) ceMbAX, BCEro nNopaeHHbIX BMecTe C Npo-
6aHOoM oKa3anocb 14 uyenoBek. Bo Bcex cnyvasx Tvn nepepaun Mo pPoAOCTIOBHOM
COOTBETCTBOBAN ayTOCOMHO-AOMMHAHTHOMY. B 3 cnyuyasax nepepaya 6bina no matepuH-
CKOWM NMHUK, B 2 — NO OTLOBCKOW. M3 5 cemen TecTmpoBaHue Ha myTauuio B reHe BRCA
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nposeaeHo y 4, B 2 (50%) cnyyasax TeCT oKasasnca nonoxuTenbHboiM. A3 7 HabnogeHun
HecemeliHon popmbl PMXK TecTmpoBaHme Ha HOCMTENbCTBO MyTauuu B reHe BRCA npose-
[IeHO y BCeX NaLUeHTOK, He Bbifo NoyYeHO HU OAHOrO MONOKUTENbHOIO pe3ynbTaTa. M3
12 popocnoBHbIX B 7 (58,3%) 6bl1v yCTaHOBIIEHbI fpyrime oHKonornyeckme sabonesaHus
B cembe. Bcero 3aboneBlumnx nHbIMmM Gopmamm paka okasanocb 10 uenoBek: 7 My>KUuH U
3 XeHLUMHbI. Y XeHLUH YCTaHOBNEH PaK TONCTOro KMLWeYHMKA (2) 1 pak nogaxenygouHom
Xenesbl (1); y My>XUUH — paK nierkoro (2), pak xenygka (2), pak npocratbl (2), nenkos (1).

MNpun npoBeAeHNN KOHCYNbTUPOBAHNA OTHOCUTENbHO Nporpamm BPT 3 (25%) cembam
6blfI0 OTKA3aHO B CBA3W CO cTagueln 3aboneBanus (2) n rmgpocanbnuHkcom (1). Ewe B 2
(16,7%) cnyuanx nayneHTbl OTKaszanucb camn. B 7 (58,3%) cnyuaax nposefeHa npoueaypa
BPT. Bo Bcex ciiyyaax nHAYKUMA OBYNALMN BbINOSHANACh neTpa3onom/pemapoii, roHan,
LeTpuH no cxeme. OfHa NaUMeHTKa CHATa C NPOTOKoNa B CBA3U ¢ 3aboneBaHnem COVID-19.
B 6 cembsax npoTokon 6bin 3aBepLueH. ¥ 1 naunmeHTKN 37 feT BbINOMIHEHbI ABa NPOTOKONA,
O[HaKO HWN OAHOW 3peniol ANLEeKNeTKN noslyyeHo He 6b110. Cpok npoBeaeHus BPT y Hee
coctaBun 37 gHeln. Y oCTanbHbIX NAaUMEHTOK CPOK CTMMYNALMK cocTaBun 11,2+2,16 gHs,
konmyectBo donnukynos — 10,4+2,51, aiueknetok — 9,0+2,91. [inA 2 KeHWWH npoBeje-
Ha BUTpUdUKaLma no 6 ooumnTos. B 3 cemMbsax 6bIIM KPUOKOHCEPBUPOBAHbI SMOPUOHDI.
Bcero Konuuectso NonyyeHHbIX SMOPUOHOB cocTaBuno 4,7 (2-7), noaseprancb BUTpndbu-
Kauum — 3,7 (2-7).

B 3AKJTIOMEHUE

Y MoniofbIX KEeHLUUH C BNepBble ycTaHoBIeHHbIM PMPK, BKIOUEHHbIX B UCCNefoBaHue,
HeCMoTpA Ha To, UTO GONbLUMHCTBO U3 HUX COCTOAT B Bpake, K MOMeHTY 3aboneBaHuA
penpoaykTuBHasa GyHKLMA He Obina peannsoBaHa. B 41,7% cnyuaes HabnofgaeTca cemen-
Hasa dopma PMX. Hn B ogHOM criyyae HeHacnefctBeHHoro PMXK He ycTaHoBReHa MyTauuma
B reHe BRCA. BPT npoBegeHbl B 58,3%, B 85,7% 3aBeplunnncb BUTpudmrKaumnen amnueke-
TOK 1nm ambpuoHoB. OTKa3s oT npoBeaeHnaA BPT 6bin cBsizaH co ctagmen PMXK, a Takxke ¢
OCJIOXKHEHHbIM F'MHEKOSIOrMYeCKUM aHaMHe30M, MPUBOAALLMM K PUCKY OCNOXKHeHW BPT.
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Pesiome

AHOManuun LeHTpanbHoM HepsBHow cuctembl (LIHC) aBnawoTcA yactom natonoruen,
OMarHOCTMPYeMOW MPU CKPUHWHIOBOM MpeHaTaibHOM YNbTPa3ByKOBOM MCCeqoBaHWM
(Y3W). MarHuTHO-pe3oHaHcHasa Tomorpadus (MPT) nnoga — 3To HEMHBA3MBHbIN Ge3onac-
Hbl BbICOKOKOHTPACTHbIA METOA, MO3BOAALWMIA YNYULWNTb ANAarHOCTUKY nopokos LIHC
y nnoga.

Llenb. Onpegenutsb anarHoctnyeckyo 3¢pekTMBHOCTL NpeHaTtanbHo MPT ans BbifBne-
HUA aHOMaNNin KOHEYHOro MO3ra.

Pesynbratbl. [lpuBeseH aHanus pesynstatos 21 HabnogeHuA. Mo faHHbIM NpeHaTanbHo-
ro Y31 gnarHoctmpoBaHbl 14 ciiyyaeB C aHOManvAMm pa3BUTMA MO30INCTOrO Tena, 4 — ¢
nobapHol rononpo3saHuedanunen, 2 — ¢ areHesneln NONOCTV NPO3PAYHON NEPEropoaKM,
1 - c 06beMHbIM 06pa3oBaHVEM NONOCTU JIEBOTO XenyAouKa. Pe3ynbraTbl NpeHaTanbHoM
MPT B 57,2% cflyyaeB NO3BOAUAM NOMYYMTb AOMOSHUTENbHbIE AaHHbIe, B 9,5% Habnoge-
HUI — 6blNKn fononHeHsl, B 14,3% cnyyaes no3sonunu audpdepeHumnpoBaTtb 2 natonoruu,
y 19,0% npobaHaoB n3meHUnU Y3-auarHos.

BoiBoAbl. Y3 ABNAETCA OCHOBHbIM METOLOM NpPeHaTasibHOM ANArHOCTUKN MOPOKOB pas-
Butus LIHC. MNpeHaTtanbHaa MPT o6nagaeT KNMHUYECKON LeHHOCTbIO B KauecTse Aonos-
HUTEIbHOrO MeTofa NPW aHOManuAX KOPTUKaNbHOro Cnos, 06beMHbIX 06pa3oBaHUAX
rOfIOBHOMO MO3ra, B ANArHOCTUYECKN CIIOMHbIX CyYasX.

KnioueBble cnoBa: NMopoKM pa3BuTUA, KOHEYHbI MO3T, rofionpo3aHuedanus, Mo3onu-
CTOe Teno, NpeHaTasnbHas anarHoctrka, MPT nnoga
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Abstract

Anomalies of the central nervous system are frequent pathology diagnosed with prenatal
ultrasound examination. Prenatal MRI is a non-invasive, safe, high-contrast method that
allows you to improve the diagnosis of CNS vices in the fetus.

Purpose. Value of adding magnetic resonance imaging of the fetal brain to antenatal
ultrasound in the diagnosis of fetal forebrain anomalies.

Result. Analysis of twenty-one cases. We diagnosed various CNS anomalies including
fourteen cases with corpus callosum malformation, four cases of holoprosencephaly, two
cases with agenesis of septum pellucidum 1 case of astrocytoma. MRI diagnosis confirmed
the ultrasound finding, without additional information in 57.2% (12/21) cases, added an
extra finding in 9.5% (2/21) cases, differentiated between 2 pathologies in 14.3% (3/21)
cases, and changed the diagnosis in 19.0% (4/21) cases.

Conclusion. Ultrasound is the gold standard imaging modality for anomaly of central
nervous system. Prenatal MRI may be particularly useful for anomalies involving cerebral
structures that are not easily identifiable by ultrasound: cortical malformation, tumor of
brain or in complicated cases with unclear diagnosis.

Keywords: congenital malformation, forebrain, holoprosencephaly, corpus callosum,
prenatal diagnostics, fetal MRI

B BBEJAEHWE

Mopokun ueHTpanbHon HepBHON cuctembl (LIHC) 3aHMMaloT ogHy M3 NMAUPYIOLWMX
No31LUNIA B CTPYKTYpPE BPOXAEHHOWN NaTONOrMm 1 NpefcTaBnAoT coboi cepbesHyio coLu-
anbHyIo 1 3KOHOMMYeCcKyto npobnemy. MHorne aHomanuu LIHC coBMeCTUMBI C »KNU3HbIO,
HO TpeO6YIoT YacTbIX U ANUTENbHbIX FOCAMTaNN3aUKnii, BNEKYT BbICOK/E 3aTpaThl Ha 34pa-
BOOXPaHeHNe 1 coumarbHble BbinaThl. B Pecnybnuke benapycb nonynaumoHHasa yacto-
Ta BPOXAeHHbIX nopokos pa3sutusa (BMP) LHC coctasnsaet 3,0 Ha 10 000 HOBOPOXAEH-
HbIx [1].

Mo paHHbIM Benopycckoro pernctpa BIMP, B 67,7% cnyyaes aHomanun pa3sutua LIHC
BblABNATCA Npu Y3U nnopa B Cpoku Jo 22 Hepenb rectalmuy, YTo NO3BOMAET NPOBOAMUTD
NpeBeHTUBHblE MEPOMNPUATAA MO POXAEHUIO IeTel C TAXKeNOoN HeKypabenbHoM naTono-
rveii [1]. BMP ronosHoro mo3ra, obycnioBfieHHble HapyLeHnem ¢opMUpPOBaHMA HEPBHOM
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Mcnonb3oBaHre npeHaTanbHON MarHUTHO-Pe30HaHCHON Tomorpadu
1 B ANArHOCTVIKE aHOMasIMI Pa3BUTUA CTPYKTYP KOHEYHOro Mo3ra

TpyOKn (aHaHUedanua, KpaHMopaxmcxus, sHUedano- n MUenoMeHUHrouene), Taxenble
dbopmbl MOPOKOB Npo33HLedhanmueckoi rpynnbl GopmmupyoTcsa Ha bonee paHHWX CTagu-
AX ambpuroreHesa 1 B 93-96% cnyyaes AMarHOCTUPYOTCA B 1-2-M TpumecTpax bepemeH-
HOCTW.

HapyLweHue npo3aHuedanmyeckoro pa3BuTna Ha paHHKX 3Tanax smbproreHesa npu-
BOAUT K GOPMUPOBAHUIO CMEKTPA MOPOKOB KOHEYHOro Mo3ra (Taén. 1).

Anpo3s-/atenaHuedanma obycnosnmBaeT BHyTpuyTpo6Hyto rmbenb nnoga nmbo npu-
BOAUT K POXIEHUIO HEXM3HecnocobHoro pebeHkKa.

HoBopoxAeHHbIA ¢ anobapHol MM cemmnnobapHON rononpo3ssHuedanuen Takxe
nmeeT HebNaronpUATHLIN BUTaNbHbIA NPOrHO3, Kak NPaBWIIo, C NeTasibHbIM NCXOLOM Ha
1-m rogly *u13Hwu. B cnyuasx c nobapHoi rononpo3ssHuedanven NpoaoIKUTENbHOCTb XN3-
HW feTell He orpaHMyYeHa, Ho BCE OHWN MMEIOT 3aflePXKKY UHTENNEKTYaNlbHOro Pa3BUTUA U
HeBponornyeckme HapyLeHus.

MauneHTbl C aHOMaNMAMN Pa3BUTUA CTPYKTYP CPefHEeN IMHUN KOHEYHOTo MOo3ra nme-
0T WUPOKNI GEHOTUMNNYECKNI CNEKTP OT TAXKEIOM YMCTBEHHOW OTCTanocT! C HEBPOO-
rMYecKrMMN HapyLIeHUAMY NPU CENTOONTUYECKON AMUCNNa3umM A0 OTCYTCTBUA NaTonoru-
YeCKMX NPOABMEHUN MPW areHe3nn NoNocTy NPo3payHol neperopoaknu. KnuHmnueckumn
deHoTMN 06yCcNOBNEH 3TUONOMMYECKMU NPpUYMHamMK 3aboneBaHus.

Y3/ ABnAeTcA OCHOBHbIM CKPWMHWHIOBbIM METOAOM BU3yanu3auumu, NO3BOAAIOWNM
anarHoctmpoBsatb 6onbwmnHcTeo BIMP LIHCy nnopa [2]. YcTaHOBREHbI ONTUManbHble CPOKM

Ta6bnuua 1
Mopoku KoHeuHoro Mo3ra, GopmMupyioLecs Ha pa3HbIX 3Tanax SM6puoreHesa
Stan NMopoK ronoBHOro mosra
Anpo3sHuedanus

DopMUpoBaHNE KOHEYHOTO MO3ra
AtensHuedanua

AnobapHas rononpossHuedanua

PacuienneHve KOHEUHOro Mo3ra CemunobapHas rosionposaHuedpanus
JlobapHas rononposaHuedanus
AreHe3uns MO30AKCTOro Tena

AreHe3us NofoCT1 NPO3PayYHoIi NePeropoaKm
CenToonTuyeckas gucnnasus

Pa3BuTme CTPYKTYp CpepHen nuHun

CenToonTnyeckas runotanammyeckasn gucnnasuns

Table 1
Disorders of prosencephalic development
Stage Malformation forebrain
. . Aprosencephaly
Prosencephalic formation
Atelencephaly
Alobar holoprosencephaly
Prosencephalic cleavage Semilobar holoprosencephaly

Lobar holoprosencephaly
Agenesis of corpus callosum
Agenesis of septum pellucidum
Septooptic dysplasia

Septooptic hypothalamic dysplasia

Midline prosencephalic development
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nposepeHus Y3 ana nonyyeHua nHdbopmauum o pa3sutua smoprioHa/nnofa, Kotopble
BKJIOYAIOT TP 06A3aTeNlbHbIX — B Cpokax 10-14 Hepenb, 20-24 Hepenw, 32-34 Hepenun
6epemeHHOCTU. YyBCTBUTENBHOCTL Y3-MeTofda B AuarHocTtuke BMP LUHC B pa3nuuHbix
KNUHUKax coctaBnaeT 20-97% 1 3aBUCUT OT TMMNa NaTONOrMm ronoBHoro mosra. CyuecTsy-
0T HEKOTOpble orpaHnyeHus Y3-metofa, Hanprmep, N30bITOYHAA Macca Tena y »KeHLu-
Hbl, ONIMTOrMAPOAMHNOH, CUCTEMHbIE NOPOKM. B Taknx cnyuaax npeHatanbHaa MPT nmeet
npevMyLlecTBa B BM3yanmsaumm CTPYKTyp rofIOBHOrO MO3ra 1 MOo3BONAET AeTanm3npo-
BaTb T1N nopaxeHua LLHC [3].

Mo paHHbIM Benopycckoro peructpa BIP, B Pecnybnuke benapycb ¢ 2007 no 2018 r.
3aperncTpmpoBaHo 276 npobaHaoBs ¢ rosionpo3ssHuedanmen, 576 — c aHomanuamm pas-
BUTUA MO30NMCTOro Tena. B pernameHTnpoBaHHble CPOKKM, NO3BOAAOWME NpepBaTb
6epeMeHHOCTb MO reHeTUYeCKUM NokKasaHuAM, AnarHoCTpPoBaHo 51,9% cnyvaes rosno-
npo3sHuedanuii, 33,7% — NOPOKOB pa3BUTMA Mo3onucToro Tena. CornacHo aHanusy AaH-
HbIX O BO3MOXHOCTSAX YNbTPa3BYKOBOW ANAarHOCTUKM Nopokos pa3sutua LIHC, nposepek-
Homy B 'Y PHIL «MaTb 1 gnta» 3a nepuog 2008-2017 rr., yCTaHOBSIEHO, YTO NMOPOKM C
HapyLeHnem GopmMr1pPOBaHNA KOHEYHOIO MO3ra U TAXesnble GopMbl Fononpo3aHuedanmu
(anobapHasa n cemunobapHasn) B 87-98% cnyyaes AMarHOCTUPYOTCA B 1-2-M TpUMecTpax
6epemeHHOCTY [4]. Xopolure noKasaTenm npeHaTanbHOro BblABNEHWA YKa3aHHbIX Maslb-
dopmaumii ceA3aHbl B NePBYI0 ovepelib C BbICOKOW KBanndurKkaumen n 60nbWNM onbIToM
paboTbl cneuranuctoB. OnpeeneHHble CJIOKHOCTY OCTAKTCA B OTHOLUEHUN JMarHOCTUKM
6onee nerkom ¢popmMbl rononpo3saHuedanumn (nobapHoOI) 1 aHOMaNM Pa3BUTUA MO30SIN-
cToro Tena. Takum o6pa3om, akTyasibHbIM BONPOCOM ABNAETCA COBEPLUEHCTBOBaHME Ana-
FHOCTVKM NOPOKOB Pa3BUTUA KOHEYHOrO MO3ra.

B LIEJTb NCCJIEOOBAHUA
Onpegenutb anarHoctuyeckyto 3gpdeKTMBHOCTb NpeHaTtanbHo MPT ansa BbiABneHUsA
aHOManui KOHEYHOro MO3ra.

B MATEPWAJIbl U METObI

MpocneKkTMBHbLIA aHanM3 npoBefdeH Mo pesynbraTam obcnepgoBaHusa 21 npobaHaa,
BbINONIHEHHOTO B TeueHne 2017-2021 rr. Ha 6a3e 'Y PHIL «Matb 1 guta». Kputepuamu
BKJIIOUYEHUA B FPynny NccnefoBaHnAa ABNANUCD HaMYMe aHOManuu pasBuUTUA CTPYKTYpP
KOHEYHOro Mo3ra, CPoK bepeMeHHOCTI =19 Hepenb rectaunm, HGOPMUPOBAHHOE Corna-
cve Ha nposefeHne MPT nnoga. AHanu3 aHaMHeCTUYEeCKNX AaHHbIX BK/OYa: BO3pacT
MaTepu Ha MOMEHT OCMOTpPa, CEMENHbIN aHaMHe3, aKyLLepPCKO-TMHEKONOrMYeCKnin aHaMm-
He3, aaHHble Y3U u MPT, nHdopmaumio o nocTHaTabHbIX MCCIeA0BAHMAX MOJIOBHOMO MO3-
ra, Cpok 6epeMeHHOCTU, Ha KoTopom AanarHocTnpoaH BIMP LIHC, cpok 6epeMeHHOCTU Ha
MOMEHT ee 3aBepLieHUA (npepbiBaHNEe/POAbI), pe3ynbTaTbl LUTOreHETUYECKOro, MosieKy-
NAPHO-TEHETNYECKOro NcciiefoBaHnmn.

¥Y3W npoBepaeHbl Ha annapaTtax Voluson E8 (GE) n Medison Accuvix V10 ¢ ncnonb3oBa-
HUeM TpaHCabOMMHANbHOIO U TPAHCBarMHaNbHOrO KOHBEKCHbIX AaTunkos (2,5—-9,3 MIw).

MPT ronosHoro mosra nnoga BbinosiHeHa Ha annapate Philips Ingenia 1.5T. Uccnepo-
BaHWe Mpu rectalMoOHHOM Bo3pacTte nnoga 20-22 Hegenu NPOBOAUNOCH B MONOXEHUMN
MaTepwu Ha npaBom 60Ky, B bonee No3gHMX CpoKax — B MOSIOXKeHUM Ha cnvHe. MocnepoBa-
TeNIbHOCTY ObINK NONyYeHbl NPY MOMOLLM CPE30B TONWMUHON 3 MM B TPEX OPTOrOHaNIbHbIX
NJIOCKOCTAX (aKCManbHOW, KOPOHAPHOWM U CarnTTanbHOMN).
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B cnyuvasx, 3aBepLumnBLLMXCA NpepbiBaHNEM 6epeMeHHOCTV N0 MeMNKO-TEHETUYECKM
nokasaHusAMm, BbinonHeHa natomopdonornyeckaa sepndukauma BMP LUHC. B cnyuasx,
3aBepLUMBLUNXCA poxaeHreM pebeHKa, BceM HOBOPOXeHHbIM nposeaeHbl MPT ronos-
HOro MO3ra 1 OCMOTP Bpava-reHeTuKa.

Ta6bnuua 2
XapakTepuctuka npobaHgos

Cpok 6e- " [laHHble Mmop-
cxop
pemeH- donornueckoro
[aHHble npeHa- CouyeTaHHble [aHHble npeHa- | 6epe-
Ne HOCTU = nccnepoBaHua /
TanbHoro Y3U BIMP TanbHom MPT MEHHO- .
npu Y34 s MocTHaTaJIbHOMN
(Hepenwu) MPT
BeHTpuKynomera- _ BeHTpurKynome-
1 s, IMT 20 ranus X/poxp. | Hopma
OMT - 21 OMT m/a OMT
AMT - 20 AMT m/a AMT
YoBoeHue
4 OMT eBOV NOYKN 21 OMT m/a OMT
AMT - 30 AMT x/poxp. | AMT
aAMT - 30 OMT x/poxg. | AMT
AHOManuun VACTERL: rugpoue-
Tngpouedanms, LenHoro Tngpouedanus, danua, rmnonnasus
7 OMT, runonnasus otaena no- 21 runonnasua m/a MO3XeuKa, aHoOMa-
MO3XKeuKa 3BOHOYHMKA MO3XeuKa SN NO3BOHOYHUKA,
BMNC: OAC BMNC: OAC
8 | AMT - 21 OMT m/a IMT
9 OMT, rugpouedanua | - 21 mppouedanua | m/a Tmppouedanua
10 |AMT - 20 AMT m/a AMT
1 | AMT _ 32 AMT, nuccaHue- — AMT, nuccaHueda-
danua s
12 | AMT - 21 AMT Mm/a AMT
13 |AMT - 20 AMT Mm/a AMT
AMT,
AMT, wu3sHueda- AMT, AK nesoro ! ~
14 ns?/AK? - 32 nonywapwa x/poxg. | AK neBoro nony
wapus
15 | ANMnN - 32 Annn x/poxg. | AMNMN
16 | ANMMN - 26 Kucra Mn x/poxp. | Kncra MmN
17 | Arns/Annmn? - 30 Annn x/poxg. | AMNMN
18 | ArMs2/Annn? - 23 Annn x/poxg. | AMNMN
19 |(arms - 31 nrns x/poxg. | M3
20 | arms - 21 Jirns m/a Jirns
0 O6bemHoe Ty6epo3sHblii ckne-
TCYTCTBME BU3Ya- )
MHoxe- obpasoBaHune PO3: rMraHToKNeTou-
NN3aLmm NIEBOTO Xe-
CTBEHHble B MpoeKymn Has acTpouuToMma,
21 | nypouKa, BEHTPUKY- 31 x/poxa.
pabaomuromsl NonoCTN NIEBOTO MHOXECTBEHHble
nomeranus npaBoro
cepaua 60OKOBOrO eny- pabpomunomsl
XKenygouka
ouka cepaua

Mpumeyanuns: AMT - areHe3ua mosonucrtoro Tena, IMT - gucrenesns mosonuctoro Tena, OAC — 06wt apTepuranbHblii CTBON,
ATMMN - areHe3nAa nonoctn npo3payHon neperopoaku, MMM - nonocTb Npo3payHoit neperopofku, AK — apaxHovnpanbHas Ku-
cta, JIMM3 - nobapHasa rononpo3ssHuedanua, M/a — MeAULIMHCKNIA aBOPT, X/POXA. — KUBOPOXKAEHHbIN.
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Table 2
Characteristics of the probands
A Gesta- Outcome -
N2 |Fetal US Assoqa!:ed tional age | Fetal MRI of preg- Bt BRI
anomalies Postnatal MRI
(weeks) nancy
Ventriculo- Ventriculo-
1 megaly, - 20 newborn | without pathology
megaly
DCC
2 | DCC - 21 DCC TOP DCC
3 |ACC - 20 ACC TOP ACC
Kidney DCC,

4 |bcc duplication 21 DCC Top kidney duplication
ACC - 30 ACC newborn | ACC

6 DCC - 30 DCC newborn | DCC
Hydrocephaly, | Vertebral VACTERL: hydrocephaly,
DCC, malformation, Hydrocephaly, cerebellar hypoplasia,

7 21 cerebellar TOP -
cerebellar CHD: truncus hvboplasia vertebral malformation,
hypoplasia arteriosus ypop CHD: truncus arteriosus

8 |DCC - 21 DCC TOP DCC

9 DCC, - 21 Hydrocephaly | TOP Hydrocephaly
hydrocephaly

10 |ACC - 20 DCC TOP DCC

11 |ACC - 32 A.CC’ newborn ACC’

lissencephaly lissencephaly

12 |ACC - 21 ACC TOP ACC

13 |ACC - 20 ACC TOP ACC
ACC, ACC, AC ACC

14 |schizencepha- |- 32 of the left newborn ! .

- AC of the left ventricle
ly?/AC? ventricle

15 | ASP - 32 ASP newborn | ASP

16 | ASP - 26 Cyst of SP newborn | Cyst of SP

17 | LHPE?/ASP? - 30 ASP newborn | ASP

18 | LHPE?/ASP? - 23 ASP newborn | ASP

19 |LHPE - 31 LHPE newborn | LHPE

20 |LHPE - 21 LHPE TOP LHPE
Absence
of the left Tumor in the Tuberous sclerosis

2 entrlc_le, Multiple rhab- 31 projection newbom cc_)mplex: subependymal
ventriculomeg- | domyomas of the left giant cell astrocytoma,
aly of the right ventricle multiple rhabdomyomas
ventricle

Notes: ACC - agenesis of corpus callosum, DCC - dysgenesis of corpus callosum, TOP - termination of pregnancy, CHD -
congenital heart disease, AC - arachnoid cyst, ASP - agenesis of septum pellucidum, SP - septum pellucidum, LHPE - lobar
holoprosencephaly.

B PE3YJNbTATDHI

B nccnepgosaHue 6bino BKtoveHo 21 HabnogeHue (Tabn. 2). 3To nnogbl, y KOTOPbIX MO
OaHHbIM NpeHaTanbHoro ¥3M anarHocTMpoBaHbl aHOManum KoHevyHoro mosra. CpegHui
BO3PAcCT »eHWWH cocTaBun 30 net (21-41), cpefHee 3HaYEHMe reCcTalMoHHOro Bo3pacTa
naoga Ha MOMeHT NpoBedeHua npeHaTtanbHon MPT — 25 Hepgenb.
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CneKkTp NOPOKOB KOHEYHOro Mo3ra no AaHHbiM Y3U 6bin npeacTaBneH ciegyowmm:
14 cnyyaeB C aHOManMAMN Pa3BUTUA MO3OINCTOrO Tena (7 — areHe3nsa MO30AnCToro Tena,
7 - pucreHesna mMo3onuctoro tena), 4 npobaHga ¢ nobapHon rononpo3ssHuedanuen,
2 nnofa c areHe3viei MONOCTY NPO3PaYHON neperopolky, 1 HabnogeHve C yHunaTepanb-
HOW BEHTPMKYNOMerannemn n oTCyTCcTB1eM BU3yanu3saumm NpoTMBOMONOXKHOIO natepasb-
HOro enyAouka y nnofa ¢ MHOXeCTBEHHbIMU pabgoMmomamu cepua (B cocTaBe KOM-
nnekca Ty6epo3Horo ckneposa).

B 85,7% cnyuaes (18/21) npeHaTanbHaa MPT ronosHoro mo3ra nioga 6biia BbinonHe-
Ha B AieHb Y3, B 3 ciyyasx — B TeueHue 3-7 gHel nocne coHorpadmyeckoro nccneposa-
HuA. JaHHble MPT nogTteepannu pesynbratbl Y3 6e3 gononHutenbHown nHbopmauum B
57,2% (12/21) cnyuaes, B 9,5% (2/21) HabniogeHWI oHKM 6binn gononHeHsbl, B 14,3% (3/21)
cnyyaes nossonunu guddepeHumnposatb 2 natonoruu, y 19,0% (4/21) npobaHaos n3me-
HWUNW NpefBapUTeNbHbIA ANAarHos.

Y 913 14 nnopoB C aHOMaNMAMKN PasBUTUA Mo3onmncToro Tena (puc. 1,2),y 1 n3 2 c are-
He3wueln NoNoCTy NPO3payHol Neperopodky, y 2 ns 4 c nobapHoi rononpossHuyedanunen
JaHHble npeHaTanbHon MPT cooTBeTcTBOBanu pesynbTataM npeHatanbHoro Y3W. incre-
He31A MO301CTOro Tena B O4HOM Cllyyae BXoAnna B CUMNTOMOKOMMIEKC XPOMOCOMHOIO
3aboneBaHnA — CerMeHTapHOMN (YaCTUYHOI) MOHOCOMUK KOPOTKOTO Mjleya XpOMOCOMbI 8
(p23—pter), B ogHom - B coctaB VACTERL-accoumauumn.

B 3 13 14 cnyyaeB c npeHaTanbHbIM Y3-ANarHo3om «ancreHe3rsa Mo30oancToro Tena» no
JaHHbiM MPT nopaTtBep[eHO Hanuuue BeHTpUKynomeranuw/rugpouedanmm, CTpoeHne
MO30JI1CTOrO Tejla COOTBETCTBOBAJIO reCcTaLlOHHOMY CPOKY nnofoB. Bo Bcex 3 Habnoge-
HUAX ANCreHe3ns MO30JIMCTOro Tena AMAarHOCTUPOBaHa BO 2-M TpuMecTpe 6epemMeHHo-
cTn (20-21 HepenA). Y3-AnarHocTrka CTPYKTYPHbIX HapyLLUEHUA MO30NINCTOrO Tena nMeeT
onpepeneHHble CNI0XKHOCTM, TakK KaK OLeHKa NPOBOANTCA NPENMYLLEeCTBEHHO NO KOCBEH-
HbIM MPU3HaKam: OTCYTCTBME BM3yanu3auum nosoCcTu Npo3pavyHoON NeperopoaKm, Konb-
nouedanus n gp. B Hawwnx HabnogeHMAX Hannune BeHTpUKynomeranun/rugpouedanmu
CTaNIo NPUYMHON «rMNEPANATHOCTUKIMY B OTHOLLEHMM MaSibPopMaLinii MO30INCTOrO Tena.

A B C

Puc. 1. TonoBHOI MO3r nsiofa B cpoKe rectayuu 21 Hegens. Y3-npnsHaky areHesnn Mo30INCTOro Tena
B akcnanbHoM cpese (A). MP-n3o6paxkeHus areHe3nm MO30/INCTOro Tesa B KOpoHapHom (B)

n akcnanbHom (C) cpesax

Fig. 1. Twenty-one-week fetus. Ultrasound image (axial plane) agenesis of the corpus callosum. Fetal
MRI agenesis of the corpus callosum (coronal, axial planes)
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A B C

Puc. 2. lonosHoI mo3r nnoga B cpoke rectauum 30 Hepenb. Y3-Npr3HaKku areHe3nn MO30INCTOrO Tena
B aKcmanbHom cpese (A). MP-u3o6pakeHns areHe3snm Mo30INCTOro Tena B akcuanbHom (B)

u caruttanbHom (C) cpesax

Fig. 2. Thirty-week fetus. Ultrasound image (axial plane) agenesis of the corpus callosum. Fetal MRI
agenesis of the corpus callosum (coronal, sagittal planes)

B 1 n3 14 HabniogeHun y nnogda npu nposefeHunn Y3W guarHoctupoBaHa areHesus
MO30/INCTOrO Tefla B COYEeTaHUM C aHIXOreHHbIM Obpa3oBaHMEM JIeBOro Monyllapus
nuHenHon dopmbl. Mo gaHHbIM MPT noaTBepKAeHa areHe3ns MO30/IUCTOro Tena, ycTa-
HOBJIeHa apaxHouganbHasa K1cta (puc. 3).

B 1 n3 14 HabnogeHu ¢ areHe3melr mozonuctoro Tena MPT nossonuna nonyuntb
[ONOJSTHUTENbHbIE JaHHble, CBUAETENbCTBYIOWMNE B NONb3y NUCCaHUedpanmm (puc. 4).

Y 1 13 2 nnogos no faHHbIM ¥Y3W gnarHoctupoBaHa areHe3nsa NosioCcTy Npo3padvHomn
neperopopku, no pesynsbratam MPT gmarHo3s 6bin M3MeHeH Ha KACTY NONoCTX Npo3pay-
HOW NeperopoaKu.

Y 2 13 4 nnopoB ¢ nobapHo rononpo3saHuedanmen npu Y31 onpenenanocb cnnsHme
nepegHUX poros 60KOBbIX »KeyJoUYKOB, UTO ObINO pacLieHeHOo Kak NposABneHre nobapHon

A B

Puc. 3. fonoBHoI1 mo3r nnioga B cpoke rectauum 31 Hepens. Y3-npr3Haku areHe3nyn MO30JINCTOrO Tena

1 apaxHOMAaNbHOWN KNCTbl B KOpoHapHOM (A) n akcnanbHom (B) cpesax

Fig. 3. Thirty-one-week fetus. Ultrasound image of agenesis of the corpus callosum and arachnoidal cyst
(axial, coronal planes)
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A B

Puc. 4. TonoBHoI1 MO3T NoAa B CpoKe rectayum 32 Hegenu. MP-npu3sHakmn areHe3uu MO30MUCTOrO Tena,
nuccaHuedanum B akcnanbHom (A) n carmttanbHom (B) cpesax

Fig. 4. Thirty-two-week fetus. MRI image of agenesis of the corpus callosum and lissencephaly (coronal,
sagittal planes)

rononpo3sHuedanuu. Mpn MPT oTcyTcTBOBaNu NpU3HaKM CINAHUA 60NbLLIMX NOYLUAPUWIA
rONIOBHOMO MO3ra, KOPTUKanbHbIX ManbhopmaLmiA, YTO UCKIIKOYANo rofionpo3sHuedanuio
N CBNAETeNbCTBOBANO B MOMb3Yy areHe3nmn NonocTy NPo3payvyHon neperopoaku (puc. 5).

B 1 HabnogeHnn y nnopa B cpoke 30 Heflenb rectaumm Bo Bpems Y3 yctaHoBmAM cove-
TaHHble aHOMasMK Pa3BUTUA: MHOXKECTBEHHbIe pabJoMUOMbI cepfiLia, paclupeHve NpaBo-
ro 60KOBOrO »efyAouKa, HapyLLleHre BU3yanun3aLmm 1eBoro 60KOBOro }enyaouKa, Uto He
WCKIIOUYano n303xoreHHoe o6bemHoe obpasosaHme. MPT rofioBHoro mo3sra nnoga onpe-
nenuna o6bemHoe obpa3oBaHUe B MpoeKuun neBoro xenygouka, MP-xapaktepnctuku
KOTOPOro 1 NoKanuMsaumna XapakTepHbl A MMraHTOKIETOYHOM acTpoLMTOMbI (puc. 6).
YKa3aHHble HapyLueHus 6blv NpoABNeHAMY Ty6epo3Horo ckneposa [5].

A B

Puc. 5. TonosHoM mo3r nnopa B cpoke rectauyum 31 Hepena. Y3-npusHaku (A) u MPT-npusHaku (B)
areHesunu NosoCTV NPO3paYHO NepPeropoAKkn B akcuanbHOM cpese

Fig. 5. Twenty-three-week fetus. Ultrasound and MRI images of agenesis of the agenesis of corpus
callosum (axial plane)
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A B C

Puc. 6. MP-n3o6paxeHuns ruraHToOK/NeTo4HO acTpOLMTOMbI Y NNoAa B cpoke rectauum 32 Hegenu (A, B -
KOpoHapHbiIit, C — akcuanbHbIN cpesbl)
Fig. 6. Thirty-two-week fetus. MRI images of agenesis of giant cell astrocytoma (coronal, axial planes)

B rpynne nccnepgosannay 11 13 21 nnoga aHoManmm ronoBHOro Mo3sra guarHocTnpo-
BaHbl B CPOKe rectaumm go 22 Hegenb. B 10 cnyyaax no pesynbratam MenKo-reHeTnye-
CKOrO KOHCYNbTUPOBaHUA CEMbI MPUHANN peLieHre O NpepbiBaHn 6epemMeHHOCTH.

B ObCYXOEHWE

Y3 aBnaeTca «3010TblM CTaHAAPTOM» B PeHaTaIbHOM ANarHOCTUKE NOPOKOB pa3Bu-
A UHC. 310 06ycnoBneHo BbICOKON MHGOPMATUBHOCTbIO METOA, €ro JOCTYMHOCTbIO U
HU3KOM cebecToumocTblo. OfHaKo B psAae Cilyyaes Npu HaNUUMKM OrpaHNYEHNI, TaKUX Kak
M36bITOYHAA Macca Tena *KeHLWKMHbI, ManoBogme, occudrkauma yepena Ha No3gHKX CPO-
Kax 6epemMeHHOCTU, HEOAHO3HauHble pe3ynbTaTtbl Y3U TpebytoT ncnonb3oBaHWA Aonon-
HUTeSIbHbIX MeTo0B 00CnefoBaHUSA.

MepBble ny6nmKaLmm, NocBaALLeHHble NpumMeHeHnto MPT B npeHaTanbHOM gnarHoCTu-
ke, npuHagnexat Smith FW. n Thickman D. B 1983-1984 rr. [6, 7]. OaHako go 2000 r. wupo-
KOro npvMeHeHnA B NpeHaTanbHou npaktuke MPT He Haxoguna. MNonyyeHne KauecTBeH-
HbIX MP-n306paxeHunin nnoga 6bino 3aTpygHeHo 13-3a apTedaKkToB, 0OyCNIOBNEHHbIX ero
aBVXeHneMm. YTobbl 3Toro n3bexartb, nccnefosateny npuberanu K pasnnyHbiM MeTofam:
BBeAieH/e CeAaTNBHbIX MPenapaToB XeHLUNHe, M1OopesiakCcaHTOB B KPOBOTOK Mnojda uim
BHYTpUMbILIEYHO (nog Y3-koHTposnem). Ho TonbKko BHeapeHMe CBepXObICTPbIX UMMYbC-
HbIX nocnegoBaTenbHocTen (8o 400 MC Ha Ccpe3) MO3BONUIO YMEHbLUWTbL BpemMs nonyye-
HUA MP-1306paxeHna 10 HECKOMbKUX CEKYHJ 1 MONyYUTb KaueCTBEHHblE TOMOrPamMMmbl.
C Tex nop nprmMeHeHne npeHatanbHo MPT 6onee WMPOKO pacnpoCTpaHEHO B KNHU-
yecKkon npakTuke. Ee OCHOBHbIMU NpeumyLLecTBaMy ABAAIOTCA BblCOKaA paspeluatoLlas
CNOCO6HOCTb, BO3MOXXHOCTb MHOTOM/IOCKOCTHOW BM3yanu3auuu, a Takke OTCYTCTBUE
VNOHU3NPYIOLLEro U3MyYeHus.

AKTyanbHbIMW ABAAIOTCA BOMPOChHI ANAarHOCTUYECKOW LIeHHOCTU npeHaTtanbHon MPT
B BblABNEHNN pa3HbiX TMNoB nopokos LIHC. Mo gaHHbIM paga aBTOPOB, NPUMEHEeHMe
MPT no3BonseT noBblcUTb 3GHEKTUBHOCTb MpPeHaTanbHOW AMArHOCTUKM Cpean BCex
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aHOManui rosloBHOro Mo3ra nioga Ha 16% [8] n onpepennTbca ¢ NPorHo3om B 20% y»xe
OMarHOCTMPOBaHHbIX cydyaes [9]. KopTuKanbHble ManbGopmaumum 1 aHOManuu 3agHemn
yepenHom AMKN ABNAIOTCA OAHMMM U3 Hanbosiee pacnpoCTPaHEHHbIX MOPOKOB, KOTopble
ONarHoCTMPYIOTCA MO AaHHbIM NpeHaTanbHor MPT, yTo noATBepKAaeT peLlaloLwyto posb
MeTOAa B onpegeneHnn NporHo3a B yKasaHHbix ciyyvasx [10].

B Hawem nccnegoBaHun npumeHeHne npeHatanbHon MPT npu oueHke aHOManuin
pa3BUTMA KOHeYHOro mo3sra B 9,5% (2/21) cnyyaes NO3BONWIIO MONYUYUTb JOMONHUTENb-
Hble AaHHble, ¥ 14,3% (3/21) npobaHpoB — audpdepeHuyupoBaTb 2 natonoruu, y 19,0%
(4/21) npo6aHAOB — 3MEHUTb Y3-AnarHos.

H BbIBObl

1. Y3U aBnaetca BbICOKO3GEKTUBHLIM METOAOM ANArHOCTUKN aHOMANWIA Ppa3BUTUA MO-
30/IUCTOTO Tefa BO 2-M TpuMecTpe 6epemeHHOCTU. icnonb3oBaHWe npeHaTanbHOM
MPT npwn n3onnpoBaHHOW NATONOrMK MO30/IMCTOrO Tena MMeeT Manyto AnarHocTuye-
CKOW LIeHHOCTb.

2. BbiCcOKOW MHPOPMATUBHOCTBIO NpeHaTanbHas MPT obnafaeT npy CIOXKHON, COUeTaH-
Hoi natonoruu LIHC. B Hawem nccnegoBaHmm 310 23,8% (5/21) cnydyaeB ¢ 06beMHbIM
06pa3oBaHMeM, KOPTUKaNbHbIMI AUCMa3nAMY, TOOAPHON rofonpo3sHuedanven n
CUCTEMHBIMU HapPYLUEHNAMU. DTO [0Ka3blBAaeT HEOOXOAUMOCTb pa3paboTKm anroput-
Ma NpUMeHeHusi npeHaTtanbHon MPT ans guarHoctuku nopokos LIHC B Pecnybnuke
benapyco.
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Pesiome

Lienb nccnepoBaHua. Onuvcatb ynbTpasBYKOBble Y natomopdonornyeckme npusHaku
CUHAPOMa pacLienieHns Xopabl y NoAa B NepBoM TprMecTpe 6epemMeHHOCTH.
Marepuanbi n metoapbl. CoHorpadua nposoannacs Ha annapate Voluson 730 Expert ¢
MCMNoJiIb30BaHNEM TpaHcabaoMuHanbHoro (4-8 Mru) aatunka. Hosonornueckunin anarHos
YCTaHOBIEH MO pe3yfbTaTam NatoMopdonornyeckoro nccefoBaHma nioga B | tpume-
cTpe.

PesynbraTtbl. OCHOBHbIMY yNbTpa3ByKkoBbIMM (¥3) Npu3Hakamy CMHAPOMa pacluernyieHns
Xopabl ABUINCH KMCTO3HOe 00pa3oBaHMe B rPyAHON KieTKe Mioga 1 aHOManum no3so-
HOYHMKa, BKJIIOYAOLME MONYMO3BOHKY, pacwernneHne, agedopmaunio, orpaHnyYeHHyo
BM3yanun3aumio No3BOHKOB.

BbiBoAbl. CHAPOM pacLiensieHus XOpAbl ABAAETCA Hanbonee YacTow STUONOMMYECKON
NMPUYNHOW KMCTO3HbIX 06pa3oBaHuiA B rpyaHON KneTke nnoga. MNpu npeHaTanbHOM BbisiB-
NIEHMN KNCTO3HOrO 0Opa3oBaHusA B rPYyLHON KNeTKe niofja cyieflyeT NpoBecTy TiaTenb-
Hoe o6cnieioBaHVie MNO3BOHOYHMKA Ha NPeAMeT BbISIBIEHMSA aHOMAJMIN MO3BOHKOB, YTO
6yneT cnocobcTBoBaTh 6oNEE TOUHON ANATHOCTNKE CUHAPOMA PACLLENIIEHUA XOPabl.
KnioueBble cnoBa: CHAPOM pacLiensieHnsa Xxopabl, MpeHaTanbHas ynbTpa3ByKoBas Ana-
rHOCTUKa, Mopdonormyeckne npossneHus, auddepeHLmanbHas JMarHocTmKka
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Abstract

Purpose. To explore the ultrasound and pathomorphological signs of split notochord
syndrome in the fetus of the first trimester of pregnancy.

Materials. Sonography was performed on a Voluson 730 Expert using a transabdominal
(4-8 MHz) sensor. The nosological diagnosis is established by the result of
pathomorphological and histological studies in the first trimester.

Results. We present sporadic case of split notochord syndrome in the fetus of the first
trimester. The ultrasound signs were intra-thoracic cyst with vertebral anomalies including
hemivertebrae, missing vertebrae and central vertebral body narrowing.

Conclusions. Split notochord syndrome is the most common etiology of fetal chest cystic
lesions. Detailed examination of the vertebrae when a fetal cystic chest mass is identified
on prenatal ultrasound may lead to improved detection and diagnosis of split notochord
syndrome, which is important for more accurate prenatal counseling.

Keywords: split notochord syndrome, prenatal ultrasound, pathomorphological signs,
differential diagnosis

B BBEAEHUE

CviHgpom pacuennenus xopgbl (split notochord syndrome (SNS)), pegkuii nneomopd-
HbI MOPOK Pa3BUTUSA, BO3HMKAET B Pe3y/ibTaTeé aHOMAsMM 3aKNagKu OCEBOr0 KOMIMIeKca
3a4aTKOB (CI0eB SMOPKOHaNbHON SHTOAEPMbI U SKTOAEPMbI B IPOCOMUTHbIN neprod) [1].

SNS MOXeT NPOoABAATLCA LUMPOKUM CMEKTPOM MOPOKOB Pa3BUTUSA: OT U30NUPOBaH-
HbIX HEMPO3HTEPASbHbIX KNCT O PACLLENUHbI B JOPCANIbHOW CpefiHEN NIUHNN TeNa, Yepe3
KOTOPYIO MPOUCXOAUT SBEHTpaLUs NeTesb KULIEeYHMKA (JopcanbHas KuleyHas ¢puctyna).
Mbl npefcTaBnsem Ciyyail CMHAPOMA PacLLENIeHUs XOpAbl Y Nio4a B NEPBOM TPUMECTPE
6epeMeHHOCTY, KOTOPbIN ABNAETCA Hanbonee paHHVM 13 NATU NPEHATANIbHO AMArHOCTu-
POBAHHBIX CJyYaeB, ONMMUCAHHbIX B IUTepaType.

B MATEPWAJIbl W METO/LbI

Cnopaguuecknin cnyyan SNS y nnoga 6bi1 guarHocTupoBaH npu Y3-nccnefoBaHum
nnoga B | Tpumectpe 6epemeHHOCTU. MccnepgoBaHne NpoBOAMIIOCH B OTAENEHUUN Mpe-
HaTanbHOW auarHocTMkyi PHIMU «Matb u guTta» Ha annapatax Voluson 730 Expert
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TpaHcabgomuHanbHbiM (4-8 MIU) gaTumkom. lNMocne npepbiBaHMA GepemMeHHOCTU Mo
MeAVKO-TeEHETUYECKMM MOKa3aHMAM B MepBOM TpumecTpe Obino npoBedeHO MaToMop-
donornyeckoe uccnepoBaHne B CTEPUNbHBIX YCNIOBUAX MOA GUHOKYNAPHbIM CTepeo-
MUKpockonom SM-20. [1nfA uMToreHeTUYeCcKoro UccnefoBaHusA BbinoaHeHa 6uoncus Bop-
CUH XopuroHa. 3abop MaTepmana oCyLLeCcTBIeH Nocse NpepbiBaHNA bepeMeHHOCTH, Heno-
CpencTBeHHO nepep naToMopdonornyeckum mnccefoBaHemM. B ctepmnbHbix ycnosusax
nof, KOHTPOJIeM CTepeoMUKpockona 6binun 3abpaHbl BOPCUHBI XOPWOHa, OTAENEHHbIe OT
JeunpyanbHol TKaHu (He meHee 15—20 mn). 3aTeM BOPCKHbI Bbiny NOMeLLEeHbl B cpeay
HAM, Amniomax, Chang nnu pactBop X3HKca ¢ renapuHom (3 mn renapuHa, 0,7 Mn aHTu-
6uoTtmnka Ha 70 mn). BoinonHeH cTaHJapTHBIV aHanu3 Kapuotmna Ha anddepeHumnanbHO
OKpalleHHbIX xpomocomax (GTG-banding). Kapuotun nnoga: 46,XY.

B PE3YJIbTATbHI

BepemeHHOCTb NpobaHaom nepBas. Bo3pact 6epemeHHol 22 roga, cynpyra — 27 nert.
bpak HepoacTeeHHbIN. MNpn NnpeHaTanbHOM Y3-uccnegosaHum B cpoke 10 Hegenb 5 aHen
(KOoNuYMKo-TEMEHHOWN pa3Mmep cocTaBnAn 38 MM) OblIV BbIABNIEHbI MHOMXECTBEHHbIE BPOXK-
[eHHble nopokmn pas3smTna (MBIP): nedpopmaLma NO3BOHOYHMKA, KNCTO3HOEe 0bpa3oBa-
HMe B 3aTbIIOYHO-BMCOYHOW obnactu (MHMoHuedbanna), sKBMHOBapyCHasa aedopmauua
cTon. BeicTaBneH puck no grnadparmanbHOW rpbike 1 BPOXKAEHHOMY MOPOKY cepALa.

Mo pe3synbrataM MednKO-reHeTUYECKOro KOHCYNbTUPOBAHNA CEMbA MPUHANA peLue-
Hue o NpepbiBaHUN HepeMeHHOCTN B NepBOM TPUMECTpE.

Mpu mopdonornyeckom nccnefoBaHny Naofa My>CKoro nona mopdomerpuyeckune
NaHHble cooTBeTcTBOBaNM 10-11 Hepgene rectaunm (AaIMHa CTonbl — 9 MM, roneHn — 16 Mm,
pa3mepbl noyek 5x4x3,5 mm). lnarHocTmpoBaHbl ykopoueHuve 1 gedopmaLmsa NO3BOHOY-
HWUKa, pacliensieHne Ten No3BoHKOB B rpygHom otaene (L2-L12), yepes koTopble oTmeya-
nacb 3BeHTpaLuA neTenb KMLWeYHUKa (JopcanbHas KuweyHaa ductyna) (puc. 1). 3aknagku
cBOfa Yepena, B TOM Uncie 3aTblfIoOYHan KOCTb, Obinn chopmMmnpoBaHbl COrNacHo BO3pacTy.
MNMopokoB pa3BuTUA ceppua, Noyek He BbiABeHo. MaTomopdonormyeckmne faHHble COOT-
BetcTBoBanm SNS.

Puc. 1. PacwiensieHne Ten rpyAHbIX NO3BOHKOB (AopcanbHas KueyHas ¢puctyna)
Fig. 1. Split of the bodies of the thoracic vertebrae (dorsal enteric fistula)
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B OBCYXIOEHWE

DHTOAEpPMa, CaMblll BHYTPEHHUN K3 TPeX CI0eB 3apodbllleBbIX KNeToK, AaeT Hayano
MOYEBOMY My3bIpIo, NULLEBAPUTENBHOW U AbIXaTeNIbHOM CUCTeMaM. JKTodepMa — BHeLl-
HWUI CNO 3apofblLIEBbIX KNETOK, U3 KOTOPOro Pa3BMBAETCA HepBHaA CMCTEMA U KOXa.
Xoppaa, BpeMeHHaa 3M6proHanbHasa CTPYKTypa, obpasyeTca BO Bpems racTpynaumm us
mMe3ogepmasbHoro cnos [1]. OHa nrpaeT opraHn3aUrOHHYI0 POfb B Pa3BUTWM HEPBHOWM
cuctembl. B 6onee no3gHme CPoOKM CTaHOBUTCA YacTbio MO3BOHOYHOrO ctonba. Hannume
CBA3M MeXAy 3KTO- U SHTOAEepMOI cnocobcTByeT GOPMUPOBAHMIO CBULLA MEXAY XKesy-
[OYHO-K/LLIEYHbIM TPAKTOM, NPOU3BOAHBIMA HEPBHOW CUCTEMbI, MOYEBbIM My3blpeM ©
KOXHbIMW MOKpOBamMu. [aToreHes 3TOro CoCToAHNA NOMHOCTbIO He u3BecTeH. Hanbonee
LUIMPOKO pacrnpocTpaHeHHas Teopus npeAnonaraeT nepBuuUHbIA AedeKT WHTerpauumu
Xopabl MO cpefHen NMHUM U U3MEHEHNA NapakcanbHOM Me3ofepMbl, MPUBOAALLME K
pacliennieHrio XopAbl, KOTopasa He NOSIHOCTbIO OTAeNeHa OT NPUMUTUBHOTO KULLEYHMKA.
QopmMupyeTca rpbika SHTOAEPMbl U HUXKenexallero NpUMUTUBHOIO KULWEYHMKA, KOTO-
pble NPUKPENATCA K JOPCaNbHOWN 3KTOA4EepME 1 B KOHEUHOM UTOre paspbiBatoTca [2, 31.
SNS - 3TO HECMOCOOHOCTb XOPAbl OTAENUTLCA OT NEPeAHEN KULWKK, YTO NPUBOAUT K 06pa-
30BaHUIO CBYULLA UNK KACTbI. [puKpenneHne KACTbI K Xopae NPenAaTcTBYeT CpaLleHuto Ten
MO3BOHKOB. OTO MPMBOAUT K aHOMaNUAM MO3BOHOYHMKA, TaKUM KaK CKOMMO3, NoJymno-
3BOHKM M pacLyenvHa No3BOHOYHMKa [4].

SNS TakXe OMMCbIBAOT KakK CKPbITbIA CMUHHOMO3roBon aucpadusm. B 1887 rogy
Rembe BrepBble onuncan 3agHUin KnweuHbli ceuuy [1]. HazBaHue «CMHAPOM paclyenneHms
xopabl» 6bin0 npeanoxeHo beHtnn n Cmutom B 1960 roay [4].

Bpems pacluenneHuns xopapl, pasmep U pacrionoxeHue BAUAIOT Ha BapuabenbHOCTb,
TAXECTb MHAYLNPOBAHHbIX MOPOKOB Pa3BUTUA N KNUHUYECKUX NpoABneHunn [3].

Ha ceropHAwWHWIA feHb B nnTepaType onncaHo He 6onee 200 cnyyaes SNS. AbcontoT-
Hoe 60NbLUNHCTBO OMNYBMKOBaHHbIX CllyYaeB NOCBALLEHbI ANarHOCTNKe CUHAPOMa noce
poxaeHus. Jlerkne ¢opmbl BKOYAOT W30UPOBaHHbIE HeNpO3HTepasibHble KUCTbI.
Taxenble ciyyan BKMOYAIOT CMMHHO-KULLEYHDbIA CBULL, NMOPOKU Pa3BUTKA LEHTPaNbHOMN
HEpPBHOW CUCTEMBI, TaKMe KaK AracTeMaToMuenms, JUNIOMUeNna 1 MMenoMeHnHrolene
(pnc. 2) [2, 3].

Puc. 2. HoBopoXxaeHHble C CMHAPOMOM pacLuensieHnsa xopabi [5, 6]
Fig. 2. Neonates having split notochord syndrome [5, 6]
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BBuay WMpOKOro cnekTpa KNMHUYECKUX NPOABNIEHNIA CUHAPOMA NpeHaTanbHasA ana-
rHOCTUKa 3aTpyAHeHa. Ha cerogHAWHMI AeHb B NUTepaType onvcaHo NATb Clyyaes npe-
HaTasibHO AnarHoctmpoBaHHoro SNS (cm. Tabnuuy). Haw cnyuaii ABnaetca Hanbonee paH-
HUM, 6blN AMarHOCTUPOBaH Ha 11-i Hegene rectayuu.

Mpun aHanu3e Y3-pgaHHbIX NpeAcTaBfeHHbIX MpeHaTalbHbIX ClyyaeB OTMeYalTcA
obLme Npr3HaKkM CUHAPOMa: KNCTO3HOe obpa3oBaHue (Macca) B rpyHON KneTke nnoga
N NMOPOKM Pa3BUTUA MO3BOHOUHIMKA, BKIOUaloLWme Nonyno3BoHKM, gedopmaLmio, pac-
LenneHne, «orpaHNUYeHHyo BMU3yanm3aLunio» rpyaHbiX no3BoHKoB. CylecTByeT MHeHue

MpeHaTanbHO ANarHOCTUPOBaHHbIE cjly4yan cMHApoMa pacluensieHna Xxopabl (AaHHbIE JWITepaTypbl)

MatepuHckuin | Cpok recra-

ABTop ——— T T [laHHble yNnbTPa3BYKOBOIO NCCNefoBaHUsA
Almog (2001) 27 net 39 MHorosogaue,
[7] B1* PO** KNCTO3HOe 06pa3oBaHyie B FPYAHO KNneTke nioga

MHoroBogue, KUCTO3HasA CTPYKTypa B MPaBOM 3ajHEM

Almog (2001) 44 ropa CcpefoCcTeHNM, CKONMO3 1 aedpopmaLma rpyaHbIX no-
28

[7]1 b6 P4 3BOHKOB ¢ MIP NO3BOHKOB, BK/IOYasA MNONTYNO3BOHKM,

OTCYTCTBYIOLUVE MO3BOHKM

Agani (2005) [8] 29 net 25 Heb6onbLwan Kpyrnas FVNO3XOreHHaA KCTO3HAA Macca,
b2 PO OXBaTbIBalOLLAs HUXKHUIA OTAEN NMO3BOHOUYHMKA

. 3apHe-rpyAHOE rMMNo3xoreHHoe ABYNonacTHoe KNCTO3-
Kimya 35 ner 21 Hoe obpasoBaHme 25x11 MM, paclenneHve n gedopma-
(2007) [9] 61 PO p , pacuy nedop

LA rpyAHbIX MO3BOHKOB

Ramseyer |29 ner 21 o o e Oopavnaa Ay Hoepors
(2020) 1] b3 P2 on P yamsauy

Kuncto3Hoe o6pazoBaHme B 3aTblIOYHO-BUCOUYHOMN 06-
1 nactu, febopmMaua MO3BOHOYHUKA, KOCONANoCTb, Ava-
dparmanbHas rpbika?

CobcTBEHHOE 22 ropa
HabnogeHne b1 PO

MpuMeyanua: * b1 — KonnyecTso 6epeMeHHOCTeN; ** PO — KONMYECTBO POAOB.

Prenatal diagnosed cases of split notochord syndrome (literature data)

Maternal Gestational . . .
Author Information | Age (weeks) Prenatal Ultrasound Findings and genetic tetsing
Almog (2001) [7] é71 }{‘;%ij'd 39 Severe polydydramnios. cystic structure in fetal chest
Polyhydramnios. cystic structure in right posterior
44 vear old mediastinum Severe Scoliosis and vertebral distortion of
Almog (2004) [7] G6);’4 28 thoracic vertebrae with multiple vertebral malformations

including hemivertebrae, missing vertebrae and central
vertebral body narrowing

Agani (2005) [8] 29 year old 25 Small, round hypoechoic cystic mass involving lower
G2 PO sacrum
. 35 yearold 25 x 11 mm posterior thoracic hypoechoic bilobar cystic,
Kimya (2007) [9] G1PO 21 cleaved and deformed adjacent vertebrae

Cystic chest mass in right thorax measuring

Ramseyer (2020) | 29 year old 21 1.9 x 2.1 X 2.6 cm. Limited vertebral views, one area

m G3P2 concerning for dysrahism
Our Case 22 year old 1 cystic structure in occipitotemporal region vertebral
G1 PO deformation, clubfoot, diaphragmatic hernia?

Notes: * G1 (Gravida) number of pregnancies; ** PO (Para) number of number of viable births.
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o ToMm, uTo SNS ABnsAeTcsa Hanbonee YacTol 3TUONOIMYECKOW NPUYMHON KUCTO3HbIX 06pa-
30BaHWU B rpygHon Knetke nnoga [10]. B Hawem cnyyae Kucto3Hoe obpasoBaHme 6bii1o
BM3YyaNM3npoOBaHO B 3aTbIIOYHON 06NaCTW, BO3MOXHO, M3-3a Masioro Cpoka recrauuu,
6onbloro fedekra rpyaHOro oTAena NO3BOHOYHMKA, BCEACTBUE Yero nioj Haxoawn-
CA B BbIHY»KA€HHOM MOJIOXKEHMNW C FMMNEeP3KCTEH3MeEN rONOBKN (Kak Npu MHMOHLedbanum).
JononHutenbHO 6bin BbiCTaBNEH PUCK MO AnadparmanbHOl rpbike, KOTOpasa B NEPBOM
TpUMeCTpe BU3yann3mpyeTca Kak rmnoaxoreHHoe obpasoBaHme B rpyLHON KneTke nnoga.

AnddepeHumanbHaa fuarHocTmka LOKHa NPOBOAUTLCA C 6POHXOreHHON KUCTOMW,
KUCTON nepuKkapga, AvadparmanbHOW rpbiXen, TepaTOMOW, yABOEHMEM NuLleBoAa.
Mpwu BbIABNEHNN KUCTO3HOWM MacChl B FPYAHON KNeTKe nyiofa ciefyet NpoBecTu TwaTesb-
Hoe obciejoBaHMe NO3BOHOYHUKA Ha NPeAMET BbiABNEHNA NepeunCieHHbIX Bbllle aHo-
Manuii. MNpaBunbHan MHTEPRNpPeTaLua couyeTaHUi yKasaHHbIX ManbdopmaLnii MoXeT npu-
BecTU K 6onee TOUHOW NpeHaTanbHoM AnarHocTuke SNS, UTo BaXKHO ANA onpeaeneHun
TaKTVKM BefleHnA 6epemMeHHOCTV 1 NPOrHo3a AnA NOTOMCTBa NPV NPOBeAEHUN MenKO-
reHeTNYeCKoro KOHCYNbTUPOBaHUA.

B 3AKJTIOMEHUE

MNMaTomopdonornyeckoe nccnefoBaHre NNogos, abopTUPOBaHHbIX MO MeVKO-TeHe-
TUYECKMM MOKa3aHWAM B | TpumecTpe 6epeMeHHOCTH, AOMKHO ObiTb 06A3aTeNbHbIM 3Ta-
NMoM npeHaTanbHOWM AMarHoCTUKK. MNpeacTaBneHHbIN Cnyyail HarnAgHO AeMOHCTpUpyeT
BO3MOXHOCTb Bepudurkaumn pegkmx BIP, Takmnx kak SNS, yxe B xoge nposegeHna nony-
NALMOHHOIO CKPUHUHTa | TpumecTpa 6epemeHHOCTU.

l JINTEPATYPA/REFERENCES

Abigail M. Ramseyer, Dajani N. (2020) Prenatal diagnosis of Fetal notochord syndrome: A case report and review of the literature. Case Rep
Womens Health, vol. 28, pp. €00266.

2. Jesus L.E, Franca C.G. (2004) A rare variant of neuroenteric cyst: Split notochord syndrome. J Pediatr (Rio J), vol. 80, no 1, pp. 77-80.

3. Dhawan V., Kapoor K, Singh B., Kochhar S., Sehgal A., Dada R. (2017) Split Notochord Syndrome: A Rare Variant. Pediatr Neurosci., vol. 12, no 2,
pp. 177-179.

4. Coskun Y., Akman I, Demir M., Yapicier O., Somuncu S. (2016) A case of split notochord syndrome: Presenting with respiratory failure in the
neonatal period. Intractable Rare Dis Res., vol. 5, no 2, pp. 121-123.

5. Srivastava P, Gangopadhyay A.N., Gupta D.K., Sharma S.P. (2010) Split notochord syndrome associated with dorsal neuroenteric fistula: A rare
entity. J Pediatr Neurosci.,, vol. 5, no 2, pp. 135-137.

6.  Pan P. A Case of Split Notochord Syndrome with Left Congenital Diaphragmatic Hernia: A Rare Association. J Pediatr Neurosci, vol. 15, no 1,
pp. 42-44.

7. Almog B., Leibovitch L., Achiron R. (2001) Split notochord syndrome — prenatal ultrasonographic diagnosis Prenat. Diagn., vol. 21, no 13,
pp. 1159-1162.

8. Agangi A, Paladini D., Bagolan P, Maruotti G.M., Martinelli P. (2005) Split notochord syndrome variant: prenatal findings and neonatal
management. Prenat. Diagn., vol. 25, no 1, pp. 23-27.

9.  Kimya Y., Ozyurek E., Yalcinkay U., Cengiz C., Alyamac Akpynar F. (2007) Prenatal diagnosis of the rarely observed split notochord syndrome.
Ultrasound Obstet. Gynecol., vol. 29, no 6, pp. 712-713.

10. Cay A, Aydogdu I, Mirapoglu S.L., Topra K.H. (2001) Prenatal diagnosis of mediastinal neurenteric cyst: a case report and review of the literature.
JMed Ultrason., vol. 45, no 4, pp. 633-639.

88 "Reproductive health. Eastern Europe’, 2022, volume 12, N 1

HA NEPBYIO HA CIEQYIOLLYIO HA NPEABIAYILYIO K COAEPXAHUIO




OpurvHasbHble UCCNefoBaHms d
Original Research

DOI: https://doi.org/10.34883/P1.2022.12.1.010 0116
Y[IK 618.252:(616.714-007.125+617.7-07:575]

MpubyweHa O.B.' <, 306mkosa O.J1.", Masaukas E.H.2
! PecnybnmnkaHCKUN HayYHO-NPaKTMYeCKnin LeHTp «Matb 1 guTay, MuHck, benapycb
2 [poaHEeHCKNIA 061aCTHOW KNIMHNYECKWIA NepuUHaTanbHbIi LeHTp, IpoaHo, benapycb

[nxopunanbHasa oUaMHNOTNYECKAs ABONHA
C cnHgpomom JlayHa n aHodpTanbMom y 06oux nnogos

Bknap aBTOpPOB: KOHUENUMA W AuW3aiiH UCCNefOBaHWA, HamucaHuWe TeKCTa, YNbTpa3ByKOBOE WCCefoBaHWE MNOJOB —
MpunbyweHa O.B.; MefnKo-reHeTMYECKOe KOHCYNbTUPOBaHUe feTel, peaakTupoBaHue — 306ukosa OJ1., Masaukas E.H.
KoHGNMKT nHTepecoB. ABTOPbI 3aABNAIOT 06 OTCYTCTBUUN KOHONMKTa MHTEPECOB.

MopaHa: 22.10.2021
MpuHaTa: 31.01.2022
KoHtakTbl: pribushenya@yandex.ru

Pesiome

MpeacTaBneHo KAMHMYECKOE HabnogeHne AuxopuanbHOW AnamHuoTudeckon (OXOA)
MOHO3UroTHo (M3) ABOMHW, 3aBepLUMBLUENCA POXAEHMEM [BYX [eBOYeK C ABYCTO-
POHHVUM aHOdTanbMOM 1 Tpucommen 21. B cemMbe nmeeTca pebeHOK C O4HOCTOPOHHUM
MUKpodTanbmomM. O6cyKaaloTcA xapakTep 3aboneBaHus 61M3HeLOB, NpUpoAa NpPouc-
XOX[AEHWA ABONHW, FEHETUYECKMIA PUCK 1 OLUIMOKK, AONYLLEHHbIE Ha STarne npeHaTanbHow
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Abstract

We present a clinical observation of dichorionic diamniotic (DHDA) monozygotic (MZ)
twins resulting in the birth of two girls with bilateral anophthalmus and trisomy 21. The
family has a child with unilateral microphthalmus. The type of the twin disease, the nature
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of the origin of twins, genetic risk and errors made during the prenatal diagnosis are
discussed. Diagnosis of Down’s syndrome in twins caused difficulties due to an altered
phenotype associated with bilateral anophthalmos.

Keywords: dichorionic twins, monozygotic twins, anophthalmos, microphthalmos, Down
Syndrome, zygosity, karyotype, phenotype, genetic counseling

B BBEJEHWE

DopmnpoBaHMe 3pUTeNbHOrO aHanM3aTopa HauMHaeTca ¢ 4-1 Hegenn smOproHanb-
Horo pa3BuTuA. Hanbonee Tacenow BpOXAEHHOW natonorvent ABnAeTcAa aHodTanb-
musa/mnkpodTanbmma (AM). Yactota AM coctaBnaeT 1-3 Ha 10 000 poxgeHui [1]. AM
yalle ABNAETCA ABYCTOPOHHMM MPOLIECCOM, 3@ UCK/OYEHNEM N30NNPOBAHHOWN MUKPO-
dTanbmun, Kotopas obbIUHO GbiBaeT OAHOCTOPOHHen. AM B 32-39% cnyuyaeB coueTa-
eTca ¢ ApyruMu aHoManuamm passutus. B 20% cnyuvaes getm ¢ AM nmetoT Konobomy 1
3aflepXKKy nmcmxuyeckoro passutna [2-5]. dtmonornueckn AM moxkeT ObiTb CBA3aHa C
reHeTMYecKUMnN GakTopamm UM MoXeT ObiTb CrefiCTBUEM TepaTOreHHOro BO3AenCcTBUA
HebnaronpuaATHbIX dakTopoB. TepaToreHHble NPUUYNHBI BO3HMKHOBEHMA AM cocTaBnstoT
He3HaunMTeNbHYI0 YacTb Cpean BCeX NPUUMH BO3HWKHOBEHUA AaHHOW natonorun. Hau-
6onee gokasaHHbIM GaKTOpPOM ABNAETCA BO3fencTBUE MHOEKUMOHHbIX areHToB: Kpac-
HyXW, LMTOMeranoBmpyca, Tokconnasmbl. Kpome Toro, onvcaH TepaToreHHbin 3ddeKkT
anKkorons, nekapCTBeHHbIX cpeacTs (peTnHongbl, Tanmaomua). AM yacTto BXoguT B COCTaB
reHeTnyecknx CMHAPOMOB. HacneacTBeHHble NpuYMHbI, NpuBoAAwWwmne K pa3sutuio AM,
pa3Hoob6pasHbl U MOTYT 6bITb CBA3aHbI C XPOMOCOMHBIM ANCOANAHCOM UK MyTaLUAaMU
MHOrouMCNeHHbIX reHoB. CnHAapom lNaTay ABNAETCA caMblM YaCTbiIM XPOMOCOMHbIM 3a60-
nesaHuem, Nnpu Kotopom BcTpeyvaetca AM. lo 20% cnyyaeB Tprcommm 13 conpoBoxaa-
totca AM [1]. OnucaHbl MUKpoZeneLmoHHble  MUKPOAYMANKaLMOHHbIE CUHAPOMbI, Takue
Kak 4p-cmHgpom (OMIM 194190) nnn gynnukauum 3q, 4p, 10q permoHos. lNpumeHeHne
aCGH nosBonseT yctaHOBUTb NpuUnHbl Y 10-15% naumeHToB C XPOMOCOMHOW NpUpoaomn
JaHHoro 3aboneBaHus. Mpu nsonnposaHHol popme AM XPOMOCOMHbIE aHOManNUK ycTa-
HaBNMBAaIlOTCA AOCTAaTOYHO pefKo [6].

CornacHo ony6MKoBaHHbIM AaHHbIM, reHHaa npupoaa AM oueHb reteporeHHa. CoT-
HW reHoB BOBJleYeHbl B popMMpoBaHMe U pa3BuUTHe 3pUTeNIbHOrO aHanmsatopa. OKono
30 reHOB ONUCAHO B CEMbAX C NOBTOPHbIMU ClTyYasammn nsonuposaHHon AM. OueHb He3Ha-
ynTenbHOE KONMYECTBO rEHOB MMeeT Koppenaunto ¢ peHoTunom [7]. Tak, reH SOX2 kop-
penupyer c TaxenbiM nposasneHnem AM un BcTpeyaeTca y 10-15% nopaeHHbIX UHANBK-
ayymos. Cnegyowmmn no vactote ABNATCA reHbl OTX2 (2-5% cnyyaes AM), RAX (3%),
FOXE3 (2,5%), PAX6 (2%). Pap aBTOPOB CUMTaloT, UTO NPOBOAMUTL MOWNCK MyTaLumn cregyet
Y NaLUMEHTOB C TAXEeNbIM U/ ABYCTOPOHHNM NPOABIEHNEM aHOManumn 1 3To NO3BOANT
YCTaHOBUTb NpUUUHY 3aboneBaHunii y 20% npobaHaos [8]. Mpruem npu TecTMpoBaHUM
[IBYCTOPOHHEN, TAXKenon aHobTanbMmum yaaeTca yCTaHOBUTb reHHbIN gedekT B 50% cny-
yaeB, a NP1 OAHOCTOPOHHeN MKpodTanbMum — Tonbko y 10%. CoueTaHre MUKpOMaTpuy-
HOro aHanu3a u TeCTMPOBAHMA YaCTbIX FrEHOB NO3BOJIAET YCTAaHOBUTb 3TMONOMMIO0 B 75%
CnyyvaeB TAXKeNnou, ABYCTOPOoHHen AM n Tonbko B 20% — Npu MeHee TAXeNoM U O4HOCTO-
poHHeln AM [9]. B nuTepaTypHbIX MCTOUYHMKAX HE TaK MHOIMO MaCCUBHbIX UCCefoBaHUN,
NOCBALLEHHbIX NMPUMEHEHNIO BbICOKONMPOU3BOAMTENbHOIO cekBeHnpoBaHua (NGS) npwu
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AM. Tak, B nccnegosaHun Slavotinek et al. (2015) npumeHeHne NGS y nauneHToB ¢ AM
NO3BOJSINNO YCTaHOBUTb AnarHo3 nuwb B 14% cnyyaes (4/28) [10].

Cunpgpom [ayHa (C[l) - Hambonee yactasa ¢opmMa TPUCOMUM XPOMOCOM YEeNoBeEKa,
BbljeNIeHHanA B CaMOCTOATE/IbHYI0 HO30M0MMYECKY0 efUHULY aHTMRCKM Bpayom John
Langdon Down B 1866 r. nog Ha3BaHEM «<MOHTOSIONAHAA ANOTUA», NPeCTaBNAeT coboi
KOMMNEKC MHOXECTBEHHbIX BPOXAEHHbIX NMOpokoB pa3sutna (MBIP) ¢ xapakTepHbiMu
aHomManuAmn Yyepena v nuua. CLl oTHoCKUTCA K rpynne HefeTanbHbIX COCTOAHUN, YTO Aena-
€T aKTyaJibHbIMW NpodunakTnyeckme MeponpuaTiA MO NPefOTBPALLEHNIO POXKAEHUA
[eTeln Cc 3Tol naTosornen.

MHoronnogHas 6epemMeHHOCTb BCTpeyvaeTca ¢ yactoTon 1:100 poxpeHuii. [1se Tpe-
TW BCEX MHOFOMOAHbIX 6epemMeHHOCTeN ABNATCA AU3UroTHbiMK ([3). M3BecTHO, uTo
[3-nBoOMHM BCerga MMeIOT ABE NMAUEeHTbl U ABa aMHUOTUYECKNX MELLIKA, TO eCTb ABOMHA
agnaetca guxopuanbHon (OX) anamHmnoTtnueckon (JA). Mpn OX-aBonHe nnaueHTbl MOryT
ObITb KaK pa3aenbHbIMU, Tak U CpocUMMmKCA. MNpur pa3genbHOM NONOXKEHUN U aMHUOTUYE-
CKne 060/104KK, N CaMK NNaLEeHTbl NPeAcTaBAAlT CO60M He3aBUCUMbIE N HECBSI3aHHbIE
aHaTommueckmne cTpyktypbl. Cpocwmreca [OX-nocnegbl MOryT BbirAAeTb MO-pPasHOMY.
Mpu nofHOM CANAHUK NNALEHTbI CpacTalTCa MexXay cobol 1 pa3geneHbl ToNbKo 0bLen
aMHVOTNYECKOW NeperopofKom, KoTopas Npy BO3AeNCTBUN CMeLLaeTca TPyAHee No Cpas-
HeHuto ¢ MoHoxopuanbHon (MX) [11-13]. Mpwn OX neperopofgka cOCTOUT U3 ABYX CIOEB
aMHUOTUYEeCKMX obonoyek 1 napueTanbHoro TpodobnacTta, pacrnonaralLlerocs Mmexay
Humun. B Kaxxgom cegbmom cniyyae AXJA-ABOVIHM Npy OANHAKOBOM MNoJie Nio40B ABOMHA
ABNAETCA MOHO3UroTHow (M3). [IBe nnaueHTbl Npu M3-nponcxoxaeHnn 6amnsHeuos ¢op-
MUPYIOTCA NPU AeNeHW 3UroTbl B NepBble 3 CyTOK.

B LEJTb NICCNEOQOBAHKA
MpepfcTaBuTb KNMHMYECKoe HabntoaeHe XA M3 aBoiHN, 3aBepLUMBLUEACA pOXae-
HMem ABYX AeBOYEK C ABYCTOPOHHUM aHObTanbMOM 1 Tprcommen 21.

B MATEPWAJIbl U METObI
YnbTpa3sykoBoe nccnegosaHuve (Y3U) nposoamnock Ha ckaHepax Voluson 730 (GE) ¢
NCMNoJfib30BaHNEM TPaHCAabAOMUHANBHOIO KOHBEKCHOTO (5 MIL) paTtumka.
LutoreHeTnueckme un OGUOXMMMUYECKME aHanNM3bl BbINOSHANNUCD EHETUYECKOW
nabopatopuenn PecnybnnkaHCKOro HayuHo-npaktuyeckoro ueHTpa (PHML) «Matb wu
anTay, r. MMHCK. KapnoTrn 3anncbiBanca B COOTBETCTBMM C MPaBuiaMn MeXXayHapoaHom
HOMEHKnNaTypbl.

B PE3YJNbTATbl U OBCYXOAEHNE

MaumeHTKka A. 21 roga 6bina NpokoHcynbTpoBaHa B PHIL «MaTb 1 guta» B cBA3M C
poxaeHnem pebeHKa ¢ O4HOCTOPOHHUM MUKpPOodTanbMoM. PebeHOK poaunca oT BTopoi
6epeMeHHOCTU, OCIOXKHEHHO NPe3KaMNCUen Nerkon CTeneHn U aHeEMUEN CpefHel cTe-
neHn. Manbunk poamnca goHolweHHbIM ¢ Maccor 3050 r, AnnHon Tena 50 cm, OKpPY>KHO-
CTblo roniosbl 34 cm, oueHKo no wkane Anrap 8/9. B HeoHaTanbHOM Neproge npoxoauin
CTaLUMOHapHOe fleyeHne B CBA3M C BHYTPUyTpobHow nHbekumen (BYW). C poxpeHus y
pebeHka Habnoganca MnkpodpTanbm crnpasa. [Npu ocmMoTpe Manbyrika B Bo3pacTe 2 feT
nokasaTenn Gp1M3nYeckoro pasBmTNA COOTBETCTBOBANIN BO3PACTHOM HOPME 1 COCTaBAANN
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25-50 p.c. [14]. 3apgep>KKkn NCMXOpEeYeBOro pasBUTMA He oTmevanocb. Onpegenanucb
nuuesble aucMopdun: KOPoTKan rnasHas LWenb CNpaea, WrpoKaa nepeHocuua. Mo gaH-
HbIM Y3 CTPYKTYp 3pUTeIbHOrO aHanm3aTopa YCTaHOBNEHO yMeHblueHne obbema rnas-
Horo abnoka cnpaBga. [leBouka oT nepBo bepeMeHHOCTI 30POoBa.

YunTblBaA TO, UTO CEMENHbIN aHaMHE3 He OTArOLLEH, @ MaJIbuMK MeN O4HOCTOPOHHNIA
MUKpOdTanbM, pUCK MOBTOPHOIO POXAeHUA pebeHKka ¢ MUKpodTaibMOM B CeMbe oLle-
HeH B 4,5% (HW3KMI), NTOCKONbKY aHOMaMA paccmMaTprBanach Kak cropaguyeckas unm »e
BO3HUKLLAA B pe3ynbTaTe TepaToreHHoro so3aenctauna (BYW). Tem He meHee cembe peko-
MeHAO0BaHoO Npw cregytoulen 6epemeHHOCTM HabnogeHne B PHIL «MaTb 1 guta».

TpeTba 6epemeHHOCTb HacTynuna yepes rog. Mpu Y3W yctaHosneHa OXA-nBOWHA.
B xoge Y3-ocmoTpa ueTko onpepenAanncb ABa XOPWMOHA, PacrnofIOXeHHble pa3fenbHo.
MexaMHMOTNYeCKana neperopogka ToncTasd, A-MPU3HaK MNONOXKUTENbHbIN. Konumko-
TeMmeHHol pa3smep (KTP) nepsoro nnoga 6bin 53,8 MM, TONWMWHA BOPOTHMKOBOFO MpO-
ctpaHcTBa (TBI, NT) — 1,6 mm, KTP BTOpOro nnoga — 49,5 mm, TBIN - 1,2 mm. NpoBefeH Kom-
OUHPOBaHHbIV CKPUHWUHT Ha BbiAiBREHWe rpynnbl pyucka no C: 1-i1 nnog — A 0,68 Mowm,
X 1,14 Mowm, PAPPA 0,12 Mom, puck 1:1682; 2-in nnog — A®I 0,70 Mom, XI' 1,26 Mowm,
PAPPA 0,13 Mowm, puck 1:4862. Mpu Y3W B 20 Hepenb 6epeMeHHOCTM BPOXKAEHHOW NaTo-
NOrvn pa3BUTUA He BbIABNEHO. VI3 NpoToKona oCMOTpa crnefyert, UTo XpYCTanuKku BU3Y-
anu3mpoBaHbl y oboux nnofos. B 26 Hepenb rectaumu npu Y3 y ogHoro 13 nnogos
[OMarHoCTMpoBaHa BeHTpuKynomMeranua. B obounx cnyvasax gBonHA onucaHa kak OXJA.
bepemeHHOCTb OCNOXHMNAcb SHAOLIEPBULIMTOM, NCTMUKO-LIEPBUKANIbHON HeQoCTaTou-
HOCTbIO, OCTPOW pecnupaTopHon uHdekumen B 33 Hepenu rectaumn. bepemeHHocTb
npoTeKasna C yrpo3oi BblKMAbILLA 1 NpeXxAaeBpeMeHHbIX pofoB. MNaumeHTKa yeTbipe pasa
rocnuTanu3vpoBanach B oTaeneHma natonornm 6epeMeHHoCTU.

Poabl npounsownu B 37-38 Hepenb rectauuun (260 gHeln) geBoukamm maccom 2680 r
(pocT 46 M, OKPYXKHOCTb ronoBbl 33 cm) 1 2260 1 (pocT 45 cM, OKPY>KHOCTb rof1IoBbl 33 CM).
O6e feBoUKM MMenu oLeHKy Mo wkane Anrap 8/8 6annos. Nokasatenu ¢pusmnueckoro pas-
BUTWA NepBOro pebeHKa U3 ABONHN NP POXAeHNM COOTBETCTBOBanu 25-50 p.c., BTOpoO-
ro — 10 p.c. ¢ yueTom rectaymoHHoro Bo3pacta [15]. Y obeunx geBoyek c poxxgeHus gma-
rHOCTUPOBaH ABYCTOPOHHUI aHobTanbM, B CBA3M C YeM NpoBefeH NepBUYHbIA OCMOTP
BpavyoM-reHeTUKOM B Bo3pacTe 10 CyToK.

MoBTOPHbIN OCMOTP BTOpOro pebeHKa 13 ABOWMHYW BbINOHEH B 6 MecALeB. PebeHoK
Haxogunca B CTalMoHape, U K Hemy 6bin npurnalleH reHeTuk. OTMeyannucb MHOXECTBEH-
Hble yepenHo-nmueBble Ancmopduun: 6paxmuedanna ¢ BbiCTynaowmmMm n1obHbIMK 6yrpa-
MW 1 MJIOCKUM 3aTbISIKOM, CrfiaXKeHHble opbuTbl, PE3KO YKOPOUEHHbIe rnasHble Lenu,
NNOCKUA NuueBo Npodunb, ULMPOKasA CAMHKA HOCA, CrAaXKeHHbIN ANUHHBIA GUnbTp, Anc-
NAacTUYHbIE YLIHbIE PAaKOBMHbI C YNPOLLEHHbIM PUCYHKOM, TaKXXe onpeaensanncb mMbilley-
HasA rMNoOTOHUA, BpaxMAaKTUANA KUCTEN 1 CToN, KnuHodakTunna V nanbues Kucten. Mo
JaHHbIM KOMMbIOTEPHOWN TOMOrpadum ronoBHOro Mo3sra v NMUEBbIX CTPYKTYP YCTaHOB-
NEHO, YTO rnasHble AGNOKM Pe3Ko YyMeHbLUeHbl B obbeme, 6e3 cTpyKTypHOW aAnddepeH-
LMPOBKU TKaHel (pyaumeHTapHbl). Mo pe3ynbtatam sxokapanorpadum yctaHosneH BI1C:
OedeKkT mexKenygoukoBol neperopoaku, dedeKkT mexnpencepgHoli neperoponky,
OTKPbITOE OBaflbHOE OKHO, BbICOKas NeroyHas runepTeHsmns, notpebosasLvie onepaTus-
Horo fieyeHnsA. C yueTOM MHOXECTBEHHbIX MOPOKOB Pa3BUTUA BbINOMIHEHO LUTOreHeTnYe-
CKoe nccnefioBaHvie TMMPOLMTOB KPOBM, MO3BOJIMBLLEE YCTAHOBUTb XPOMOCOMHOE 3ab0-
nesaHwue — Tpucomuio 21.
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MNocne nonyyeHns pe3ynbTaToB KAPUOTUMMPOBAHWA ANA 0OCMOTpa 1 foobcnefoBaHNA
6bIn1 NpurnaweH apyron 6nusHel, (nepBbii U3 ABOWHM). Ero deHoTMn Obin naeHTNYEH.
MNpoBepeHo LuTOreHeTNYECKOe nccneoBaHre NMMGOLNTOB, N YCTAaHOBNEH Kapuotun —
47 XX+21. Takum o6pa3zom, y BTOporo pebeHka Takxe gunarHoctuposaH C/l.

B Hawem HabnogeHUN Hanuume TAXKENOro ABYCTOPOHHEro NopaeHna 3puTeNibHOro
aHanmsaTopa 3HauUTENbHO BUAOV3IMEHWNO KIVHUYECKA deHOoTUM, YTo 3aTPySHUIO AN
neamaTpoB KIMHMYECKYIO ANArHOCTUKY TprcoMmm 21 B neprog HOBOPOXKAEHHOCTU. ITO
CBA3aHO C Tem, uTo AM He ABNAETCA NAaTOrHOMOHWUYHBIM KANHMYECKUM npu3Hakom CJ.
Kpome Toro, 3ailepkKy ncrMxopeyeBoro pas3sutua y oboux geTel cneumanunctbl CBA3bI-
Ba/lN C TAXKENbIM NOpPaKeHMeM Ma3Horo aHanmsatopa. Hanmuve mblileyHoOm runoToHuu,
6paxugaktmnum, BIMNC B coyeTaHMm ¢ nMueBbIMM AUCMOPPUAMM NO3BONUIO NPeanono-
XNTb XPOMOCOMHY0 NaTONOrMIO TONbKO B Bo3pacTe 6 MecAueB. C yueTom cTapLiero cmbca
C MMKpOdTanbMOM B CEMbE Mbl CHUTAEM, UTO JEBOUKM UMEIOT «ABOMHYIO» HE CBA3AHHYIO
Opyr C Apyrom naTosiornio — XPOMOCOMHoe 3abosieBaHme 1 MOHOTreHHYt0 6onesHb ¢ ayTo-
COMHO-peLeCcCBHbIM TUMOM Hac/le4oBaHUA.

MpeHaTtanbHaa guarHoctnka BIP 3putenbHOro aHanmsatopa He Tak npocTa. Kak
npasuno, npu Y3 oueHMBalOTCA rMasHULbl, UX pasmep 1 ¢opma, YTo NO3BOJIAET 3amno-
[03puUTb rno- unu runeptenopusm. O pasmepe rnasHoro AGNOKa 1 ero HanMuUK CyguTb
CNOXKHO, U Yalle BCero AnarHoCTMYeCKMM MapKepoM ABAAETCA BMU3yanusauma Xpyctanu-
Ka. Kyuesa EJ1. c coaBTopamu B 2019 I. onncanu ycnewHyo npeHaTtanbHyo AUMarHOCTUKY
aBycTopoHHero AM B cembe, nmetolleln pebeHka ¢ OAHOCTOPOHHUM MUKPObTanbMOM.
Mpwn Y3W B cpoke rectaumu 19-20 Hegenb He OGbINU BM3yann3npoBaHbl XPYCTanuKuy, YTo
No3BONMNO ANArHOCTUPOBATb BYCTOPOHHUI aHOdTaNbM, KOTOPbI 3aTeM NOATBEpANCA
Mopdonornyecku [16]. K coxxaneHuto, B NpeacTaBieHHOM HaMU KIIMHUYECKOM Habntoae-
HUW, HECMOTPA Ha HACTOPOXKEHHOCTb B OTHOLLEHWW AM, CO3HaTeNbHYI0 OLEHKY XpyCTanu-
KOB, Mbl HE CMOITI1 AnarHoctuposatb AM npeHaTanbHo.

Yactota anarHoctukn Cll y ogHoro nnoga w3 gBoniHu coctasnsaet 0,2%. M3-aBonHU
ABNAIOTCA pe3yNbTaToOM OMNIOA0TBOPEHNA eANHCTBEHHON AnLeKneTKn. OnncaHo coyeTa-
Hue C[l c areHe3mein MO30ANCTOro Tena y AByx aeteit u3 M3-geonHu [17]. OgHako yacTo
M3-6113HeLbl pa3nnyatoTCsa No Macce Ha MOMEHT POXAEHUS, MO reHeTMYeCKM 3abonesa-
HUAM 1 BPOXeHHbIM aHoManuaM. QeHoTunryeckne pasnnumna He Bcerga BUAHbI 1 MOTYT
6bITb efBa ynoBuMbL. B nutepaType oTMeueHbl HabnogeHuna CLly o6omx M3-6nr3HeLoB ¢
Pa3NYHBIMK KNMHUYECKMMMN NPOABEHUAMM. B HalleM KNMHMYeCKOM HabnogeHnun ana-
rHo3 C/] He 6b11 NoCTaBNEH HOBOPOXKAEHHbBIM, HECMOTPSA Ha TO UTO 3TO OAWH M3 Hanbonee
3HaKOMbIX Ans Bpayeli-neanaTpoB U HEOHATOSIOrOB reHeTMYeCcKnx guarHo3os. GeHoTun
Cl xapakTepHbIil, 1 aHTMMOHIOIONAHBIN pa3pe3 rna3 ABAAETCA OOQHUM U3 MaXKOPHbIX
npu3HakoB. AM y oboux feTen nameHuna ¢eHoTun, 4To NOBNEKIO 3a coboI HecBoeBpe-
MEHHYI0 MOCTAHOBKY AiNarHo3a, 1 ToNbKo coueTaHue runotoHunn, BMC n 6paxugaktmnum
HaBeno Bpava-reHeTnKa Ha MbiC/lb O BO3MOXHOCTM XPOMOCOMHOWN 6one3Hu. MNockonbKy
6epemeHHOCTb Gbina OX[JA, ABONHA paccmaTpumBanach Kak [13. YunTbiBad ayTOCOMHO-
peLeccuBHbIN BapuaHT HacnegoBaHua, AM y obenx gesouek npu [3-TporiHe Hamu nep-
BOHauyanbHO 06BbACHANACH BbICOKUM 25% puckom. [laxe nonyums pesynbtat Tpucommm 21
y ofjHoro pebeHKa, Mbl Mo-npexHemy npegnonaranv [3-gBonHio. Tem He MeHee Hal
npeablayLwmin onbiT paboTbl NOKa3an HeobxoANMOCTb NPOBeAEHUA YHUOULNPOBAHHOIO
obcnepnoBaHmMA BCex geTen oT MHoronsiogHon 6epemeHHocTU. [To3ToMy 6b110 HazHaueHo
KapuoTunupoBaHue cnbcy c 6onee MArKMMU KIMHUYECKMMUN NPOABAEHUAMU (OTCYTCTBUE
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[JuxopranbHas AramMmHNOTUYECKas ABOVHA C CUHAPOMOM [layHa 1 aHOGTanbMom y 0601xX NIog0B

BINC 1 meHee BblpaXeHHaA rMNoToHUs). Kapnotun okasanca 47,XX+21. Takum obpaszom,
M3-aBoWHA n3HayanbHO Obina aHeynnouagHom no 21-n XxpoMocome 1, BEpPOATHO, Mena
peLeccuBHyio MyTaumto AM B roMO3rOTHOM COCTOAIHMW. 3aTeM B TeueHue NepBbIX 3 CYyTOK
npowusowno aeneHune ¢ dopmmnpoBaHnem OXOA-psonHn ¢ C4 n AM y oboux nnopos.
B HacTofALLee BpeMA NnaHMpyeTcA NpoBefeHne AOMONHUTENbHbIX MONEKYNAPHO-TeHETU-
YeCcKMx nccnefoBaHui ana yTouHeHnsa MmyTtauum, obycnasnmsatoiien AM B faHHON ceMbe.

B 3AKJTIOMEHUE

MNpepcTaBneHHOe HamMU KNMHUYECKoe HabnogeHne NoKa3biBaeT BO3MOXKHOCTb cove-
TaHHOW reHeTMYeCcKoW MaTonoruu, He cBA3aHHOW Apyr ¢ agpyrom. Hannune AM y o6ounx
NnofoB 3aTPyAHWUIO CBOEBPEMEHHYIO NOCTaHOBKY AmarHo3a C[l. MHoronnogHasa 6epe-
MEHHOCTb BCErfa OC/IOKHAET MpoBefeHNe MPeHaTanbHOro CKPUHUHIA XPOMOCOMHbIX
6onesHel, B yactHocTn Cl. Y3-mMapKepbl XpOMOCOMHbIX 60n1e3Hel y niofoB He cpabo-
Tanu, JaHHble BUOXVIMUYECKOTO CKPYHUHIA HUBENMPOBanuUCh ABoliHen. OQHOCTOPOHHUIA
MUKpOdTanbm y nepBoro pebeHKa 1 laHHble aKyLLepCckoro aHamHe3a roBOpvn B NoJib3y
TepaToreHHow npupoAbl BINP. OgHako no ¢akTy poxaeHunsa aByx M3-cnbcoB ¢ iByCTOPOH-
HM AM MOXHO rOBOPYTb O MOHOTE€HHOM HacnefoBaHUN JaHHOro 3aboneBaHWA B CEMbE,
4TO HEOBXOAMMO YUMTbIBaTb MPY NPOBEEHM NOAFOTOBKY K crefyiollein bepeMeHHOCTU.
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Pesiome

Husknii pocT 6epemMeHHbIX XeHLMH NPUBOANT K YBENMUEHWIO PUCKA Pa3BUTUSA aKyLlep-
CKNX OCNOXKHEHUN. YCTaHOBNEHNE NPUYNHbI HU3KOPOC/IOCT NMOMOraeT akylepam-rmHe-
KOJIoram npaBuiIbHO OLEHUTb PUCK Pa3BUTUA OCIOXHEHUA GEPEeMEHHOCTN 1 POAJOB,
npoBoOAUTb I'IpOd)I/IJ'IaKTI/IKy, CBOEBPEMEHHYIO ANArHOCTUKY W JNieyeHne anAa ynydweHuA
ncxoaoBs AnAa matepu 1 nnoda v npeaoTBpalleHnA neprnHaTalbHbIX NOTepPb.
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Abstract

The low height of pregnant women leads to an increased risk of obstetric complications.
Finding the cause of short stature helps obstetricians-gynecologists correctly assess
the risk of complications of pregnancy and childbirth. It also helps to prevent diseases,
perinatal losses and timely diagnose and find the right treatment to improve maternal
and fetal outcomes.

Keywords: short stature, genetic syndrome, skeletal dysplasia, pregnancy, delivery
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[eHeTnueckn OﬁyCﬂOBﬂeHHaﬂ HN3KOPOCNOCTb B MPaKTUKe akyllepa-rmHekonora

W BBEJEHWE

H13KOpOCNoCTblo CYMTAETCA 3HAUEHME NOoKa3aTeNsa PoCTa HMXKe 3-11 nepueHTUIn unm
HUXKe 2 CTaHJaPTHbIX OTKIOHEeHN (<2 SD) oT nonynALMOHHON CpefHein AnA AaHHOIo XPo-
HoMorMyeckoro Bo3pacta v nona [1, 2].

PocT uenoseka — 310 Mopdonornyecknii NpusHak, GopmrpyWNnCca nog BANAHNEM
reHeTUYeCKmX, SnmreHeTnYecknx GakTopos 1 GakTopoB BHELWHeN cpeqbl. Cpean aHTpo-
NMOMETPUYECKMX XapaKTepPUCTUK POCT YenoBeKa ABMAETCA Hanbonee M3yyeHHbIM npu-
3HaKOM OTYaCTW BBMAY MPOCTOTbl K AOCTYMHOCT U3MEPEHUA, OTYACTU B CUTY »KenaHuA
nccnegoBaTenei BbIABUTb MEXaHU3MbI, MPUBOAALLME K 3aMETHbIM BapuaLaM 3HaYeHNA
nokasaTensa pocTa B pa3HblX YeNoBeYeCKnX NonyaLmaAx no BCemy Mupy.

Ha cerogHAWHMI fleHb N3BECTHO, YTO POCT — 3TO MOSIMIEHHbIV NPU3HaK C Hacnegyemo-
cTbto nopagka 80%, cnegoBaTesibHO, reHeTUYECKaa N3MEHUYNBOCTb ABNAETCA OCHOBHbIM
$aKTOpPOM, BAMAIOWNM Ha 3HaueHWe MoKasaTena pocTa, 0COOeHHO B npepesnax ofHoW
nonynaunn nogen [3, 4]. POocT nogunHeH 3aKoHy HOPMasnbHOro pacnpeaeneHns, npy 3Tom
anAa HebonblOW YacTn MHAMBUAYYMOB (3-5%) XapaKTepHbl KpaliHMe 3HauyeHUA MokKa-
3aTens, B TO BpeMs Kak y OCHOBHOW 4acTu fitofel 3HaueHus pocTta 65mM3Kn K cpegHemy
3HaueHuto nokasartens [5]. HeckonbKo NOMHOreHOMHbIX aCCOLMATUBHbBIX NCCIeA0BaHNN,
NPOBeAEHHbIX B MOC/IefHee BPEMA, BbIABMAN COTHU reHETUYECKNX BapMaHTOB, KOTOpble
pacnpocTpaHeHbl B NONYNAUMAX, U KaXKAbIA U3 HUX OKa3blBaeT KpalriHe He3HaunTelbHoe
BNUAHME Ha M3MEHEHWe NoKasaTess pocTa (<5 Mm/annenb), NpubansnTenbHo 1% Bapu-
aHTOB OKa3blBalOT yMepeHHOoe BANAHME Ha U3MeHeHVe NoKasaTena pocTa (>5 mm/annenb)
[2, 5]. OgHako yem BnnXKe 3HauYeHWe NokasaTena PocTa K KpaHMM BapuaHTam (<2,5-3
SD, uto coctaBnaeT npubnusntenbHo 0,1-0,6% nonynAunmK), TeM Yalle HU3KOPOCIOCTb
Bbl3BaHa MyTalLVel B OTAENIbHOM reHe 1 ABNAETCA OAHMUM 13 GeHOTUMMYECKNX MPU3HAKOB
reHeTMYyeckoro cMHapoma. Takum obpasom, KOMOUHUPOBaHHbIE 3GPEKTbl HECKONbKUX
reHoB, BEPOATHO, 0OBACHAIT 60/bLUYI0 YaCTb U3MEHUMBOCTU B Npeeniax HopMasnbHOro
[vana3oHa pocTa, B TO BpeMmsa Kak bonee pefkue BapraHTbl OTAENbHbIX FEHOB Ux MyTa-
LUK B reHax NpuBoaAT K GOpMIMPOBaHNIO 3HAUEHMIA NOKa3aTess PocTa, NpubnmxatoLero-
CA K KpallHMM BapuaHTam [2, 4].

Ha cerogHAWHMA AeHb NPUUYNHY HN3KOPOCTOCTM YCTaHABAMBAIOT Ha OCHOBE AaHHbIX
dM3nKanbHOro 0CMOTPA, aHAMHECTUYECKMX AaHHbIX, TabOPaTOPHbLIX 1 PEHTreHosornye-
CKUX NCCNEefOBaAHWNI, 1 BCe Yallle K 3TUM AaHHbIM [00aBNATCA Pas3finyHbIe reHeTnYecKme
TecTbl (KapMoTUMNMPOBAHME, CEKBEHMPOBaHWE 3K30Ma, CPaBHUTENIbHas reHOMHaA rmépu-
avsauma). na Toro utobbl NpUGErHyTb K reHeTUYeCKMM TecTaMm, ClegyeT 3anofo3puThb y
nauneHTa MOHOMEHHYI0 UM XPOMOCOMHYIO NPUYNHY HU3KOPOCIOCTH, Ha KOTOPYIO YKa3bl-
BaloT cnepytowme paxropsl [2, 6]:

B TAXenbin AednumnT roHagoTPONHOro ropMOHa;

B HeyyBCTBMTENbHOCTb K TOHAOTPOMHOMY FOPMOHY;

" [UNONUTYUTaPU3M;

B pebeHOK, ManeHbKWIN K CPOKY rectaLmu, 6e3 4OroHALWero pocTa K 2 rofjam 13Hu;
B ancmopduyeckne ocobeHHoCTY;

B BPOXKAEHHbIE MOPOKWN Pa3BUTUSA;

®  1CNPONOpPLMOHaNbHaA HU3KOPOCIOCTb M aHOMaNun CKeneTa;
B yMCTBEHHasA OTCTaNIOCTb;

= MuKpouedanus;

B 3HayeHue nokasatena pocTta <3 SD;
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B KPOBHOE POACTBO Y poguTenei;
B 3HauyeHue NoKasaTensa pPocTa y OfHOro 13 pogutenei <2 SD.

MocTaHoOBKa AMarHo3a, 06bACHAIOWEro HA3KOPOCIOCTb, BaXKHA A4J1A NALMEHT], TaK Kak
no3BosiAeT emMy NoyunTb MHGOPMaLMIO O eCTECTBEHHOM TedeHWM 3a6051eBaHNA, MPOrHO-
3e, JOCTYMHOM fleYeHnn, prcKe Ans NoTomcTea [6].

Mcxoas 13 BbllenepeuncsieHHbIX AaHHbIX, MOHOFEHHas MPUYMHA HU3KOPOCIOCTU
XapakTepHa Ans NauneHTOB CO CKENETHbIMU AUCMNA3MAMU, XPOMOCOMHbBIMU U FeHHbIMI
CYHAPOMaMV (fanee — CUHAPOMbI), UANOMNATUYECKON HA3KOPOCIOCTbIO. [pr 3TOM y naum-
€HTOB CO CKeNeTHbIMU ANCMAA3UAMM U CUHAPOMAMK reH, OTBETCTBEHHbIN 3a pa3BuTme
HM3KOPOCOCTH, ByAeT OKa3blBaTb BAVSHME 1 Ha ApYyrie OpraHbl Y CUCTEMbI OpraH13ma, B
TO BpeMms Kak 3HaueHue nokasaTtesia pocTa y NalueHToB C UANOMNATUYECKON HN3KOPOC/IO-
CTblo ByfieT pe3ynbTaToM HanuuKA B reHOME PefiKoro BapriaHTa OTAENIbHOrO reHa, oTBeT-
CTBEHHOTO NCKIOYMTESNIbHO 3a POCT.

Ha npueme akylepbl-rvHeKonorn Bcerga o6pallaloT BHUMaHVE Ha HU3KWUIA POCT
NauueHToB, 0COGEHHO PEenpoayKTUBHOIO BO3pacTa. M3BecTHO, UTO MAMOMNATUUYECKUI
HU3KMIA POCT MaTEPU MMEET NPAMYI0 KOPPENALMIO C HACTYMNeHeM NpeXaeBpeMeHHbIX
POAOB 1 POXAEHMEM MANIOBECHBIX K CPOKY recTauumn getein [7] n o6paTHyto koppenauymio
C popopaspelleHieM NyTem onepaunmn KecapeBa ceuyeHus [8]. AMepuKaHCKUM obLe-
CTBOM aKyLIePOB-TMHEKONOroB 6binn pa3paboTaHbl pyKoBOAALME NPUHLUWMbLI BeAeHUs
6epeMeHHOCTU 1 poaoB. [9] Y NAaLMEHTOB CO CKENEeTHbIMU ANCMIA3nUAMU, OGHAKO OTMeYe-
HO, UTO peKomMeHAALMN 6A3NPYIOTCA Ha MHEHUV aBTOPUTETHBIX YUEHbIX, @ HE Ha JaHHbIX
KJIMHWYECKUX NCCNefoBaHni. B JOKyMeHTe OTMEUEHO, UTO CKeseTHble ANCNIasun — 3To
obLMpHan rpynna, BKovatowas B cebsa 6onee 400 3a6oneBaHuii, CriefoBaTeNbHO, BaXXHO
NOCTaBUTb ANArHO3 XeHLMHE A0 HACTYNNeHNsA 6epeMeHHOCTU, 4J1A TOTO UTO6b YyULWnTb
NCXOAbI ANA MaTepu 1 NIoka U oNpeaennTb MPOrHo3 NOTOMCTBA. DKCNepTbl CYUATAIOT, UTO
PUCK HacTyneHMs NPeXAeBpPeMeHHbIX POJOB B rpymmne XEeHLWWH CO CKeNeTHbIMU ANC-
NMasuAMK He NPeBbIWaeT NONyAALUMOHHYIO YacTOTY, OOHAKO YBENMYEHNE MaTKW B Mpo-
Lecce 6epeMeHHOCTV MOXKET Bbl3blBaTb OCNIOXKHEHWSA CO CTOPOHbI CEPAEUYHO-COCYANCTOMN,
AbIXaTeNbHOM 1 OMOPHO-ABUIaTeNbHON CUCTEM MKEHLLMUHDI, YTO NPUBOANT K HEOOXOANMO-
CTN JOCPOYHOrO pogopaspeLleHuns. AHaTomuyeckmne ocobeHHOCTY Tas3a y 6OMbLWMHCTBA
XKEHLUMH UCKNIOYAOT POAbI Yepes ecTeCTBEHHbIE POAOBbIE MyTK, a AedopmMaLmmn ckeneTa
YBENMUMBAIOT PUCK OOLLEN N PETUOHAPHOW aHeCTe3nm BO Bpemsa 6epemMeHHOCTM U POAOB
1 TpebyioT NpefBapUTENIbHOTO MAHUPOBaHKA. [NA AMAarHOCTUKN ANCMNA3nuM CKeneta y
nioAa OCHOBHbIM METOAOM AIBNAETCA YNbTPa3BYKOBOE McciefoBaHue. Taxenble Gopmbl
CKeNeTHoM ANCNiasun y Nioaa BO3MOXKHO ANArHOCTMPOBATb YXKe BO BTOPOM TPUMECTPE,
HO BCE e YacTb AMArHO30B YCTaHABNMBAETCA TOMbKO Nocsie poxaeHus. HoBopoxaeH-
HOMY C AVCNa3neit ckenleTa MoXeT NoTpeboBaThCA Creunanm3npoBaHHan MeanLMHCKan
nomollb. B nutepatype HeT ynomuHaHusa 06 nccnefoBaHusAX, 06 beANHAIOWMNX XKEHLMH
C HU3KOPOCNOCTbIO, OOYC/TIOBIEHHOMN reHETUYECKUMI CUHAPOMamMK, B 06LLYtO rpynny, HO
B LI/IOM OTMEUYAETCS, UTO MKEeHLWMUHbI C CUHAPOMAaMK YacTo 6ecniogHbl 1 Afia peanusa-
UMM PenpoayKTUBHOW GYHKLMU UM NoTpebyeTcsa NpmberHyTe K MOMOLM BCoMoraTesb-
HbIX PEMNPOAYKTUBHbIX TEXHONOMMIA. [N CUHAPOMOB XapaKTepHbl BPOXAEHHbIE MOPOKM
pa3BUTUA, KOTOPbIE MOTYT MPUBOANUTD K XKMN3HEYTPOXKaIOLWMM COCTOAHUAM Y >KeHLMH BO
Bpemsa GepemMeHHOCTU, 3TO TpebyeT MpoBeAeHUA AOMONHUTENbHBIX AUArHOCTUYECKMX
NCCNeA0oBaHNI U OLEHKW PrCKa Ha NperpaBugapHoMm sTane. BaxHbiM ABnAeTCa nposeae-
HVEe reHeTUYECKOTO KOHCYNBTMPOBAHUA /1A OLLeHKM prCKa AA MOTOMCTBA, onpegesneHuns
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[eHeTnueckn OﬁyCﬂOBﬂeHHaﬂ HN3KOPOCNOCTb B MPaKTUKe akyllepa-rmHekonora

METOZOB MpeHaTaNbHON ANArHOCTUKN U MHGOPMUPOBAHNA XKEHLMH O BO3MOXKHOCTAX
neyvenwus [10].

Takum 06pa3om, BOMPOC, Kakue AOMOSHUTENIbHbIE PUCKM Pa3BUTUSA OCSIOXKHEHWUN
6epeMeHHOCT 1 POLIOB XapaKTePHbI AJ1A NaLMEHTOB C reHeTnYeckn obyCcIoBIeHHON HN3-
KOpOCNoCTblo, TpebyeT fanbHeNLero n3yyeHus.

B LIE/Ib NCCNEJOBAHUA
Onpenenutb 0CO6EHHOCTY TeueHIA GePEMEHHOCTI U POAOB Y MALIMEHTOB C reHeTHYe-
CK1 06YCNOBNEHHON HU3KOPOCIOCTbIO.

B MATEPWAJIbl U METObI

Hun3KopocnocTb ycTaHaBNMBaNach Yy XeHLWMH NpY 3HaYeHM N NoKasaTtesa pocTa MeHee
2 SD. CTouT 0TMEeTUTb, UTO eCnn 3a OCHOBY GpaTb 3HaueHue, cooTBeTcTByoLee 2 SD, To B
abconioTHbIX 3HaueHMAX undpa byaeT MeHbLUe, TaK Kak BKJlouaeT B cebA npnbnmsntenbHo
2,3% HaceneHusA. [na onpefeneHus cpefHero pocTa v 2 SD y XeHLWWH penpogyKTUBHOro
BO3pacTa Oblv NpoaHann3npPoBaHbl NCTOPUM POAOB XeHWmMH (n=3818), rocnuTtannsu-
POBaHHbIX B yupexeHre 34paBooxpaHeHna «KnnHnyecknin pogunbHblin oM MunHckon
obnactn» (Y3 «KPAMO») 8 2020 r. Ha ocHOBe nonyyYeHHbIX AaHHbIX Obina BblgeneHa rpynna
13 102 KEeHLWWH C NAMOMNATUYECKON HU3KOPOCNOCTbIO. [py aHanmn3e reHeTUYeCcKmx KapTt
naumeHToB 6bin cpopmrpoBaHbl Fpynnbl U3 10 XEeHLWMH CO CKeNeTHbIMU AUCNIa3naMM
(rmnoxoHaponnasus, octeoxoHgpoamncnnasma Onbparita, 3K30CTO3HaA XOHAPoAMCHNa-
315, HECOBEPLUEHHDI OoCcTeoreHes) n 19 XeHWMH C cuHapomMamu (cmHapom TepHepa,
cuHgpom HyHaH, HeknaccuduumMpoBaHHbIA KOMMNEKC MHOMXECTBEHHbIX BPOXIAEHHbIX
nopokoB pa3sutus). O6paboTka NOyUYEHHbIX AaHHbIX BbINOMHEHA C MCMONb30BaHNEM
CTaTUCTMYECKOro NakeTa Statistica 12.0.

B PE3YJNIbTATbl U OBCYXOEHNE

CornacHo nuTepaTypHbIM JaHHbIM, CPeIHUI POCT KeHLWuHbI B Pecnybnuku benapychb,
poxpgeHHon B 1996 1., Nnpu gocTmkeHUn 19-neTHero Bo3pacTa coctasBnAeT 166 cm [11],
nNpu 3TOM AaHHble O 3HaYeHUN NokasaTena pocTa ANA YCTaHOBNEHWNA AMArHO3a «HU3KO-
POCNIOCTbY OTCYTCTBYIOT.

CpepHun BO3pacT »eHLWWH B rpynne nccnegosaHna (n=3818) coctasun 30 net (SD -
5,3 roga), cpegHUNn PoCT XKeHLWUH — 166 cm (purc. 1). Takum 06pa3om, HU3KOPOCOCTb Ana-
FHOCTUPYETCA Y XEHLLWH Npu 3HaYeHn NnokasaTensa pocTa 154 cm n Huxe.

MNpwn aHanunse cpegHero pocTta B UCCieAyeMbIX rpynnax OCTOBEPHO MeHbLUee 3Have-
HMe nokasaTtensa pocTa BbIABNEHO B rPyMMe XeHLUWH CO CKeneTHbIMU gncnnasmamm (puc. 2),
3HayeHne noKasaTtensa HaxoauTcA Ha ypoBHe meHee 3 SD u coctasnaeT 146 cm (p=0,00).
XoTA 4OCTOBEPHOro OTANYMA B 3HAYEHUM NOKasaTena pocta MexKAy rpynnamm >KeHLmH
C CMHAPOMaMKM 1 NAMONATUYECKON HN3KOPOCSIOCTbIO BbIABMIEHO He 6blN1o, cneflyeT oTMme-
TUTb, YTO CPEAHUI POCT XKEHLMH C CUHAPOMaMN cocTaBnAeT MmeHee 2,5 SD (<151 cm).

Mpu aHanu3e penpoayKTMBHOrO aHaMHe3a BbIIBNEHO, YTO 6epeMeHHOCTb [OCTOBEP-
Ho vale (p=0,02) HacTynaeT y >KeHLWMH CO CKeNIeTHbIMY ANCMNA3NAMM U NAMONATUYECKON
HU3KOPOCNIOCTbIO, OAHAKO MPY CPaBHEHMW KO3bdULMEHTa poXKaaeMoCTU (puc. 3) gocTo-
BepHO Gosbliee 3HauUeHre OTMeUEHO B FpyMne XeHLWWH C NAMonaTuYyeckom HU3KopoCo-
cTbio (p=0,01) Npu CpaBHEHMM C FPYNNON KEHLWNH C cuHApomamu, p=0,04 npu cpaBHeHNN
C rpyNMou »KeHLWMH CO CKeNeTHbIMW ANCNNA3UAMU.

98 "Reproductive health. Eastern Europe", 2022, volume 12, Ne 1

HA NEPBYIO HA CIEQYIOLLYIO HA NPEABIAYILYIO K COAEPXAHUIO




OpurvHasbHble UCCNefoBaHms (1
Original Research

200

190

180

170

PocT, cm

160

150

140 O Mean=166 cm
[] Mean+2* SD=(154 cm, 178 cm)
130 T Min-max=(139 cm, 191 cm)

Puc. 1. CpegHuii poct poaunbHuy B Y3 «<KPAMO» B 2020 .
Fig. 1. Average height of parturient women in Clinical Maternity Hospital of Minsk Region in 2020

TakXe >KEeHLUHaM C CUHAPOMaMU LSl HAacTyreHnsa 6epemMeHHOCTU B 3 pasa ualle
TpebyeTcs MPUMEHEHVE BCMOMOTATeNbHbIX PENPOAYKTUBHbBIX TEXHOMOrMiA. Takum obpa-
30M, >KEHLLUMHbI C CUHAPOMAaMU U CKENIETHBIMU AVCMIA3UsIMU BXOAAT B rpynny prcka no
OCJIOXKHEHHOMY TEUEeHU0 GepeMeHHOCTU 1 TPebyloT UHAMBMAYANIbHO Pa3paboTaHHOro
nnaHa BefileHNa B6epemMeHHOCTU A ynydweHns ncxopgos. CBOEBpeMEHHasA ANarHocTu-
Ka CUHOPOMOB BaXXHa C TOUYKM 3peHUA PenpogyKTBHONO noTeHumana. Ha cerogHAWHMNA
[leHb MpY BbICOKOW BEPOATHOCTU NMPVIMEHEHNA BCOMOTATeNIbHbIX PENPOAYKTUBHbIX TEX-
HOJMOMUI Y KEHLVH C CMHAPOMaMu B Byayuiem Ansa HacTyrnsieHus 6epeMeHHOCTU Heob-
XOAMMO 00CYXaTh BOMPOChI KPUOKOHCEPBALMM TKaHW ANYHIMKA, COBCTBEHHbBIX OOLMTOB
60 AOHOPCKMX OOLIMTOB MNPV BO3MOXKHOCTM POACTBEHHOIO IOHOPCTBA.

Mpwu n3yyeHun cnocoba pogopaspeLLeHuns OCTOBEPHO Yalle POoAbl Yepes eCTECTBEH-
Hble poAOBble NYTX MPOXOAAT Y MEHLWMH C MAMONATUYECKON HU3KOPOCNOCTblo — 53%,
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Puc. 2. CpaBHeHMe n3yyaembix rpynnm no pocTy
Fig. 2. Comparison of studied groups by height
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Fig. 3. Comparison of studied groups by the number of pregnancies and the birth rate

Y XEHLLMH CO CKeNeTHbIMU ANCMNasnamm — 75%, y »eHLWmH ¢ cuHgpomamm — 85% (p=0,01).
OpHako cnepyeT OTMETUTb, YTO POAbI Y XKEHLWUH (Kak 340pOBbIX, Tak U C MaTonioruen) B
Pecny6nuke benapycb B 2020 r. 3aKOHUMNUCb Yepe3 eCcTeCTBEHHble POAOBble MyTW B
68,8%, UTO yallle, YeM Y >KEHLUUH C NAMOMATUYECKON HU3KOPOCIOCTbI0. Takum ob6pasom,
npu BbIGOPe METOAA POAOPA3PELIEHNA HU3KMIA POCT MEHLUMHbI JOJXKEH YUMTbIBaTbCA B
KauecTBe dpaKTopa pucka.

WHTepecHble faHHble NOMyyYeHbl NPU U3yYeHUU CpefHero Beca HOBOPOXAEHHbIX B
n3yyaembix rpynnax (puvc. 4). [locToBepHOro oTimuma mexgy rpynnamm rno Becy HOBO-
POXXOEHHOIO BbISIBNEHO He Oblfo, OQHAKO CpefHUli BEC HOBOPOXKAEHHOIO Y >KEHLLMH,
popopa3speLueHHbix B Y3 «KPAMO» B 2020 r., coctaBun 3385 rpaMmMoB, UTO JOCTOBEPHO
6onblLue (p<0,001), Uem BEC HOBOPOXKAEHHBIX B UCCIeAyeMbIX FPyMnax. OTU AaHHbIe MOTyT
CBMAETENbCTBOBaTb 06 OrpaHNUMNTENbHOM BIIMSHMM OPraHM3mMa MaTepy Ha PocT nyioga u
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Puc. 4. CpaBHeHne nsy4yaembixX rpynn no secy HOBOpPOXAEeHHOro
Fig. 4. Comparison of studied groups by the weight of the newborn
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Tp66yIOT B3BeLWEeHHOro nogxoda npu oueHkKe BHyTpVIyTpO6HOIz 3afepPXKKN PpoCTa niioga 'y
HU3KOPOC/bIX MKEHLLWNH.

B 3AKJ/TIOYEHWE

HVI3KOpOCJ'IbIe MKEHLMHbI COCTAaBNAT rpynny puUcka no OCJIOKHEHNAM U He6naronp|/|-
ATHbIM NCXo4am 6epeMEHHOCTI/I. AKYLUEpaM-FI/IHeKOﬂOFaM canepnyer o6pau.1aTb BHMMaHWNe
Ha Npu3Hakn MOHOTFeHHOM NPNYNHbI HU3KOPOCNOCTN N CBOEBPEMEHHO HaNpaBnATb Naun-
€HTOB K Bpayy-reHeTuKy. HoctnxeHna B 0o6nacTn BCromoraTenbHbIX PENPOAYKTUBHbIX
TEXHONOrMn NomoratoT 3a6ep6MEHETb KEeHLWMHaM C reHETUYECKUMKN CMHAPOMaMu, Conpo-
BOXAaownmmnca 6ECI'U'IOJJ,I/IEM. I'IpV| BeOEHUN 6ep6MEHHOCTI/I N poaoB Yy 3TUX NaUNEHTOB,
paHee He BCTpeYaBLUMXCA B NPaKTUKe aKyllepa-rmHekosnora, HEO6XO}J,I/IMO y4uuTbiBaTb
0COBEHHOCTN TeyeHUs OCHOBHOro 3aboneBaHuA. Hanuune CMHQpoMa unn CKeneTHom
Aancnnasmmy nauneHTKn Tpe6yeT MynbTMANCLUNMIIMHAPHOIO NoAxo4a npu BeaeHnn 6epe-
MeHHOCTU. loTeHynanbHO KUBHEYTPpOXKaoWne OCNOKHEHNA, XapaKTEPHbIE ONA KaXaoro
3aboneBaHus, MOryT BO3HNKHYTb KaK BO BpemMs 6epEMEHHOCTI/I, TaK 1 Npu pogopaspeLle-
HUN. CBOEBpEMEHHaﬂ NX ANarHOCTUKa 1 nievyeHne NoOMOryT ynyylinTb NCxXobl 6epemeH-
HOCTW ANnA Mmatepwn n nnopga.
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Pesiome

HapyweHne dopmupoBaHus nona y naumeHToOB C Kapruotmnom 46,XY ABNAETCSA reHeTu-
YeCKM reTeporeHHbIM COCTOAHMEM, CBA3aHHbIM ¢ reHamu SRY, AR, SRD5A2 n SOX9. Mauwn-
€HTbI NPENMYLLECTBEHHO NMEIOT XEHCKUIA peHOTUM, COLManbHO afanTUpPOBaHbl, CO3L4a0T
CeMbU 1 NNAHMPYIOT AeTopoxaeHune. [laHHaa rpynna nauyveHToB Hy>KAaeTCA B MeAUKo-
reHeTMYeCKOM KOHCYNbTUPOBAHWUW, [AOMONHUTENbHbIX FEHETUYECKUX WCCNefoBaHNAX,
3aMeCTUTENIbHOM FOPMOHOTEPaNMM 1 NPOBeAEHNN SKCTPAKOPMNOPanbHOro OniaofoTBO-
peHMA C OHOPCKMMU ALekneTkaMmu. CpeaHuin pocT obcniefoBaHHbIX NauueHTok (n=35)
6b1n1 174,5 (164,0-178,0) cm npu macce Tena 55,0 (52,0-61,0) Kr. lHgeKkc Maccbl Tena cooT-
BeTCTBEHHO cocTaBmn 19,6 (17,6-20,2). CpepgHunii BO3pacT KapUoTUNMPOBaHMA OKa3asncs
11,8+7,09 (AN 8,9-14,6) roga. Y 62,5+9,88% nauneHTOK C HapyLleHreM GOpMUPOBAHMSA
nona JOCTOBEPHO yvalle onpeaenanncb Tectnkynol, p<0,05. Y 46,7+12,88% nauyneHTOB
MaTKa OTCYTCTBOBasa, B 2 Cilyyasx bbiia pyauMeHTapHas, B O4HOM NpefCcTaB/ieHa TAXEM.
Taknm obpasom, y 66,7+12,17% nauneHTOK NpoBeAeHNE 3aMeCTUTENIbHOM FOPMOHOTEpa-
nun BbiNo HelenecoobpasHbIM B CBA3N C PYAUMEHTAPHOW MAaTKOW WU ee OTCYTCTBUEM.
Matka onpepenanacb y 33,3+12,22% xeHwwuH, p>0,05. CpeHre pa3mepbl MaTKn COCTa-
Bunun 26,8+16,14 (A 10,07-39,6) mm, 15,6+11,07 (6,9-27,1) mm, 19,3£10,19 (6,3-24,9) mm.
Hamu paspaboTaH anropuTtm obcnefoBaHus 1 evyeHns naumeHTok ¢ HOM 46,XY, Bknto-
yaroLmn nccnefoBaHme Ha Hannume reHa SRY, ocMoTp opraHoB Masioro Tasa € UCMosb30-
BaHMEM COBPEMEHHbIX METOZIOB BM3yanun3aunn, ANarHOCTMYECKYH lanapoCcKonuio, Npo-
BeleHne MONEKYNAPHO-TeHETNYECKOro NCCNef0BaHNA CMHAPOMA HEYYBCTBUTENBHOCTA K
aHaporeHam (reH AR) 1 aKCTpaKkopnopanbHOEe OMNOA0OTBOPEHME.

KnioueBble cnoBa: HapylueHe GOPMUPOBAHUSA MOJA, HEYYBCTBUTENbHOCTb K aHApore-
HaM, TeCTUKYSbl, 3aMeCTUTENIbHasA FOPMOHalbHaA Tepanua, SKCTPakoprnopasnbHoOe ono-
[OTBOpPEHNE
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Abstract

Disorder of sex development in patients with karyotype 46, XY is a genetically
heterogeneous condition associated with genes SRY, AR, SRD5A2, and SOX9. Patients
predominantly have a female phenotype, are socially adapted, create families and plan
childbirth. This group of patients needs medical genetic counseling, additional genetic
research, hormone replacement therapy and in vitro fertilization with donor eggs. The
average height of the examined patients (n=35) was 174.5 (164.0-178.0) cm, with a body
weight of 55.0 (52.0-61.0) kg. The body mass index, respectively, was 19.6 (17.6-20.2). The
average age of karyotyping was 11.8+7.09 (Cl 8.9-14.6) years. In patients with impaired
sex formation, testicles were significantly more often determined, in 62.5+9.88%, p<0.05.
In 46.7+£12.88% of patients, the uterus was absent, in 2 cases it was rudimentary, in one it
was presented by a heavy one. Thus, in 66.7+12.17% of patients, hormone replacement
therapy was not advisable due to the absence or rudimentary uterus. The uterus was
detected in 33.3+12.22%, p>0.05 women. The average size of the uterus was 26.8+16.14
(Cl 10.07-39.6) mm, 15.6£11.07 (6.9-27.1) mm, 19.3+£10.19 (6.3-24.9) mm. We have
developed an algorithm for the examination and treatment of patients with NFP 46, XY,
including a study for the presence of the SRY gene, examination of the pelvic organs
using modern imaging methods, diagnostic laparoscopy, a molecular genetic study of
the androgen insensitivity syndrome (AR gene) and in vitro fertilization.

Keywords: violation of sex formation, insensitivity to androgens, testicles, hormone
replacement therapy, in vitro fertilization

B BBEAEHUE

C KaxablMm rogom Bce 6osiee 3HAUMMOWN MPOOGIEMOI CTaHOBUTCA XKeHCKoe becno-
[ne, STUOJIOrNA KOTOPOro B HacTosllee BpeMsa akTMBHO m3ydaetcs. LLnpoko obcyxpaa-
€TCA NOHATVE OBAPMANbHOIO pe3epBa 1 ero NPOrHOCTUYECKOW 3HAUMMOCTU ANA BbIbopa
METOAA NeyeHus, AUarHoCcTMyeckas 3HauMMOCTb OTAEMNbHBIX MAaPKEPOB B onpefenieHnn
bYHKUMOHANbHOTO COCTOAHNA AWUYHMKOB. TakKe M3BECTHO, YTO aHOMaNMK KapuoTtuna —
ofHa 13 BaXKHenLWunx npuunH 6ecnnogus. Hapywenua dopmrposaHusa nona (HOM) npea-
CTaBASIIOT COOON LWMPOKNIA CMEKTP OTHOCUTENBHO PeaKMX reHeTUUYEeCKMX 3ab0eBaHni ¢
pa3HOOOpasHbIMK KIUHUYECKUMU NPOABEHUAMY 11 ONPEAENAIOTCA KaK «BPOXAEHHble
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HapylueHrie opmMmupoBaHus nona 46,XY. Anropntm o6ciefoBaHUA U neyeHus

COCTOAHNA, NPU KOTOPbIX Pa3BUTME XPOMOCOMHOrO, FOHAaAHOro WAM aHaTOMUYECKOro
nosa ABAAETCA HETUNNYHbIMY [1].

YacToTa BPOXAEHHbIX HapylleHun GbopMMpOoBaHWA Nosa B NOMNyNALMU COCTaBRAET
1:1000 [2]. YacToTa aHOManmi pa3BUTMA HapyXHbIX MONOBbIX OPraHOB CPeAN HOBOPOXK-
AeHHbIX — 1:4500 [3]. OgHako Tonbko y 20% nauveHTos ¢ HOI ycTaHaBnMBaeTcA Moneky-
nApHbIn pedekr [2].

leHeTMuecKkuni Non npegonpeaenseT CTaHOBMEHMEe FrOHagHoro nona (bopmmnposaHue
MY>KCKUX MO0 EeHCKMX NONOBbIX »Kenes). B cBoto ouepesb, roHaAHbI nos obycnosnmsaet
CTaHOBNeHne peHoTUNMYEeCKoro nosna (bopmrpoBaHre NONOBbIX MPOTOKOB N HaPYKHbIX
MONOBbIX OPraHOB MO MY»KCKOMY Nnb0o no xeHckomy Tuny). MNonosasa anddepeHumnpos-
Ka MOXeT HapyLlaTbcA Ha Ntobom 3Tane. HapyLeHna moryT ObiTb Bbi3BaHbl abeppaLmsamm
NONOBbIX XPOMOCOM, MyTaLMAAMUN FEHOB, Y4aCTBYIOLLMX B CTAHOBAEHWUN FOHAAHOTO 1 GpeHo-
TUNNYECKOrO MONa, a TakXKe HereHeTUYeCKUMN NpuyrHamy (Hanpumep, NpPUeMom BUpU-
NU3NPYIOLLNX NNeKapCTBEHHbIX CPeACTB BO Bpemsa bepemeHHOCTK) [4].

B ocHoBe HapyuweHuii GOpMUPOBaHUA NONa MOTYT ieXKaTb Kak XPOMOCOMHbIE, Tak U
reHHble aHomanuu. B coBpemeHHon Knaccndbukaumu, npeanoxeHHon 8 2006 r. [5], HOM
pasfeneHbl Ha 3 rpynnbl: xpoMmocomHoe HOM, HDIM 46,XX n HOIM 46,XY, kaxpgoe us Koto-
pbiX BKJIlOYaeT oTAeNbHble Ho3omornyeckue Gopmbl (cm. Tabnuuy).

Mporpamma pa3BuTrA SMOpPrYIOHa aBTOHOMHO HanpasnieHa Ha ¢pemuHm3auuo. OcHo-
BOMonaralWmnm NPUHLMNOM ABAAETCA TO, UTO ANA GOPMMPOBAHMA MY>KCKOro Mopdono-
rMyeckoro nona Heobxoanma NonHoLeHHaa My»CKas roHaga, a Ana GopmMrMpoBaHUA XeH-
ckoro mopdoIornyecKoro fnosa *eHckas roHaga He Tpebyetcs.

DeHoTMNNUYECKOE Pa3BUTME MYXUMH MOXKHO paccMaTpuBaTb Kak ABYX3TamnHbI Npo-
uecc [6]. Ha nepsom 3Tane npoucxogut GopmMmmupoBaHue CEMEHHUKOB N3 MPUMUTUBHbIX
roHag nop BO3feCcTBMEM MY>KCKOTO XPOMOCOMHOIo Habopa — NosoBas feTepMmnHaLms.

[JeTepMmnHauma nona NpoONCXOAUT B ABYXMNOTEHLMANbHON roHage Ha 4-1 Hepene pas-
BMTMA 3MOPMOHa Nof BO3AeNCTBUEM 3KCnpeccum B cnegytowmx reHax: WT1, NR5A1, M33,
Lhx9, Lim1, GATA4, FOG2, DMRT1, EMX2. Ha 7-11 Hefiene pa3Butusa amOproHa akcnpeccus
reHa SRY B knetkax Ceptonu akTmBmpyeT aKkcnpeccuio reHa SOX9, KoTopas co BpemeHeM
YyBENUUMBAETCA B pe3ynbTaTte cuHepruyeckoro Bzammopenctsma NR5AT (reH ctepoungo-
reHHoro ¢akrtopa 1) u SRY, uto npmBoAUT K anddepeHLMpoBKe KneTok CepTonu, npeno-
npegenas pasBuTMe Nona no MyCKOMY TUNY, U NOJABIAET XeHCKNN NyTb pa3sutua. Ecnn
SRY oTcyTcTBYeT, 6UNoTeHUManbHasA roHaa pa3BrBaeTCA Mo XXeHCKoMY TUny. Taknum obpa-
30M, HapyLleHVe AeTepMrHaLUK Nona — 3To HeCoBMaZeHre XPOMOCOMHOro nona u coop-
MMPOBaHHbIX FOHag (MHBEpCKA nona).

Ha BTopom 3Ttane npowucxoant anddepeHunpoBka nona — GopmmpoBaHue nog Bos-
OeNCcTBMEM MONOBbIX FOPMOHOB BHYTPEHHUX M Hapy>KHbIX MONOBbIX OPraHOB COOTBET-
cTBytowero nona [6, 7].

OnddepeHumnaumua — oTHocuTenbHo Gonee nmpocTol npouecc. Me3soHedppuueckme
(BonbdoBbl) N NapamesoHedpryeckume (MIONIEPOBbI) NPOTOKKU, MPUCYTCTBYIOLLME Y NIOAA
KaK MY>KCKOTrO, TaK U XeHCKOro nona, 6epyT Hauyano B nepegHeb0KOBOM 3MMUTENUN MoYe-
nonosoro rpebHaA. AHTuMionniepoB ropMoH (AMr), cekpeTupyemblii kKneTkamun Ceptonu
ANYKa, BO3OENCTBYET Ha CBOM peLienTop B MIONIEPOBbIX NPOTOKAX, Bbi3biBasA UX perpecc.
TecTtocTepoH, cekpeTnpyembli KneTkamm Jleigmra ceMeHHMKOB, AeICTBYET Ha peLenTo-
pbl aHaporeHoB B BONbGOBCKUX NPOTOKaX, Bbi3biBas obpa3oBaHMe NPUAATKOB AWNYKA,
CeMABBIHOCALLNX NPOTOKOB N CEMEHHbIX MY3blpbKoB [6, 8]. Hapy»Hble reHnTanuu nnoga
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a

Knaccnpukaums HapyweHnin ¢opmupoBaHmna nona [5]
Classification of violations of sex formation [5]

AHOManun nonoBbIX
XpomMmocom

46,XY HOM

46, XX HOM

A. 45X (1 BapunaHTbl)
(c-m TepHepa)

A. HapyleHune popMnpoBaHmsa My»,CKUX FOHaA
MonHana ancreHesna roHap
[oHaaHaA/TeCcTUKynApHas perpeccus
OsotecTukynapHoe HOM

OBapuanbHoe HOM

A. Hapywenue ¢popmunposaHus
KEHCKUX roHap,

IucreHesns roHag
TectnkynapHoe HOMM
OsotecTukynapHoe HOIM

B. 47, XXY (1 BapvaHTbI)
(c-m Knaindenbtepa)

B. HapyLueHwne cuHTe3a 1 akTMBHOCTN aHAPO-
reHoB

1. HapyweHue cnHTesa

vnonnasua/annasua Kn-k Jlenaura

C-m Cmunta - Jlemnn — Onntua

BpoxpaeHHaa nunovaHaa runepnnasua Hagno-
YEeYHUKOB:

nedekr reHa STAR

HepocTaTtouHOCTb 20,22 pecmonasbl
HepocTtaTouHOCTb:
17a-ruppokcmnasbl/17,20-nmnasbl
3B-rugpokcncTepona AernaporeHassl 2
17B-rngpokcncTepona aerngporeHasol

P450 okcnpopenyKkrasbl

5B-penyKTasbl 2

2. HapyLueHna akTBHOCTW

CrHAPOM HEUyBCTBUTENbHOCTU K aHAPOreHam
JlekapcTBeHHble 1 cpefoBble MOAYNATOPbI

B. M36bITOK aHApPOreHOB

1. OeTanbHbIN
HepocTtaTtouHocTb:
21-rmapokcmnnasbl
3B-ruppokcmctepona aervapo-
reHasbl 2

11B-rmgpokcunasbl

P450 okcnpopepyKTasbl
MyTaunn reHa peuentopa rioKo-
KOPTUKONZO0B

2. DeTONNaLEeHTapHBbIN
HepocTaTouHOCTb:

apomartasbl

P450 okcnpopepyKTasbl

3. MaTtepuHcKmin

Onyxonb y matepu
AHApOreHHble nekapcTea

C. 45, X/46,XY
(cmelwaHHas ancreHe-
311 roHaf, OBOTECTUKY-
napHoe HOM)

D. 46,XX/46,XY
(xmepu3m, oBOTECTU-
KynapHoe HOIM)

C. Opyrue

C-M nepcncTeHLMN MIOSIIEPOBbIX MPOTOKOB
BpoxAeHHbIN rMnoroHafoTPONHbIA FMNoro-
Hafn3m

Kpuntopxusm

M3onmposaHHas runocnagma

CrHApOMarbHble accounaumm:

AHOManum Knoaku, c-mbl PobriHoBa, Aapckoro,
«KUCTb-CTOMNa-MaTKa», NOJKONIEHHOTO NTepu-
rmyma

CpepnoBble pakTopbl

C. Apyrue

AreHesus/rnonnasus Miosnepo-
BbIX CTPYKTYpP

ATpesus Bnaranvia

AHOManun pa3suTMA MaTKu
CpalleHyie nonoBsbIX ryd
CuHapomasbHble accoumalmnm

bopmMmpytoTca 13 KNneTok MeseHxuMbl. Mo Bo3aencTenem aHAPOreHoB CKNaaKu ypeTpbl y
MY>KUMH, BYropKr NONOBbIX OPraHOB NPVBOAAT K 06pa3oBaHUIo ry6yaToro Tefia u NpUmMmn-
TUBHOW ypeTpbl, HabyxaHuio dannoca N MOLWOHKN COOTBETCTBEHHO. ITOT NPOLIeCC Onoc-
pedyeTcA TeCTOCTEPOHOM, KOTOPbIN JeACTBYET Ha peLlenTop aHApOreHa npeacTaTenbHOM
Xenesbl N HaPY>KHbIX MOJSIOBbIX OPraHOB, YTO MPUBOAUT K UX MackynuHusauuu [9, 10].
Taknm obpa3zom, HapyLleHre andpdpepeHLMPOBKIM Noa — 3TO HeCoBNageHne (XPOMOCOM-
HOro) roHagHoro nona u cpopmMrMpoBaHHOIO NonoBoro peHotuna (mopdotmna) [11].

Kak BraHO 13 Tabnuubl, HapyleHne GopmMrMpoBaHNA Nona ¢ KapnoTunom 46,XY mMox-
HO pa3aennTb Ha 3 rpynmnbl: HAPYLIEHUE Pa3BUTUA FOHa, HapyLeHWe CUHTe3a/aencTaun
aHAPOreHOB U Apyrue NPUUYMnHbL. B KNMHMYECKON NpakTUKe 0co60e 3HaUYeHMe NMEET CUH-
LPOM HEUYBCTBUTENIbHOCTM K aHAPOreHaM.

CMHOPOMOM HEeYYBCTBUTENIbHOCTM K aHApPOreHam Ha3blBaloT reHeTuyeckoe CoCTos-
HVe, BO3HUMKalolee B pe3ynbTaTe MyTaluid reHa aHaporeHHoro peuentopa (AR). Peuen-
TOP aHApPOreHa PacronoXeH Ha ANVMHHOM nieye X-xpomocombl (Xq11-q12). MNockonbky
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nedekt B reHe AR cBsizaH ¢ X-XpOMOCOMOW, BCe SMOPUOHBI C KapnoTunom 46,XY, KoTopble
nmetoT X-xpomocomy ¢ fedpekTHbIM reHom AR 1 HOpMasbHYH0 Y-XPOMOCOMY, NPOABAAIOT
pasnnyHyto cTeneHb BbipaxeHHocT HOM.

CrHApOM xapakTepusyeTcAa npusHakamy GemmrHM3aLmUmM Hapy»KHbIX MOJSIOBbIX Opra-
HOB NPW POXAEHNI, aHOMaNbHbIM BTOPUYHbIM MOMOBbIM Pa3BMUTMEM B MEPYOA NOSIOBOTrO
co3peBaHuA 1 6ecnnogmem. [JlaHHbIN CMHAPOM MOXKeT 6blTb pa3feneH Ha TPU OCHOBHble
rpynmnbl: CMHAPOM NOJIHOM aHJPOreHHOWM HeYyBCTBUTENIbHOCTU, MPY KOTOPOW Hapy»KHble
NonoBble opraHbl UMET HOPManbHOE CTPOEHNE MO XKEHCKOMY TUMY; CUHAPOM YaCTUYHOM
aHAPOreHHOW HeYyBCTBUTENIbHOCTU, NMPU KOTOPOM CTPOEHME Hapy»KHbIX reHUTanui otpa-
XaeT pasfiMyHylo CTeneHb HapyLleHNA MacKyNnMH13aUny; CUHAPOM NEerkomn aHgporeHHom
HeuyBCTBUTENIbHOCTY, KOTOPbIV NPOABAAETCA HEAOCTAaTOYHbIM Pa3BUTMEM NOSTOBOIO OBO-
NOCeHNA, TMHEeKOMacTrel B nepuoge nybepTaTta 1 TAXKeNbIM HapyLLUeHeM cnepmMaToreHe-
3a (a3oocnepmuen) [12].

B MATEPWAJIbl U METObI

B PecnybnmkaHCcKom HayuyHO-MpaKkTMUYeckoMm LeHTpe «MaTb 1 AnTA» Ha gucnaHcep-
HOM yueTe cocToAT 84 nauumeHtkm ¢ HOIM 46,XY. ChopmmpoBaHa rpynna naynmeHToK ¢
H®IM 46,XY, 3aMHTepecoBaHHbIX B 06CIefOBaHNM U MPOBEAEHN BCMOMOraTeNIbHbIX pe-
NPOAYKTUBHbIX TexHonorui (BPT), Bkniovatowan 35 KnMHUYecknx HabnopeHui. Luto-
reHeTnyeckue, GMOXMMUYECKUE, MONEKYNAPHO-TeHeTMYeCKNe aHanu3bl BbIMOMHANUCH
KNUHUKO-AMArHOCTUYECKO (reHeTnyeckon) nabopatopuen PHIML «MaTtb 1 gnta», MUHCK.
KapuoTtun 3anvcbiBanca B COOTBETCTBUM C NPaBuUiaMy MexayHapoaHOM HOMEHKNaTypbl.

MpoBoamnack oLeHKa aHTPONOMETPUYECKUX AaHHbIX C BblYNC/IEHNEM MHAEKCA MacCChl
Tena (UMT). Bblumcnanu ero nytem geneHna maccbl Tena B KUIOrpammax Ha KBagpat pocTa
B MmeTpax (MMT = kr / m?). YnbTpa3sykoBoe nccnegosaHue (Y3M) npoBogmnoch Ha cKaHe-
pax Voluson 730 (GE) ¢ ncnonb3oBaHnem TpaHcabaoMUHaNbHOro KOHBEKCHOrO (5 MIu) n
TpaHcBarnHanbHoro (7 Mlu) aatumkoB. CTaTUCTUYECKUIA aHaNM3 MPOBOAWM C MOMOLLbIO
nakeTa npuknagHbix nporpamm STATISTICA 6.0.

B PE3YJNIbTATbl U OBCYXOAEHNE

MonekynapHo-uuToreHeTnueckoe TectmposaHue SRY reHa BbinonHeHo y 15 m3 35
nauneHToB. Bo Bcex 15 (100%) cnyuasax oH o6Hapy»eH Ha Y xpomocome. CpefiHMIn pocT
naumneHToK 6bin 174,5 (164,0-178,0) cm, npy macce Tena 55,0 (52,0-61,0) kr. MlHAeKc mac-
Cbl Tefla cooTBeTCTBEHHO cocTasun 19,6 (17,6-20,2). CpegHnin Bo3pacT KapuoTnnmpo-
BaHWA oka3sanca 11,8+7,09 (AN 8,9-14,6) roga. OCHOBHOWM NPUUYNHOM ANA NPOBEAEHNA
LMTOreHeTMYECKOro UCCeaoBaHnA Oblla NepBUYHAsA aMeHopes, B CBA3M C YeM Moche
obpalleHus K Bpauy-neguaTpy NpoBefeHO reHeTnyeckoe uccnegosaHmve. V13 29 nauu-
€HTOK cTaplle 16 fieT AaHHble O HanUUMM UNK OTCYTCTBMUW NPUAATKOB Obinu y 24. TecTu-
Kynbl OTCYTCTBOBaNM y 7, 4to coctaBuno 29,1+9,28%, onpegenanuce y 15 (62,5+9,88%,
p<0,05), 6binn npeacTaBneHbl TAxXamu — 1 (4,2+4,08%) cnyyait, 1 pe3ynbtaTbl UCCNeao-
BaHMA 6b11M HeofHO3HauHbI — 1 (4,2+4,08%). Takum 06pa3om, Y NaLNEHTOK C HapyLUeHU-
eMm GopMUPOBaHUA Nona JOCTOBEPHO Yalle MPUCYTCTBYIOT TeCTUKynbl. Y 46,7+12,88%
naumveHToB MaTKa OTCYTCTBOBasa, B 2 ciyyasax Oblna pyavMmeHTapHas, B OLHOM npea-
CTaBnieHa TaxkeM. Takum obpasom, y 10 (66,7+12,17%) naumeHToK NpoBegeHne 3amecTu-
TenbHOW ropmoHoTepanuu (3I'T) 6bino Helenecoobpa3HbIM B CBA3M C OTCYTCTBMEM MATKM
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Unn pyaumeHTapHon matkon. Matka onpegenanacb y 33,3+12,22% »keHwuH, p>0,05.
CpegHue pa3mepbl MaTKn coctaBuan 26,8+16,14 (O 10,07-39,6) mm, 15,6+£11,07 (6,9-
27,1) mm, 19,3+10,19 (6,3-24,9) mm.

Mbl pa3paboTanu anroputm ob6cneoBaHmA U neveHns nauneHTok ¢ HOM 46,XY.

Mpwu BbiIABNEHUN KapuoTuna 46,XY 1 xeHckom GpeHoTMMNe NPOBOANUTCA MOSEKYNAPHO-
LMTOreHeTNYeCKoe nccrneqoBaHme Ha Hannyme reHa SRY. Bcem naymeHTKam BbiNonHAETCA
Y3 opraHoB Manoro Ta3a, NaxoBbIX KaHasoB, MONOBbIX I'Y6 C Liefbio BbIABNEHWA TECTUKYI
M OLIeHKN HanmuuaA 1 pasmepoB MaTKMu.

Mpwn otcytcTBUM reHa SRY (46,XY, SRY-) nauueHTKa C annasven maTku HanpasnseT-
CA ANA KOHCYnbTauuMn K Bpayy — aKyllepy-TMHEeKONory oTAesnieHnsA BCNoMoraTenbHbIX
penpoayKTMBHbIX TexHonorun (BPT) ana pelweHua Bonpoca 0 BO3MOXHOCTM npoBefe-
HUA 3KCTpakopnopanbHoro onnofotrsopeHusa (IKO) ¢ AOHOPCKMMK ANUeKNneTKamn 1
NPUMEHeHNA NPorpaMmM CypporaTHoro MatepuHCTBa. [Mpy HannumMm rMnonnasmMm maTkm
Ha3Hauaetca 3T Ha 12-24 mecAua. 3aTem NPOBOANTCA KOHTPOJNbHOe Y3W ana oueHkun
OVHAMWKN NPUPOCTa MaTKM U NPU AOCTMXEHUN nocnefHen cpefHnX NOonynALMOHHbIX
3HaYeHUN NauMeHTKa HanpaBnAeTCA K Bpauy — akyluepy-rmHekonory otgenexma BPT ana
peLLeHnsa Bonpoca 0 BO3MOXHOCTU npoBedeHna DKO ¢ fOHOPCKNUMU ANLEeKneTKamu.

Mpwn Hannumm reHa SRY (46,XY, SRY+) naumeHTKe npoBoauTca akcneptHoe Y3U n mar-
HUTHO-pe30HaHCHoe nccnegosaHue (MPT) opraHos manoro Tasa. [ayneHTKka Hanpasna-
eTcs B r’MHeKonornyeckoe otgenexne PHIL «Matb v guTta» ans Xupypruyeckoro ygane-
HUA TeCTUKYN W/MAmM ANarHoCTMyeckom nanapockonuun. Matepman yganeHHblX TeCTUKYN
HanpaBnAeTCA Ha MMCTONOMMYECKOe NCCNefOBaHNE ANA NCKUYEHUA roHaao6macTombl U
nocneayioLlen KOHCynbTaLMy Bpava-oOHKONOra no pesysbrataM nccnefoBaHus.

MNocne yganeHna TeCTMKyn NpwW annasvyi MaTku NauueHTKa HanpasiAaeTca ANiA KOH-
CynbTaLuMm K Bpauy — akylepy-ruHekonory otaenernuna BPT ana peweHuna Bonpoca o BO3-
MOXHOCTW npoBefeHna JKO ¢ JOHOPCKUMU ANLEKNeTKaMN 1 MPUMEHEHMA NPOrpaMm
CypporaTHOro MaTepuHCTBa.

MNocne yganeHua TeCTMKyn Npy rmnonnasnum MaTku HasHauvaetca 3T Ha 12-24 meca-
ua. 3aTeM NPOBOANTCA KOHTPOJIbHOE Y3 ana oueHKn AMHaAMUKN NPUPOCTa MaTKM 1 Npur
OOCTUXKEHUW NOCNefHen CpeaHNX NONyNALMOHHbIX 3HaYeHUI NaLuMeHTKa HanpaBnAaeTca
K Bpauy — akyllepy-rmHekonory otaeneHua BPT ana peweHuna Bonpoca o BO3MOXHOCTU
nposegeHuna KO ¢ LOHOPCKMMU ANLEKNETKaMN.

OHK-nccnepoBaHua: npu Hanmumuy TeCTUKYN MAW noAaTsepxaeHnn uHpopmaumm obd
yAaneHu1 NaxoBblX FPblK B AETCTBE NPOBOAUTCA MONEKYNAPHO-TeHeTNYeCKoe nccneno-
BaHMe CMHAPOMA HeuYyBCTBUTENbHOCTU K aHpporeHam (reH AR). Mpwu BbisBNeHUN HOCK-
TenbcTBa reHa AR npu cnHppome HeuyyBCTBUTENIbHOCTM K aHApOreHam (X-cuensieHHbIn
BapviaHT HacnefoBaHWA) peKoMeHyeTcA NpoBeAeHne KIMHUKo-nabopaTopHoro obcne-
[loBaHMA Bcex cnbcoB npobaHaa »keHCKoro nona. PogcteeHHOe JOHOPCTBO ANMLEKIETOK
BO3MO>KHO TOMbKO NOC/Ie CKNIOUEHNA HOCUTeNbCTBa reHa AR (CM. pyCyHOK).

B 3AKJTIOMEHUE

Mpun BbiABNEHUM TpaHCnoKauuy X;ayTocoma pekoMeHAoBaHO npumeHeHue BPT ¢
NCMoMb30BaHNEM [OHOPCKON ANLEKNETKN WUAW NpoBefeHne npeabiMmnaaHTaLMoHHOro
reHeTUYeCcKoro TeCTUPOBaHKA.
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MEPBUYHAA AMEHOPEA: kapnotunmposaHue

\

46,XY N KeHCKniA GeHoTmn
\/

46XY,SRY- <« Mcc”e“f:::"'e R > 4eXVSRV+

Y Y

WHCcTpymeHTanbHoe nccnefoBaHne opraHoB masnoro Tasa (Y3U, MPT, KT)

v v v v

Matkun HeT Martka ectb Matka ectb Matku HeT
TecTnkyn HeT TecTkyn HeT TecTuKynbl ecTb TecTKynbl ecTb

'

3rT <— OnepaTuBHOE yfaneHve TeCTUKy”n
KO c npumeHeHrem ¢
CyppOraTHOro maTepuHcTBa l l
1 JOHOPCKMX NpOrpamMm
3KO c npumeHeHnem KoHcynbrauuma
[OHOPCKMX Mporpamm OHKonora

AnropuTtm nogrotoBku K KO nawuneHToK ¢ HapyweHnem ¢popmupoBaHus nona
Algorithm of preparation for IVF for female patients with gender formation disorder 46, XY
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Pesiome

MNepeHeceHHas GepemeHHbIMU UHPeKuma COVID-19 B nepBOM 1 BTOPOM TPMMECTPAXx
6epeMeHHOCT MOXKET OKas3aTb HebnaronpuATHoOe BO3AENCTBUE Ha TeueHne bepemeH-
HOCTM 1 pofoB. Mbl nccnenoBanu 109 6epeMeHHbIX XKeHLUH ¢ labopaToOpPHO NOATBEPK-
neHHon nHodekumnen COVID-19 metogom MLP B cpoke rectaunn 4 Hegenn — 21 Hepens
6 pHen. Hambonee yactbiMy cMNTOMamy 3aboneBaHUA y 3TUX GepeMeHHbIX ABUNINCH
nosblweHne Temnepatypbl (y 82 (75,2%) naumeHToB) n aHocmua (y 73 (66,9%)), KoTopas
yacTo coyeTanach c aressueit. Pegkumu nposasneHuamy 6binn muanrua (y 12 (11%) naym-
eHTOB), oAbllwKa (y 7 (6,4%)), puHopesa (y 7 (6,4%)), yyBCTBO TAXeCcTn B rpyam (y 4 (3,7%)).
Mpn npoBeaeHNN KOMOMHMPOBAHHOIO CKPUHMHIA NEPBOro TPUMECTPa Ha BblABIeHUE
rpynn BbICOKOTO pPrCKa MO XPOMOCOMHbIM 33a60fIeBaHUAM Mbl YCTAHOBUIIN CHUMEHUE
nokasarens free f-hCG po 0,94 (0,64-1,30) MoM y nepeHecwimnx COVID-19 B nepsom Tpu-
MecTpe. YacToTa nopaxxeHrs MOUeBbIBOAALLEN CMCTEMbBI NIoda cocTaBuna 7 (6,4%) cnyyva-
€B, 3 HVX BPOXAEeHHbIN Nopok pa3sutuna (BINP) BoiasneH y 4 (3,7%) nauneHToB. Bce poabl
B rpynne uccnefoBaHua 6binm cpouHbiMn. CpefHNin CPOK pofopa3peLleHa COCTaBU
38,6 (37-42) Hegenu. Poabl B 8% cnyyaeB OCAOXHUANCD Pa3BUBLUMMCA ANCTPECC-CUHAPO-
MOM M104a, YTO NOTPEeOOBANO VX 3aBEPLUEHMNA SIKCTPEHHBIM KECAPEBbIM CEUEHUEM.
KnioueBble cnoBa: KopoHaBupycHasa uHdekuua (COVID-19), ocnoxHeHus 6epemeHHo-
CTWU, KOMOVHMPOBAHHbBIN CKPUHUHI GepeMeHHbIX, BPOXKAEHHbIE MOPOKM Pa3BUTUSA, BHY-
TpuyTpobHOe nHdMLMpoBaHme
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Abstract

Infection carried by pregnant women with COVID-19 in the first and second trimesters
of pregnancy can have an adverse effect on the formation of obstetric complications
associated with the pathology of implantation. We examined 109 pregnant women
with laboratory-confirmed COVID-19 infection by PCR at 4 weeks gestation — 21 weeks
6 days. The most frequent symptoms of the disease in these pregnant women were fever
in 82 (75.2%) and anosmia, which was often combined with ageusia in 73 (66.9%). Rare
manifestations were myalgia in 12 (11%) pregnant women, shortness of breath in 7 (6.4%),
rhinorrhea in 7 (6.4%), complaints of a feeling of heaviness in the chest in 4 (3.7%). We
established a decrease in the free B-hCG index to 0.94 (0.64-1.30) MoM. The incidence of
fetal urinary tract damage was 7 (6.4%), of which 4 (3.7%) had congenital malformations.
All childbirth was urgent. The average delivery time was 38.6 (37-42) weeks. Labor in 8%
was complicated by the developed distress syndrome of the fetus in labor, which required
the completion of labor by emergency caesarean section.

Keywords: coronavirus infection (COVID-19), pregnancy complications, pregnancy
screening, congenital malformations, intrauterine infection

W BBEJEHWE

NHdekumna COVID-19 — noTeHUmanbHO TAXenaa oCTpasa pecnunpatopHasa nHdekuusa,
BbI3blBaemas KopoHasupycom SARS-CoV-2. OHa npepcTaBnaeT coboi onacHoe 3abonesa-
HUe, KOTOPOE MOXKET NPOoTeKaTb Kak B popme OCTPOI pecnpaTopHON BUPYCHON NHeK-
LMW NIerkoro TeueHus, Tak 1 B Taxkenon dopme, cneuuduueckme oCnoKHeHNA KOTOPON
MOFYT BKJIIOYaTb BUPYCHYIO MHEBMOHMIO, BIIEKYLLYIO 3@ COBOM OCTPbIV PecnMpaTopHbIN
amcTpecc-cHapom. B HactosAwee Bpema nHdpekuna COVID-19 nogreepxaeHa y 6onee
230 MUNNNOHOB YenoBeK B Mupe. 3aboneBaHnio NoABEPKEHbI BCe FPyMMbl HaceneHus,
BK/TIOYasA 6€PEMEHHDIX KEHLLMH.
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3a nepwviopg HabnogeHus 3a TeyeHnem COVID-19 goka3aHo, UTO HOBbI KOPOHABUPYC
BNUAET Ha onpefeneHHble KNeTKW, KOTopble HAaXOAATCA B CTEHKaX COCYAOB (Kak Menkux,
TaK M KpynHbix). [og Bo3dencTBMeM BUPYCa 3TU KNETKU Pa3pyLlalTCca M akTUBUPYIOT
CUCTEMbI CBEPTHIBAEMOCTY KPOBU. Ha MOpaXeHHYI0 BUPYCOM CTEHKY COCYOB HauMHaloT
NPUKPennATbCA TPoMOoUNTbI 1 NMbOoUUTbI. TaknM 06pa3oM 1 BO3HUKAIOT CryCTKN KPO-
BV — TPOMObI — B apTepuaX 1 BeHax. JHAOTENMANbHOE NOBPEXAEHVE MOXET CbIrpaThb rnas-
Hyto posnb B COVID-19-accoummpoBaHHom Koarynonatum [1].

B untone 2020 r. Shanes A.D. c coaBTopamu ony6/MKoBanu faHHble O Hanuymmn B nna-
ueHTe npu COVID-19 aHOMasnbHbIX KPOBEHOCHbBIX COCYI0B M MEXBOPCUHYATbIX TPOMOOB.
YueHble nccnefosanu nnaveHTbl oT 16 xeHwwmH ¢ COVID-19 cpa3y nocne pogos [2]. B atot
Xe nepuog BpemeHu onyb/MKoBaHO UCCNefoBaHNe O HebMaronpUATHbIX NepuHaTanb-
HbIX UCXOAAX, BKJIOUasA yBeNNYEHME YMCSia CaMOMNPOU3BOJIbHbIX NPepbiBaHN bepemeH-
HOCTU, MPE3KNaMMCU, NPeXAeBPEMEHHbIX POAOB U MEPTBOPOXKAEHUN Y 6epeMeHHbIX C
COVID-19 [3].

OCHOBHbIM pPeLenToOpoOM KJeTOK, C KOTOPbIM CBA3bIBAETCA LWMNMOBUAHbIN S-6enok
(spike protein) Bupyca SARS-CoV-2, 6bin ngeHtndunuymposaH pepmeHt ACE2. CA3bIBaHUE
Brpyca SARS-CoV-2 c npotenHom ACE2 nHayumnpyeT NOBbILLEHHYIO SKCNPeCccuio nocnes-
Hero, YTo MOXET NPUBECTU K NoBpexaeHuto anbeeonounToB |l Tmna (alveolar epithelial
type Il cells - AEC 1), KoTopoe B CBOIO ouepefb MOXET Bbl3BaTb PAJ CUCTEMHbIX NaTONOr -
yecKnx peakuumn.

Mo gaHHbIM UCCnefoBaHUI, MONYYEHHbIM B pe3yfibTaTe CEKBEHUPOBaHUA TPaHCKpUM-
TOMa OAMHOYHbIX KNETOK, CEKBEHMPOBAHHbIX C momMoLblo 10X Genomics, paHHeln nnaweH-
Tbl (6~14 Hepenb rectaymm), cogepxatieinn ~65 000 KneTok, Habnoganocb 32 Tnna Kne-
TOK, N3 KOTOPbIX YeTblpe OCHOBHbIX TUMa KNeToK aKkcnpeccuposanu reH ACE2, Bkntouas
cTpoManbHble KneTku (dS) n nepusackynapHble knetku (dP) B geumpayanbHoi o6onouke,
a TakXe BopcuHuaThin uutoTpodobnact (VCT), skcTpakneTouHble Be3unkysbl (EVT) n cuH-
uutnoTpodobnact (SCT). B nnaueHTe yenoseKa (NepBbiit TpPUMeCTpP) Oblia ngeHTUdULK-
poBaHa Bbicokas 3kcnpeccmna ACE2 Bo Bcex 3Tux Tmnax Knetok. OgHako skcnpeccma ACE2
6blna Ha Ype3BblualiHO HM3KOM YpoBHe B EVT B nepBom TprmecTpe. Bropoe nccneposa-
HMe nnaueHTbl YenoBeKa NoATBEPANIO pe3ynbTaT U NoKasano yBenuueHne sKcnpeccmm
ACE2 B 3KCTpakneTouHblx Be3uKynax yepes 24 Hegenu. OcHoBHaA GyHKUMA NnaueHTbl
nogaepXmBaerca KneTkamm TpodpobnacTa, BK/loUas BOPCUHYATLIN LUTOTPodpo6nacT, CUH-
unTMOTPOPO6NACT 1 SKCTPaKNeToUHble Be3nKybl. CUHUUTNOTPOGO6NACT — 3TO BHELWHAA
060n04YKa BOPCMHOK NaLeHTbl, KOTOpasa UMeeT MPAMOI KOHTaKT C MaTePUHCKOI KPOBbIO,
TeKyllel B MeXBOPCMHYATOE MPOCTPAHCTBO, KOTOPOE TaKXe MrpaeT posilb OCHOBHOO
yyacTKa MaTepUHCKOro 1 niopHoro obmeHa. Boicokasa skcnpeccusa ACE2 B aTux Knetkax
npegnosaraeT, YTo NiaLeHTa NoTeHLMANbHO MOXET ObITb MHOMLMpPoBaHa SARS-CoV-2, n
MO>ET BbI3bIBaTb ANCOYHKLMIO MNaLEHTbl U OCNOXHeHNA 6epemMeHHOCTU. Takxe foKasa-
HO, 4TO YpoBeHb aKkcnpeccun ACE2 Ha rpaHuue pa3gena «maTb — NIOA» MOXET yBeNnnuu-
BaTbCA B ANHaAMMKe pa3BUTUA 6epemeHHOCTH [4].

AKkyluepaM-TMHEKOIOraM M3BEeCTHO, UYTO NMPUYMHOWN MpesKNaMncun, Kak u MepTBo-
poxaeHus, ABnAeTCcA HapylweHne GyHKUMM GOPMUPOBaHUA MALEHTbl Ha CaMOM paH-
HemM CpoKe rectauum, a UMEHHO CHUXKEHMWE WHBA3VBHON akTMBHOCTW LUuToTpodobnacTa
B 6-8 Heflenb Noc/ne OnjoA0TBOPEHMA.

WHBa3una Tpodobnacta nponcxoaut BonHoobpasHo. MNepBasa BonHa JOCTMraeT Mak-
CuMyMa Ha 6-8-in Hepiene 6epemeHHOCTW. B 3TOT nepuog uutotpodpobnact npoHmKaet
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B NPOCBET CNUpanbHbIX apTeEPUR, YTO CNOCOOCTBYET PaCLUMPEHUI0 U BCKPLITMIO CNu-
pasibHbIX apTePUI B MEKBOPCUHYaTOE NPOCTpaHCTBO. K 10-11 Hegene Ha Bcel nnowaau
decidua basalis 06pa3yeTca cuctema 3uALWUX apTepuii C LLMPOKUM NPOCBETOM U NOCTO-
AHHbIM KPOBOTOKOM. BTopas BonHa akTuBM3mpyeTca Ha 16-18-1 Hepene rectauun, Korga
KneTkn untoTpodobnacta MUrpupytoT Brybb CTEHKN CNMpanbHbIX apTepuid, paspyLian
MbILLEYHbIA KOMMOHEHT U 3amellas ero pubpurHougom. B pesynbrate NponcxoauT 3Ha-
unTeNbHOE paclMpeHne NPoCBeTa CNMPanbHbIX apTeEPUIA U NCYE3HOBEHME peakuun Ha
Ba3sonpeccopHble dakTopsbl. [loBepxHOCTHaA MHBa3uA Tpodobdnacta n HenosHoe Npeob-
pa3oBaHMe cnrpanbHbIX apTepuii NPUBOAAT K pa3BUTUIO Npeaknamncuun. OTnnumuTenbsHon
0Cob6eHHOCTbIo TPOodPOobNacTUUECKON MHBA3MU ABNAETCA ee YeTKas perynaumsa Bo BpeMeHu
(1o 12 Hepenb 6epemeHHOCTH) U NpocTpaHcTee (Jo 1/3 mnomeTpua). Mpy 3ToM HegocTa-
TOYHaA cTeneHb MHBa3uKU Tpodobnacta MOXeT NPUBECTU MO0 K 3NMMMHaLUN 3MOpro-
Ha y>e B nepBble Heflenn 6epemeHHOCTM, NMBO B Clyyae NporpeccMpoBaHna bepemer-
HOCTU — K OrpaHNYeHNI0 POCTOBbIX BO3MOXKHOCTEN MNaLeHTbl B BUAe ee rmnonaasum ¢
nocneayoLmM pa3BrUTUEM PA3NINYHbBIX aKYLIEPCKNX OCIOKHEHNIA.

BcnepcTtBre aHOManbHOM NnaueHTaumMm U HapyweHua nepdysnmn B nnaueHTe BbICBO-
6oxpatTca daKkTopbl, Bbi3blBaloLMe PacNPOCTPAHEHHYIO SHAOTENVANbHYl0 ANCOYHK-
Luto, NPUBOAALLYIO K MOMNOPraHHON HefoCTaTOUHOCTU. [103TOMY HeKoTopble MapKepbl,
KOTOpble OTpa<atloT NpoLecc niaueHTaunm 1 BbIABAATCA B NePBOM TPUMeCTpe B pam-
Kax MnonynAuMOHHONO KOMOWHMPOBAHHOIO CKPWMHWHFA Ha XPOMOCOMHble GonesHu u
BPOXXAEHHbIE MOPOKM Pa3BUTUA, ABAAIOTCA MHANKATOPaMMN NO3AHNX aKyLLIEPCKUX OCIOX-
HEHUIN (MepTBOPOXAEHUA, pa3BUTUA npesknamncum) [5]. K asTmm mapkepam oTHocATCA
yBennyeHue TonwWmHbl BOpoTHUKoBOro npocTtpaHctaa (TBIM, Nuchal Translucency — NT),
MOMHOCTbIO M3MeHeHHana A-BOSIHa B BEHO3HOM NPOTOKE M HU3Kasa KOHLEHTpauma acco-
LUMMpOoBaHHOro ¢ 6epemMeHHOCTbIO Nna3meHHoro 6enka A (PAPP-A), KoTopbliii cMHTE3UPY-
eTca KneTkamu cuHumMtnotpodobnacTta 1 yyactsyeT B perynaumm nHeasmm tpopobnacra.
HapyweHue nHBasumn Tpopobnacta MaTeprHCKUX CNPanbHbIX apTepuin 1 pa3BrBaloLian-
CA BCNeACTBYE 3TOro BTOPMYHAA NnaleHTapHaa HeJoCTaTOYHOCTb NPUBOAAT K CHUMKEHUIO
ypoBHsa PAPP-A. Mpu cunpgpome fayHa (CLl) y nnoga, npeaknamncuu, Tpodobdbnactmyeckmnx
3a0051eBaHMAX B KPOBU Y XKEHLLMH NMOBbILAETCA CofepKaHne cBoboaHom B-cybbeanHuLbl
XOPUOHUYECKOro roHagoTponuHa yenoseka (free B-hCG), koTopas cekpeTupyetca Knet-
Kamu TpodobnacTa.

YumnTbiBas BbILLEN3NOXEHHOE, Mbl BbICKa3asiy runoTesy, UTo nepeHeceHHan 6epemeH-
HbiMn COVID-19-nHbeKumns B NepBOM U BTOPOM TpUMeCTpax 6epeMeHHOCTN MOXKET OKa-
3bIBaTb HebnaronpuATHOe BO3AENCTBME Ha 3Tanbl GOpMMPOBaHMA NNaLEeHTbl U NPUBO-
OWTb K MO34HUM aKyLLUEPCKUM OCIIOKHEHUAM.

B LIEJTb NCCJIEOOBAHUA

OueHuTb BnMAHNe nepeHeceHHoln COVID-19-uHdpeKumm B NepBOM 1 BTOPOM TpUMe-
cTpax 6epemeHHOCTN Ha GOPMIUPOBaHME aKyLLIEPCKMUX OCIIOXKHEHWIA, CBA3AHHbIX C NaTo-
norven nMmnnaHtaumu, a Takxe BIP nnopa.

B MATEPWAJIbI U METO/bI

lpynna nccnegoBaHuaA 6bina cdopmmupoBaHa ¢ noHa 2020 r. no despanb 2021 1. u
BKJIl0Yasia 6epeMeHHbIX XKeHLUWH c NabopaTopHo noaTBepxaeHHoN nHdpekumen COVID-19
metogom MUP B cpoke rectaunn 4 Hegenn — 21 HegenA 6 gHen (n=109). CpegHnin Bo3pacT
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Ta6bnuua 1

XapakTepuctuka rpynnbl uccneposains, n=109
Table 1

Characteristics of the study group

Maputer 6epemeHHOCTU N poaoB, abc. (%) / Parity of pregnancy and childbirth

MepBobepemeHHble / Primary pregnant 45 (41,3%)
MoBTOpHOGEpemeHHble / Re-pregnant 64 (58,7%)
MNepBopogaawwme / Primiparous 57 (52,3%)
MosTopHopoaawwme / Multiparous 52 (47,7%)

CTpyKTypa 3KCTpareHnTanbHOM natonornm y 6epemeHHbIx, abc. (%) / The structure of extragenital pathology
in pregnant women

Matonorua gbixatenbHol cuctembl / Respiratory system pathology | 22 (20,2%)

MaTtonorua wutosuaHoii xenesbl / Thyroid pathology 18 (16,5%)
3aboneBaHuUA XenyAouHo-KuLLeyHoro TpakTa / Diseases of the

0
gastrointestinal intestinal tract 16 (14,7%)
3aboneBaHuA cepaeyHo-cocyaucton cuctemsl / Diseases of the
A 7 (6,4%)
cardiovascular system
Bapuko3Has 6onesHb / Varicose veins 5 (4,6%)
3aboneBaHua moueBbiBofALei cucTembl / Diseases of the urinary
6 (5,5%)
system
HapyweHue xunposoro obmeHa (HXO) | ctenenu / Violation of fat
. 3(2,8%)
metabolism

6epemMeHHbIX cocTaBu 28+4,2 rofga. KnuHuyeckas xapakTepuctuka rpynrbl ncciefoBa-
HWUA NpeacTaBneHa B Tabn. 1.

Cpeau 3aboneBaHnin ObiXxaTeNIbHOW CUCTEMbI Npeobnagan XPoOHNUYECKUN TOH3UINT B
ctagun pemnccnn y 17 (17,4%) XeHLUH, XPOHUYECKNIA raiMOPUT B CTaANN PEMUCCUN — Y
2 (1,8%), 6poHxmanbHasa actma —y 1 (0,9%), XxpoHuuyeckas o6CTpyKTMBHAA O0Ne3Hb Nerkmx
(XOBJ) -y 1 (0,9%), gbixatenbHada HegocTatoyHocTb (H) 0 cteneHn — 1 (0,9%), XpoHunye-
cKu puHnT -y 1 (0,9%).

MaTonorus WUToBMAHON Xefe3bl Obl1a NpeAcTaBaeHa rMnoTUPe030M, y3/10BbIM 3060M
1 anddy3HbIM 3060M 63 HapyleHMA GyHKLMKU. Ha MOMEHT HacTynieHna 6epeMeHHOCTU
Y BCEX XKEHLWMH GYHKLMA WNTOBUAHON Kene3bl Haxoannacb B COCTOAHUM KOMMeHcauum
(Npu cybkNMHUYecKon Gopme NaToNorim) WnM NaLMEHTbl HAXOAWINCh HA 3aMeCTUTENb-
HOW TMPEOMAHOW TOPMOHASIbHOW Tepanuun.

3aboneBaHUs XenyfoOYHO-KMLIEYHOro TpaKTa Obiu npepacTaBieHbl cnefylowu-
MW HO30JI0rMYECKUMN GOPMaMU: XPOHUYECKNIA FaCTPUT, XPOHUYECKUI AyodeHUT, A3Ba
Xesyaka v iBeHaALATUNEPCTHOM KULWKK (BHE 060CTPEHMS).

Cpegaun cepaeyHoO-COCYAMCTON NATONOMNM ONMCaHbl: apTepuanbHas runepTeHsus | cre-
neHn fo 6epemMeHHOCTY, NPOJIANC MUTPANIbHOMO KiamnaHa, CUHAPOM CJ1aboCTh CYHYCOBO-
ro y3na, BpoXAeHHbI NOpok ceppua (BINC): oTKpbIToe oBanbHOE OKHO. [laTonorusa BeHo3-
HOI CUCTEMbI NPeACTaB/IeHa BapKO3HbIM pacluMpeHNEM BEH HUMHUX KOHEYHOCTEN.

Cpeau 3aboneBaHnii MOYEBbIBOAALLEN CUCTEMbI ObININ ANArHOCTUPOBAHbI XPOHMWYe-
CKU UUCTUT U XPOHUYECKNIA NNeNoHedpunT (BHE 060CTPEHUS).

Takum 06pa3om, paKTopbl, KOTOPbIE OTArOLWAIOT TEYEHME MHEBMOHUN Y MALVEHTOB C
uHdekymen COVID-19, 6binu BoisiBneHbl y 2 (1,8%) 6epemeHHbIX. Y 1 6epeMeHHON 6poH-
XManbHasa actMa, y stopon — XObJ1.
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YnbTpa3sykoBble nccnegosaHua (Y3WM) sbinonHeHbl Ha annapatax VOLUSON 730 c
MCrnosb3oBaHNeM TpaHCabAoOMMHANbHOIO KOHBEKCHOro fatumka 5 MILU v TpaHcBaru-
HanbHoro gatymka 7 M. OcmoTpbl BbIMONHANNCH Kaxable 4 Hegenu B AnHamuke. MNpun
BbIABNEHNM KJIMHUYECKM 3HAUMMBbIX YNbTPa3BYKOBbIX (¥Y3) MapKepoB naTosnoruv niopa
(MHoroBoaue, manoBoave, BEHTPUKYIOMeranums, NMenosKTasna U Ap.) KpaTHOCTb OCMO-
TPOB MeHANach.

Broxmmuueckne nccnegoBaHua NpPoBOANANCH UMMYHOGNIOOPOMETPUYECKM METO-
oM Ha annaparte Victor 3 ¢ ncnonb3oBaHMeM gnarHoctnyecknx Habopos DELFIA npous-
BoactBa Perken Elmer (DuHnaHgusa). na pacyeta KOMOMHMPOBAHHOIO pUCKa NepBOro
TPUMeCTpa NCNoJIb30BaNN OPUTMHAJNIbHYI0 KOMMbIOTEPHYO MPOrpaMmmy, NpeasioKeHHyIo
KonnekTnBom aBTopoB ¢ yyactrem Cuckle H.S. [5]. YunTbiBanu cnegytowme napameTpbi:
Bo3pacT 6epemeHHon, NT, anbda-petonpotenH (AFP), free B-hCG, PAPP-A. lpaHuuen
BblcoKoro puicka no Cll1 B Pecny6nuke benapycb npuHAT puck 1:360, UTo COOTBETCTBYET
BEPOATHOCTU poxaeHuA pebeHka ¢ CI1 y KeHwuHbl 35 net. OueHKy pucka npoBoaunu
npu KONYnKo-TeMmeHHoM pasmepe (KTP) nnopa 38-80 mm (no tabnunuam Hadllok). 3a6op
KPpOBW AN GBUOXUMNYECKNX NCCNELOBAHNI BbINOAHANN B AeHb Y3U npu KTP 38,0-70,4 mm.
OueHKy OCHOBHbIX NMoOKa3saTesiell U pacyeT pucka NPOBOAUNM C Ucnonb3oBaHnem MoM,
KOTOpOEe paccunTaHo Npu AefeHnN N3MepPeHHOro nokasaTtens y AaHHOWM MauMeHTKN Ha
MeAinaHy aHanorMyHoro nokasatena npy HopmasnbHon 6epeMeHHOCTU 1 30POBOM Mo-
Ie y eHwWwuH B Pecnybnuke benapycb. Puck paccunTbiBany B TeueHne MocieayoLmnx
24 yacos, 1 ey NaumMeHTKa OTHOCKIaCh K rpyrnne BbICOKOTO PUCKa, ee Bbi3blBanu Ans
MeANKO-TeHETUYECKOrO KOHCYNIbTUPOBaHUA, B XOfe KOTOPOro el npefnarany nposeje-
HMe MHBA3UBHOW NpeHaTanbHOW ANAarHOCTUKN.

NHdpopmauma 06 ncxopgax 6epemeHHOCTV NonyyeHa 13 MegULMHCKON JOKYMeEHTaL MK
(kapTbl ctopuin pogos (popma N2 096/y) apxmHoro matepuana PHIL «MaTb 1 gutay).

MccnepgoBaHme CbiIBOPOTKM KPOBM Ha Hannuue cneunduyecknx aHtuten k SARS-CoV-2
BbinonHeHo B PHIL anngemmonorum n mukpobuonorun. 3abop KpoBu oCyLLeCcTBAANCA
13 KybuTanbHOM BeHbl B KoNnyecTse 5 M B Npobupky 6e3 aHTMKoarynaHTa exxefjHeBHO
€ 11:00 po 14:00. 3aTeM B TeueHVe 5 MUHYT KPOBb LIeHTp1dYyrMpoBanu 1 OTAENANN CbiBO-
POTKY OT CryCTKa, 3aMopakmsanu B anuHgopde npu temnepatype —20 °C. Buonornueckun
mMaTepuan B 3aMOpoXeHHOM Buae goctasnanca B PHIL snungemmonorum n mmnkpobuo-
norum.

AnTnTtena K IgG k SARS-CoV-2 B cbiBOpoTKe KpoBu nmenu 77 (70,6%) naumeHToK, UTo
ABNAETCA MapKepPOM NnepeHeceHHON MHOEKL MU Ha paHHUX CpOKax 6epemMeHHOCTN.

Cratnctnuyeckana o6paboTka NonyyeHHbIX Pe3ynbTaToB BbIMOAHEHA C MCNONb30BaHU-
eM nporpammbl Statistica 10.0 (Statsoft Inc., CLLIA).

B PE3YJNbTATbl U OBCYXOAEHNE

Hamm 6bina npoBefeHa oLeHKa 0COOEHHOCTEN KNMHUYECKUX NPOABEHNI nHbeKUUK
COVID-19 y 6epemeHHbix. CornacHo npoBefleHHOMY Onpocy Haubonee YacTbIMK CUM-
nTomamy 3aboneBaHua ABWMINCH MOBbILeHWe TemnepaTypbl Y 82 (75,2%) 6epeMeHHbIX
N aHOCMKSA, KOTOPas YacTo coueTanach ¢ areB3vien — y 73 (66,9%). Janee no ybbiBaHMIO
perucTpupoBanmch cnegytoLme CUMMATOMbI: BbiparkeHHas cnabocTb —y 36 (33%) KeHLWmH,
3aNI0XKeHHOCTb Hoca - y 34 (31,2%), cunbHas ronosHasa 6onb -y 25 (22,9%), Kawenb -y 24
(22,0%), neplueHune B ropne -y 23 (21,1%). bonee pegkumu nposasneHnaMM Obinn Myuan-
rma -y 12 (11%) 6epemeHHbIX, opblwKa — y 7 (6,4%), pnHopea —y 7 (6,4%), xanobbl Ha
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PacnpepeneHmne KnuHnyeckux npossneHunii COVID-19-nH$pekuynn y 6epemeHHbIX B NEPBOM 11 BTOPOM
TpUMmecTpax 6epemeHHOCTU

Distribution of clinical manifestations of COVID-19-infection in pregnant women in the first and second
trimesters of pregnancy

YyBCTBO TAXKECTU B rpyan — Yy 4 (3,7%). EGUHUYHbIMK Obinn XKanobbl Ha PacCcTPONCTBO CO
CTOPOHbI KeJTyAOUYHO-KMLIEYHOIO TPaKTa, CbiMb Ha Tesle Y KOHbIOHKTUBUT. Y 5 (6,2%) 6epe-
MeHHbIX COVID-19-uHbeKLma npoTeKkana 6eccumnTomMHo. 3T 6epemeHHble 6binun obcne-
foBaHbl Ha Hannune Bupyca SARS-CoV-2 Kak KOHTaKTbl NepBOro YpoBHA. KomnbloTepHas
ToMorpadus nerkux 6oina npoeegeHa 14 (12,8%) xeHwwyHam. B wectn cnyyvasx (5,5%)
6611 BbIABAEHDBI Npu3Hakn COVID-19-accounmpoBaHHON MHEBMOHMWW SIETKOW WK yMe-
peHHon cTeneHn TaxecTn. CTaumoHapHoe neveHuwe no nosogy COVID-19-uHdeKkuymm
nonyuuna 21 (19,3%) naumneHTKa (CM. pUCYHOK).

Camouzonaumen 6e3 MCMONb30BaHWA JIeKapPCTBEHHbIX CPeACTB  OrpaHUunINCh
46 (42,2%) 6epemeHHbIX, C UICMOJIb30BaHNEM CUMMTOMATUYEeCKo Tepanun — 42 (38,5%).

Takum 06pa3om, HECMOTPA Ha TO, UTO YMepPeHHasa MMMYHOCYNpPeccus, CBA3aHHas C
6epeMeHHOCTbIO, MOXET YBEIMYUTb PUCK Pa3BUTUA MHEBMOHWM, AblXaTeNbHOW HeJoCTa-
TOYHOCTU U APYTUX TAXKeNbIX OCIOXHeHN, Bbi3BaHHbIX COVID-19, nonyyeHHble Hamu faH-
Hble YKa3blBaloT Ha JOCTAaTOYHO BnaronpuATHoOe TeueHre MHGEKL MU B NEPBOM 1 BTOPOM
TpruMecTpax bepemeHHOCTH. BO3MOXHO, 3TO CBA3aHO C OTCYTCTBUEM Y UCCIIERYEMbIX HAMU
6epeMeHHbIX TAMXEION CONyTCTBYIOLEN SKCTPareHNTanbHOM NaToNnoruu.

OnAa n3yyeHnsa BO3MOXHOIO BAVAHMWA NepeHeCceHHON B MEPBOM TpuMecTpe bepemeH-
HocTn COVID-19-nHdeKLMN Mbl NpoBeny aHanu3 Y3- n GUoXrMnYeckux mapKkepoB, KOTo-
pble MOTyT XapaKkTepn3oBaTb HaC/lIeACTBEHHYIO U BPOXAEHHYIO MaTonoruio y naopa u
HebnaronpuATHYIO — MMNNaHTaLKA B NepBYio BOHY NHBa3un TpodobnacTa.

B rpynne nccnepoBaHus B cpoke Ao 12 Hepenb nHdekumen COVID-19 nepeboneno
59 (54,1%) 6epemeHHbIx, nocne 12 Hegenb — 50 (45,9%).

CpepnHuia BO3pacT nauneHToK B rpynne go 12 Hegenb coctasun 30+4,8 roga. CpegHun
CPOK rectauuu, B KOTOpoM 6bin nepeHeceH COVID-19, - 6,9+3,4 Hepgenn. CpegHun KTP
N10AOB Ha MOMEHT NPOBEAEHNA KOMOVHUPOBAHHOTO CKPUHKHIA 6epeMeHHbIX Ha Bble-
NEeHne rpynmnbl BbICOKOrO PUCKA MO XPOMOCOMHbIM 601e3HAM 6bl1 56,419,73 MM. [laHHble
KOMOVHUPOBAHHOIO CKPMHWHIa NEPBOro TPMMeCTPa 6epeMeHHbIX 13 Frpynmnbl NALMEHTOK,
nepeHecwnx COVID-19-nHdpekuuto ao 12 Hepenb bepemMeHHOCTY, MPeacTaBieHbl B Tab. 2.
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Ta6bnuua 2
Pe3ynbraTbl KOM6VMHNPOBaHHOIO CKPUHUHIA NepBOro TpumecTpa (n=59), Me (Q,.-Q,,)
Table 2
First trimester combination screening results
MapameTpbl KOMOGVIHMPOBAHHOIO CKPUHUWHIa Mokasarenu
TBIM (NT) (Mm) 1,0(0,8-1,4)
TBIM (NT) (MoM) 0,85 (0,66-1,07)
AFP (1U/1) 13,50 (9,40-19,37)
AFP (MoM) 1,00 (0,73-1,36)
free B-hCG (1U/1) 47,00 (26,62-62,40)
free -hCG (MoM) 0,94 (0,64-1,30)
PAPP-A (IU/I) 3049,70 (1770,09-4550,69)
PAPP-A (MoM) 0,99 (0,67-1,40)

Kak BugHo 13 Tabn. 2, nokasatenb AFP coctasun 1,00 (0,73-1,36) MoM, free B-hCG -
0,94 (0,64-1,30), PAPP-A - 0,99 (0,67-1,40) MoM. Takum 06pa3om, Mbl BbIAABWIW, YTO Nepe-
HeceHHast COVID-19-nHbeKUMA B NepBOM TPUMeCTpe 6epeMeHHOCTY He BUSIET Ha G1o-
XvMmnyeckure nokasatenu AFP u PAPP-A. MokasaTenb free 3-hCG okazancsa H1xe eguHULbI
n coctasmn 0,94 (0,64-1,30) MoM.

Mpu aHanuse ynbTpa3BykoBoro mapkepa TBIM (NT) cpefHne 3HauyeHMA OKasanuncb
Jaxe Hwke 1 MoM. Mexpy Tem cpeain 59 6epeMeHHbIX OblIV 1B XKEHLUMHbI, Y MJI0A0B
KOTOPbIX 6bI10 OTMEUeHO 3HauMoe yBenndeHue TBIM (NT), noTpeboBaBluee NnpoBeaeHNs
[OMOMHUTENbHBIX FTEHETUYECKMX NCCNE[OBAHUN.

KnuHunuecknin cnyyan 1. MauveHTka A., 32 roga, 6oina HanpaeneHa B PHIML «Matb
W QuTs» Ons NpoBefeHns KOMOMHUPOBAHHOIO CKPUHUHIA 6epeMeHHbIX MePBOro TpU-
MecTpa. bepemeHHOCTb BTOpas, HacTynuia Camonpou3BOsbHO, 6pak nepBbii. MepBas
3aBeplumnacb pogamu B CPOK, 300POBbIM MasibuyMKoM. CeMeNHbI aHaMHe3 He OTATOLLEH.
TeyeHue HacToALEN BepeMeHHOCTI OCIIOKHUNOCH NepeHeceHHo nHdekure COVID-19
B 3-4 Hepenu rectauyumu. MNpu npoBefeHNN KOMOMHUPOBAHHOIO CKPUHMHIA 6epeMeHHbIX
B 11 Hegenb 4 aHA yctaHoBneHo: KTP nnoga 49,9 mm, TBIM - 4,5 mm (4,4 MoM). PesynbtaThbl
6uoxnmmuyecknx nccnegoBanui: free 3-hCG - 1,49, PAPP-A - 0,64 MoM. Puck no CJj 1:35,
areHesus NeBOV NMOYKM Nop BOMpPocoM. B cBA3mM ¢ Bbicokum puckom no CJ] npoBeneHo
MefMKO-TeHeTUYECKOEe KOHCYNbTUPOBaHME U MNPEeANIoKEeHO MPOBEAEHNE WHBA3MBHOWM
npeHaTasbHOWM ANArHOCTVKM — Broncuy BopcrH xopuoHa (BBX). B 12 Hepenb bepemeH-
HOCTU 6bina BbinosiHeHa BBX 1 nonyyeH HopManbHbIN Kapuotun nnoaa, 46,XY. Mpwu npo-
BeAeHNN KOHTponbHOro Y3W BbinonHeHa noBTopHas oueHka TBI. Mpwu KTP 56,7 mm, TBI
(NT) okazanacb 3,5 MM. YunTbiBas NONOXKUTENbHYIO AnHamMuKy TBI1, NpuHATO pelleHmne o
npogomkeHnn 6epemMeHHOCT 11 NPOBeAeHNN JONOAHUTENbHbIX Y3U 1 axokapguorpa-
¢u1m nnoga Bo BTOpoM TpumecTpe. B 22 Heflenn rectaymm NpoBeAeH NaHOBbLIV AnarHo-
CTUYeCKNin ¥Y3-0CMOTp — BbisiIBAIeHa Ta30BadA SKTOMWA rMNOMNIa3npOoOBaHHOM NEBOM MOYKM.
bepemMeHHOCTb OCNOXKHUMACh OCTPON pecnupaTopHOn BUpycHom uHdekunen (OPBU)
B 20 Hepenb 1 3aBepLUMsIacb CMOHTAHHbIMU CPOYHbIMU poaMin B cpoke 37-38 Hepenb.
Poaunca manbumk maccoin 2580 r, oueHKow no wkane AMIAP 8/8 6annos. BbinucaH Ha 4-e
CYTKM OOMOW. [IMarHo3 3aK/oUUTENbHbBIN: BPOXAEHHDbIN Nopok cepaua (BMNC) - pedekr
mexnpegcepaHon neperopoaku (OMIIM) mHoxecTBeHHbIN. OTKPbITbIA apTepuasnbHbI
npotok (OAI). AreHe3unA neBow NOYKN.
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KnuHunueckni cnyuan 2. lNaunenTtka B., 28 ner, 6bina HanpasneHa B PHIL «MaTb 1
aNTA» AN NPoBeAeHNA KOMOWMHUPOBAHHOMO CKPUHKHIA NepBoro Tpumectpa. [daHHas
6epeMeHHOCTb MepBas, HacTynuna CamonpoOM3BOJSIbHO, BHe 6paka. CeMelHbI aHaM-
He3 He oTAroweH. TeyeHne HacTosweNn HGepeMeHHOCTN OCNOXHMNOCh NEPEHECEHHOM
nHopekumen COVID-19 B 7-8 Hepenb 6epemeHHOCTW. pKn NpoBeaeHNN KOMOMHMPOBaH-
HOrO CKpMHUHra 6epeMeHHbIX YCTaHOBNEHO: AUXOpUanbHasa AMaMHUOTUYECKan ABOMHA.
KTP1 anona 6b11 64,9 mm, TBIN (NT)1 B 0,5 mm (0,37 MoM), KTP2 I 49 mm, TBI (NT)ZWJa -
4,5 Mm (4,2 MoM). Pe3ynbTaTbl BMoXMMUYECKUX nccnegoBanHmin 1-ro nnoga: free B-hCG -
0,62 MoM, PAPP-A - 0,41 MoM, puck no cMHapomy }:l,ayHa1 anona 1:2544. Pe3ynbtatbl 610-
XVIMUYECKKX nccniefoBaHui 2-ro nnoga: free f-hCG - 0,93 MoM, PAPP-A - 0,51 MoM, puck
no C[, wnona 1:1. B cBA3M ¢ BbICOKUM puckom no C[1 2-ro nnoga npoBefeHO MeauKo-reHe-
TYeCcKoe KOHCYNbTUpOBaHue. B xoge KoHcynbTaumm obcyaanm Bonpoc o NpouCXoXKae-
HUW OBOVHU 1 OLEHUBANM PUCK MO XPOMOCOMHbIM 60ne3Ham 1 BMNC. Ansa nckntoyeHma
XPOMOCOMHbIX 6one3Hel npoBefeHa npouegypa bBX Tonbko no nnofy c yBennyeHHom
TBIN 1 nonyyeH HopManbHbIN XeHCKnn KapnoTun 46,XX. Mpn KOHTPONbHbIX Y3 oTmeve-
Ha nonoXxuTenbHaa guHamuka TBI, BMP He BbiABneHbl. [Janee 6epeMeHHOCTb NpoTeKana
Ha doHe OPBW B 22 Hepenu, 6eccumnTomHON GakTepuypueln B 14 Hepenb, rectalMoH-
HOW apTepuanbHON rmnepTeH3nen ¢ 25 Hedenb U OTeKOB bepemMeHHbIX. bepeMeHHOCTb
OC/NIOXKHUMACH TAXESION MPesKnaMncuen, pasBuUTemM XpPOoHUYeCKon detonnaueHTapHom
HegocTaTouyHocTn (XOIMH), xpoHnyeckon BHYTpuyTpoOHOWM runokcun nnoga (XBITI),
3agepxkon pocta nnoga (3PI) 1-n cteneHn u 3aBeplunniach 3KCTPEHHbIM KecapeBbiM
ceyeHuem B cpoke 37-38 Hegenb. Pogunuck: gesoyka maccon 2830 r ¢ oLeHKON No LWKa-
ne Anrap 8/8 6annoB 1 manbumMk maccori 1760 r c oueHKoi no wkane Anrap 8/8 6annos.
ManbumrK 6bI1 NepeBefeH B oTaeNeHne aHecTesnonornm u peaHnmauun (OAnP). 3atem
netn 6oinn nepeseneHbl B PHIL, «MaTb 1 auTa» B oTAENEeHNE ANA HELOHOLEHHbIX AeTEN,
OTKyAa uyepe3 Hefento Obiny BbiNUCaHbl JOMOW. [lMarHo3 3aKniouUTENbHbIN [EeBOYKM:
HeoHaTanbHasA xentyxa. lNepsasa n3 gsorHn. BMC: MMM, gononHutenbHaa xopaa neso-
ro xenygouka (OXJ1XK). Kucta ceneseHku. Hespenoctb neBoro tazobegpeHHOro cycraBa.
[rarHos 3aknounTenbHbIN Manbyrka: pecnmpaTopHbln UCTPeCcC-CMHAPOM (KynupoBaH).
[JbixaTenbHaa HegocTaTouHOCTb 1-0 cTeneHn. ManoBecHbIN K CPOKy rectauuu. Bropon n3
asonHn. BMNC: AMII. Tokcuueckas sputema (KynuposaHa). CMHAPOM NOBbILEHHON HepB-
Ho-pedneKTopHON BO36yaMMOCTU. He3penocTb neBoro Ta3obegpeHHoro cycrasa. Puck
TYroyxocTu (no aHkeTe).

B Hawen rpynne nccnepgosaHuna (n=109) npu guHammuyeckom Y3-ocmoTpe bepemeH-
HbIX 6b1IM BblAiBNEHbI Kak BIP, Tak 1 KocBeHHble Y3-npur3Haky NaTonorum nioga unwv BHy-
TpuyTpobHoro nHduumposaHusa. Cpean BPOXAEHHbIX aHOManun yctaHoBMEeHb! 4 ciyyas
(3,7%) BIIP moueBblBOAAWMX NyTen: areHe3na Nouvkn (1), NOACHMYHAA SKTONWA NIeBOW
MOYKU 1 YABOEHMWE NPaBoi NoYKK (1), oAHOCTOPOHHUI rngpoHedpos (2). Kpome Toro, B 3
(2,8%) cnyuasnx yctaHOB/IeHa yMepeHHas nuenoskTasma. Takum obpasom, y 7 (6,4%) nno-
[10B UMenncb 0CO6eHHOCTY MoUeBbIBOAALLeN cucteMbl 1Yy 4 (3,7%) 13 HUX 310 6binn BIIP.
Cpean KOCBEHHbIX Y3-MapKepoB NaTofornm nnoga NnoMMMO NMenos3KTasnum Mbl YCTaHOBU-
NV BEHTpUKynomeranuio (2); rugponepukapg, (1), ysennueHve pasmepa 3agHen yepenHom
AMKM (1), runepaxoreHHbIn GOKyC B NONOCTM cepaua (2), rmnepsxoreHHbIN KuweyHuk (1),
CPI1 (2). Takum o6pazom, y 12 (11,0%) naumeHTOK Obinn ycTaHoBNEHbI Y3-Npr3HaKu nato-
Norvu Nnoga unu BHyTpuyTpobHoro uHdnumposaHusa. B 1 (0,9%) us HabnogeHnii gnarHo-
CTMpPOBaHa BHyTpuyTpobHasa rubenb nnofa B cpoke bepemeHHoCT 18 Hepenb.
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B uenom 17 (15,6%) 6epemeHHbIM, NnepeHecwnm COVID-19-nHbeKkumnio 4O MOMEHTa
HacTynieHna Xn3HecnocobHocTn nnopa, notpeboBanock gononHutenbHoe Y31 B guHa-
MUKe B CBA3U C BblAABNEeHHbIMW BIMP nnnM KOCBEeHHbIMW YNbTpa3ByKOBbIMY MapKepamu
BPOXXAEHHOW N HacNeCTBEHHOW NaToNoOrMmn U/amn BHYTPUYTPOOHOTro MHOULMPOBaHNKA.

W3 rpynnbl nccnefoBaHMA K MOMEHTY HanvcaHUA CTaTbu 6epeMeHHOCTb 3aBepLun-
nacby 50 (45,9%) xeHwuH. Bce pogbl 6binm cpouHbiMy. CpefHUii CpoK pofopaspeLleHuns
cocTaBun 38,6 (37-42) Hefenwn. B Tom uncne aBe *KeHLWUHbI C MHOTOMNSI04HON 6epeMeHHO-
CTblo 6bIIN pofopa3speLLeHbl B cpoke 37 1 39 Hefenb rectayuu.

Camonpou3BofibHble pofbl 4Yepe3 ecTecTBEHHble POAOBble NYTW MNPOU3OLWIN
y 31 (62%) naumeHTKUN. KecapeBo ceueHune BbiNonHeHo 19 (38%) 6epemeHHbIM; 4 pofoB
(8%) 3aBeplIMNNCb SKCTPEHHbIM KeCapeBbiM CeYeHMEeM M3-3a Pa3BUBLUEroCA OC/IOX-
HeHuA — AncTpecc-CMHAPOMa NJIoAa B pogax. B ogHom ciyyae npesknamncua Taxenom
CTerneHn ABWUIACb NOKa3aHneM ANA SKCTPEHHOro pogopaspeLleHnsa B cpoke 37 Hepenb.
B 14 (73,7%) cnyyasx pofopa3spelleHune 66110 NpoBefeHo NyTeM KecapeBa CeueHurs B nia-
HOBOM nopsgke. [lokasaHWAMN K N1aHOBOMY OrepaTMBHOMY POAOPa3peLLEHNIO ABUINCD:
OTArowWeHHbIN akywepcknin aHamHes (OAA) (oneprpoBaHHaa MaTKa, HEMOJSIHOLEHHOCTb
py6ua Ha MaTke) (7); NCTMUKO-LiepBUKaibHasA HEAOCTAaTOUYHOCTb (CEPKIIAXK MepCUIeHOBON
neHTon fo 6epemeHHOCTM) (1); MMOMa MaTKK 6ONbLUNX Pa3MepoB, NEPENIOM KPeCTLOBO-
KOMUYMKOBOrO cousieHeHnsa ¢ GopmMmpoBaHueM NOXKHOro cycTaBa (1), coueTaHHOe Nokasa-
HUe: AroagnyHoe npeanexaHune nnoga, XOMH, XBITI (1), coueTaHHOe noka3aHue: OAA (6ec-
nnoawve 4 roga, 2-a nonbiTka SKO), BO3pacTHaa nepBopoaALlasn, HEFOTOBHOCTb POAOBbIX
nyTen K cpoky rectauum (1). B 3 (7,1%) cnyyaax nokasaHuem K nnaHOBOMY OnepaTUBHO-
My popopaspeLleHnto 6bI10 pa3BrBLIEECA OCNOXHEHNe 6epeMeHHOCTU: NpeaKIamncus
yMepeHHoW cTteneHun Taxectu (2), XOINMH B ctagmm gekomneHcauuu, XBITl, HerotoBHOCTb
POAOBbIX MyTeW K CPOKY poaos (1).

Takum ob6pas3om, NPes3KNamncna PasINYHON CTENEHN TAXKECTM OCNOXKHUMA TeueHune
H6epemMeHHOCTN Y 3 (2,7%) KEHLLMH, YTO HE OTINYAETCA OT YaCTOTbl JAHHOMO OC/IOXKHEHUA
B Pecnybnuke benapyco [6]. YunTbiBas nutepaTypHble JaHHble, Mbl OXKUAanu ysenmyeHus
YacToTbl NPE3KNaMNCUIA, OOHAKO 3TOT BONPOC HY>KAAETCA B AaSIbHENLEeM N3YUYeHnI, KOr-
[a 66nbluan YacTb HaWMX NaLMEHTOK 3aBepwnNT bepeMeHHOCTb. [TocnepoaoBbIn neprog
y BCEX poaunbHUL, NpoTeKan 6e3 0COXKHEHWN.

B 51 (98%) cnyuae HoBOpoOXAeHHble poannuch 6e3 achuKcnm C OLEHKON No LKane
Anrap 8/8 6annos. OagnH HOBOPOXAEHHBIN C oUeHKoN no wkane Anrap 8 / UBJ1 ¢ gua-
FHO30M BPOXKAEHHOW NMHEBMOHUW, AbIXaTeNbHOW HEAOCTAaTOYHOCTU 2-3-1 CTeneHn Obin
nepesegeH B OAnP B nepBble cyTKu. ELLle 0AUH HOBOPOXKAEHHbIV — BTOPOI 13 ABOWHN — C
oLeHKou no wkane Anrap 8/8 c AgnarHo3om pecnupaTopHOro AUCTPeCcc-CUHAPOMA, AbiXa-
TeNlbHOW HepgocTaTouHocTn 1-0 cTeneHn Takxe 6bin nepeBegeH OAMP B nepBble CyTKM.
BbinncaHbl gomon nocne pofos 44 (86,3%) pebeHKa. YeTBepo HOBOPOXKAEHHDBIX (7,7%)
Ha yeTBepTble CYTKU Obinn nepeBefeHbl B MHOEKLMOHHOE OTaeneHne HOBOPOXKAEHHDIX.
[varHos npu nepeBofe: TOKCUMYeCKasa 3puTeMa, KPynHbln K CPOKy rectauum (1), Bpox-
OeHHaa nHobekuma 6e3 feTanbHOro yTOUHeHWs, HeoHaTanbHana xentyxa (1), nHbekums,
cneundnyHaa ana nepuHatasbHoro nepuoga (2). [lsoe HoBOpoXxAeHHbIX (3,8%) Obinn
nepesefeHbl B Neguatpruyeckoe oTaeneHne gnA HOBOPOXAEHHbIX AeTen. [lnarHos npu
nepesoje: CUHAPOM Ae3afanTaLnn cepaevyHo-COCYANCTON CUCTEMbI C HapYLLeHeM puTMa
(cynpaBeHTPUKYNsApHaa 3KCTPACcUCTONMA), coxpaHsawowmecs dpetanbHble KOMMYHMKaL MK
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(oTKpbITOE OBanbHOE OKHO, OTKPbITbIN aOpTanbHbIM NPOTOK) (1), HEOHaTanbHaA enTyxa,
nepsas u3 ggonHu. BMNC: AMIMM, OXJK. Kncta cenesenkn (1).
Mpu3Hakos COVID-19-uHdeKUUn HN y OJHOTO HOBOPOXKAEHHOTO He OblNo BbIABIIEHO.
Hamun npoaHannsnpoBaHbl 3aKNOYEeHNA NAaTOIOroMopPdONOrMyYecKoro NccneaoBaHna
42 nnaueHT. B 13 (30,9%) cnyuaax umenncb ocobeHHocTu. B 10 (77%) cnyyanx BbiABNEHbI
NPU3HaKK PaccTPONCTBa KPOoBOOOpaLLeHUs, B 3 (23%) — Hanunuyme BOCNanUTENbHbIX U3Me-
HEHWIA BOPCMHYATOro AepeBa niaueHTbl.

B 3AKJTIOMEHUE

MNpoBeneH npeaBapuTeNbHbIA aHann3 TeueHna 6epeMeHHOCTV Y POAOB Y XKEHLUWH C
COVID-19-nHdeKkumen B nepsoM TprmecTpe 6epemeHHOCTN. Hamn ycTaHOBNIEHO He3Ha-
unTenbHOE CHXEHWe cBOBOAHON B-LieNU XOPUOHMYECKOTO roHagoTponuHa ao 0,94 MoM
npy NPoBeAeHUN KOMOMHMPOBAHHOIO CKPUHKHIA MepBOro TPMMeCTpa Ha BbiABIEHUE
rpynmnbl BbICOKOrO prica MO XPOMOCOMHbIM 3aboneBaHuam. [lononHutenbHoe Y3 B guHa-
MUKe B CBA3W C BblABNEHHbIMU BINP unyu KocBeHHbIMW YNbTPa3BYKOBbIMY MapKepamu
BPOXAEHHOWN 1 HacneACTBEHHON MATONOrnu U/vnm BHYTPUYTPOObHOro nHbuLmMpoBaHua
notpeboBanoch 15,6% 6epeMeHHbIX, NepeHecwmnx COVID-19 B nepBom 1 BTOPOM TpUMe-
cTpax 6epemeHHocT. Hanbonee yacto, B 6,4% ciyyaes, y NI0A0B UMENVCb 0COOEHHOCTY
MoueBblBOAALLEN cucTembl, BKNtovasa BINP. Hanbonee yactbiMm cumntomamu 3abonesa-
Hua COVID-19 y 6epemeHHbIX ABUIUCH NOBbILLEHWe TemnepaTtypbl Y 75,2% 1 aHocmnA B
coueTaHuu c areB3unen y 66,9%. Heobxoanm ganbHenwnii aHanun3 TeyeHns 6epemMeHHOCTH
1 popoB, UTOObl MOATBEPANTD UMM NCKIOUUTL FTMMOTE3bl, YTO 6epeMeHHbIe XKeHLLMHbI C
nepeHeceHHo COVID-19-uHdpeKuUmen B NepBOM 1 BTOPOM TPMMECTPAX MMEIOT NOBbILIEH-
HbI PUCK NpesKknamncuu, petonnaleHTapHON HeJOCTaTOYHOCTU, CUHAPOMA 3aiepPrKKM
pocTa nnofa, NpexaeBpeMeHHbIX POLOB 1 OMepPaTUBHOIO pofopa3peLLeHms.
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Pesiome

MN3yueHo BnusHme npenapata XodnTon B KOMMIEKCHON TePAnuu Ha AVHAMUKY KJIMHUKO-
nabopaTopHbIX NMoKasaTtesiel Npu NMenoHeppute GepemMeHHbIX, NCXOAbl poJopa3pelle-
HUA 1 COCTOsAHME NoAa. Micnonb3oBaHue npenapaTta Xoouton B KOMIMIEKCHON Tepanuu
naumneHToB C nuenoHedprToM 6epemMeHHbIX CMOCOOCTBOBASIO JOCTOBEPHOMY CHUXKEHWIO
psAAa NOBbILWEHHbIX NMOKa3aTesiell CbIBOPOTKN KPOBY (YPOBHEN KPeaTUHVIHA U MOYEBUHBI,
TpaHcamuHa3, bunmpyouHa n ero ¢paxkuun, LLO n gp.). Mpn npumeHeHumn Xodutona He
Habnioganncb annepruyeckre N gpyrue noboyHble peakLmm, OTMeYanacb XopolLuas nepe-
HOCVMOCTDb.

KnioueBble cnoBa: XopuUTon, KOMMIEKCHAs Tepanus, nuenoHedpuT 6epeMeHHbIX, CbIBO-
pOoTKa KpoBU
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Abstract

The effect of Chophytol in complex therapy on the dynamics of clinical and laboratory
parameters in pregnant women with pyelonephritis, the outcomes of delivery and the
condition of the fetus was studied. The use of Chophytol in the complex therapy of
pregnant women with pyelonephritis led to a significant decrease of a number of elevated
blood serum parameters (levels of creatinine and urea, transaminases, bilirubin and its
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fractions, alkaline phosphatase, etc.). The use of Chophytol had no allergic and other side
reactions, and good tolerability was noted.

Keywords: Chophytol, complex therapy, pregnant women with pyelonephritis, blood
serum

B BBEOEHWE

NHbekumn mouesbiBogawmx nytein (MMI) y 6epemMeHHbIX XEHLWMUH aKTyanbHbl Ha
NPOTAXEHWNN MHOTUX JECATUNETUI, B TO XKe BpemaA 3a nocneaHvie 10 net 3aboneBaemocTb
nuenoHedpuTom GepeMeHHbIX Bo3pocna B 3—4 pasa. IMI co3paeT NoBbIWEHHbIA PUCK
pa3BUTUA Pa3SIMYHbBIX NATOIOMMUYECKNX COCTOAHUI NPY 6epEMEHHOCTM U B pofdax: HeAo-
HOLUIEHHOCTW JeTeN, 3afAepKKN BHYTPUYTPOOHOrO pa3BuTus, GOpMUPOBaHUA BPOXKAEH-
HbIX aHOManui N yBeNMYEHWA pUCKa NepuHaTasbHON 3ab60neBaemMoCT U CMEPTHOCTH.
B 1O e BpemA NMHOEKUMOHHO-BOCNANMTENbHbIE NPOLIECCHI B YPONOrMYeCKon NpaKTnke
BCTPEYaloTCA C BbICOKOW YacTOTOW B BUe CAMOCTOATENbHbIX Ho300rndyeckux Gopm (nme-
NOHebPUT, UNCTUT, YPETPUT), CONYTCTBYIOLLMX 3a00NEBaHNIA, @ TaKXXe OCIIOKHEHWI onepa-
TUBHbIX N MHCTPYMEHTasbHbIX BMELLATeNIbCTB.

MMM y 6epemeHHbIX NogpasgensaioT Ha TPy rpynbi:

6aKTepuypua — Hanmume 6akTepurin B MOUEBbLIBOAALLNX MYTAX;

VH}EKLMN HXKHMX OTAENIOB MOYEBbIBOAALLMX NyTel (UMCTUT, ypeTpuT);

UH}EKLNN BEPXHVX OTAENOB MOYEBbIBOAALLMX MyTeN, KOTOpble, Kak MPaBuio, Conpo-

BOX/AIOTCA BOBJIEUEHMEM NMAPEHXMMbI Noyek (nrenoHedpur).

MoueBblgenvTenbHas cuctema Bo Bpemsa 6epemMeHHOCTU GYHKLMOHUPYET C 60MbLINM
HanpsxeHnem, obecrneurBan BbiBeleHE U3 OpraHn3ma NnpoayKToB 06MeHa Kak camom
XEHLLWHbI, TaK 1 pacTyLlero nnoga. Hecmotpa Ha 370, npu ¢usmonornyeckon bepemeH-
HOCTU B MOYKax He BO3HMKaeT MOpdOoNormyecknx usmeHeHuin. B nocnegHue mecaupl
6epemMeHHOCTN B MOY€e MOTYT NOABUTLCA Clefbl 6erka, Mpexae BCero ykasblBawowme Ha
BO3MOXKHOCTb BO3HMKHOBEHMA rectosa [3].

CywecTtByeT pag $akTopoB, CNOCO6CTBYOWNX Pa3BUTUIO NuenoHedpuTta npu bepe-
MEHHOCTU: MHPEKLMOHHbIV OYar B OpraHm3mMe (BoCnanutenbHble MPoLecchl B reHUTanuax
N OpraHax MOYEBOW CMCTEMBI, @ TaKXKe Kapuo3Hble 3y6bl, GypyHKybl); HapyLleHne ypo-
OVIHaMUKW BEPXHMX MOYEBbIBOAALLMX NyTer. K nocnegHnM nprvynHaMm OTHOCUTCA MOHW-
XeHune TOHyca N MOTOPUKN JIOXaHOK U MOYETOYHUKOB, NPUBOAALLNE K BO3HUKHOBEHUIO
NOXaHOUYHO-MoYeYHoro pedroKca; yBennyeHne obbema MoOUYeBOro ny3blpa BCleAcTBMe
HeMpOropmMoHasbHbIX BIIMAHWUW, CHUXEHME ero TOHyca, 0OycnoBnMBaloLee 3afepKKy
MOUYM 1 MY3bIPHO-MOUYETOUYHMKOBbIV PePIIOKC; CHUKEHME YCTOMUMBOCTM YPOINUTENNA K
WHBa3MKN 6aKTeEPUI MO BO3AENCTBUEM NOBbILEHHOW KOHLEHTPALUM SCTPOreHOB U NPo-
recTepoHa; MexaHU4Yeckoe CAaBfMBaHME BO BTOPOW MOMOBMHE GepemMeHHOCTU Moue-
TOYHMKOB YBEIMYEHHON U POTMPOBAHHOW BMPABO MAaTKOM, @ TakXe pacluMpeHHbIMU
AVNYHMKOBbLIMY BeHaMU; ocnabreHre B KoHLe 6epeMeHHOCTY CPUHKTEPa YpeTpbl, Cnocob-
CTBYIOLLEE BOCXOAALLEMY PacNpOCTPaHEHMIO MHEKUMW; FreMOANHAMYEeCKNe HapyLLeHUsA
B MOYKe, YalleYyHO-TOXaHOYHOW CUCTEME N MOYETOUYHMKAX; U3MEHEHNA NMMYHOOormnye-
CKON PeakTUBHOCTY; 3HAYMTENbHOE MOBbIWEHNE KOHLEHTpauuu IOKOKOPTUKOUAOB.
Y 90% XeHLWWUH ¢ 6 Heaenb pa3BMBAETCA PACTAKEHME MOYETOYHUKA, KOTOPOEe MOXeT
COXPaHATbCA JO POAOB (rMapPoHedpo3 bepemMeHHbIX).
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Vicnonb3osaHue npenapata XopuTon B KOMMIEKCHOM JleYeHn NMenoHedpuTa y 6epemeHHbIX

MuenoHedpuT — NHGEKUMOHHO-UHAYLIMPOBAHHOE OYaroBoe AeCTPYKTMBHOE BOCNase-
HVe, NP KOTOPOM MOopaKaeTcA UHTePCTULManbHaA TKaHb MOYEK M YalleyYHO-N0XaHOYHasA
cucTema. NuenoHedput, HabNOAAEMbIN Ha NPOTAXKEHUN FreCTaLUMOHHOrO Nepuoaa, Hasbl-
BAeTCA reCTalNOHHbIM NUENOHePPUTOM. ITO UHPEKLMOHHOE MOpaKeHWe BCTpeyaeTcA
npu 6epemeHHOCTN B 12% cnyJaes.

KNMHNYeCKn rectalMoHHbIN NnenoHedpuT NPOTEKAET B OCTPON 1 XPOHMUeCKol pop-
me. Mpn 060CcTpeHNN XPOHUYECKOro NMenoHedpuTa BO BpeMa 6epeMeHHOCTY 3aboneBa-
HWe cnefyeTt paccmaTprBaTb Kak OCTpoe BOCMnaneHue.

Yponoru n Hedpponorn oTHOCAT NuenoHedppuUT 6epeMeHHbIX, Kak 1 NMenoHeppuTbl,
ob6ycnoBneHHble pa3nMyHbIMU OOCTPYKTUBHBIMK YPOMNATUAMM, K pa3pagy OCIIOMKHEHHbIX
NH}EKLUMIA BEPXHUX MOYEBbIBOAALLNX MYyTeN, UpeBaTbIX Pa3BUTUEM TAXKENbIX THOMHO-Cen-
TUYECKUX OCIIOXKHEHMI 1 cencuca [4]. NMnenoHedpuT OKasbiBaeT HebnaronpuATHoOe BO3-
NencTBune Ha TeyeHne bepemeHHoCTN 1 nnog [11.

CpoKu BO3HMKHOBEHMA NuenoHedprTa npu 6epemMeHHOCTH:

22-28 Hefenb 6epeMeHHOCTN (MaKCMManbHbIA NOgbeM KOPTUKOCTEPOUAOB);

32-34 Hepenn 6epemMeHHOCTY (MaTKa fOCTUraeT MakcMyMa B pasmepax);

39-40 Hepenb 6epemeHHOCTU (rofIOBKa Nioda NPUXMMaeTCA KO BXOAY B Masblli Ta3);
nocne poaos — 4, 6, 12-e cyTku.

Bo36yputenun nnenoHedpuTa:

3HTepobakTepum (58%);

KuweyHas nanoyka (36-88%);

npoten (5-20%);

knebcmenna (go 14%);

CTapUNTIOKOKKU 1 CTPENTOKOKKM (5-20%);

rpubbl, MMKOMNNa3Mbl, ypeannasmbl, aHaspoObHble GakTepum 1 gp.

Mpwu cBexxem nNpoLecce HaxoAAT, Kak NPaBwusIo, ogHOro Bo3byanTens, Npy 4IMTeNnbHO
CYLLeCTBYIOLLEM — HECKOMNbKO.

KnnHuuyeckasa kKapTuHa 3aboneBaHnA 3aBUCUT OT MYTU NMPOHWKHOBEHWUA MHOEKLUN.
Mpun rematoreHHOM MyTU Hambonee BblpakeHbl obLiMe cumnToMbl 3aboneBaHusA, Npu
yporeHHoM npeobnafatT MecTHble cMNTOMbI. [TnenoHedpuT yalle gmnarHocTmpyeTca y
nepeobepemeHHbix [10]. OcTpbIt NenoHePppUT 06bIYHO NPOABAAETCA Yepe3 HECKONBbKO
[Hel nocne 060CTPeHUA XPOHMYECKOrO TOH3WINNTA WY BbIABMIEHWA APYroli 04aroBow
nHdekunn (ypyHKynes, MacTuT 1 ap.), B CBA3M € 3TMM 3aboneBaHme He Cpasy AnarHocTu-
pyeTca 1 He NPOBOANTCA afjeKBaTHOe fieyeHue.

KnnHnueckne Kputepmm ocTporo nuenoHeppmTa:

noBblLLEHWE TemMepaTypbl Tena ¢ 03Hobamu;

CMMNTOMbI MHTOKCUKaLMK: CaboCTb, TOWHOTA, PBOTA, apTPanruun, MUanrum, ronoBHas

6onb;

6051 N HanpsAXKeHWEe MbILL, B MOACHUYHON 0651acTL (4aCTO OAHOCTOPOHHME);

NONOXUTENbHBIN CUMNTOM NokonayrsaHua no Xl pebpy Ha cCTopoHe NopakeHus;

Npw Pa3BUTMM FTHOMHOIO NenoHeppPUTa NHTOKCUKALMA CONPOBOXKAAETCA TaxMKapan-

el (po 120-140 yn/mMuH), ronoBHom 6onblo, cnabocTblo, agnHaMMEN, NKTEPUYHOCTbIO

CKNep, TOWHOTOM, pBOTOM. MNpn nokKanusaymm rHOMHOro npolecca no nepegHen no-

BEPXHOCTM NMOYKM BO3MOXHO MOABNEHME NePUTOHEaNbHbIX CUMNTOMOB, CUMYNNPYIO-

LMX OCTPbIN XONEeLNCTUT, anneHANLUUT, NaHKpeaTuT, npoboaHyto A3y [6, 10].
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MpucoegnHeHne CMMNTOMOB MHGEKLMOHHO-TOKCMYECKOrO LLIOKa COMPOBOXAAETCA
nageHvem AJl, pe3kol 6nefHOCTbIO, aKPOLMaHO30M, CMYTaHHOCTbIO CO3HaHWA (B 25% Ha-
6ntoaeHnin). MHGEeKUNOHHO-TOKCMUYECKIMIA LWOK YacTo pa3BMBAETCA C Hauya/loM aHTMbaKTe-
puanbHol Tepanum Ha GoHe HapyLUEHHOro Nacca)ka MoUn: BBefileHVe aHTUONOTUKOB Bbl-
3blBaeT MaCCMBHYIO rMbenb MUKPOOPraHM3MOB, a HapyLLUEHMEe OTTOKa MOUYMN U3 BEPXHMUX
OTAENI0B MOYEBbLIBOAALLMX MyTe CNocoOCTBYET HAKOMIEHNO SHOOTOKCMHOB U Monaga-
HUIO X B KPOBb B pe3yfbTaTe BO3HWKHOBEHMSA TOXaHOUYHO-MoYeYHbIX pedntokcos [10].

Mpu pacnpocTpaHeHny npouecca Ha NapaHedpanbHyO KNeTyaTKy NoABNATCA CUM-
NTOMbl HAaNPAXKEHMA MbILL, NepeHen GPIOLWHON CTeHKKW, 60NIe3HEHHOCTb B Noapebepbe
N HaNps>KeHVe MblLL, MOACHUYHOI obnacTu.

CHrxeHue guypesa o 500 mMa MOuM B CYTKM C HU3KMM YAenbHbIM Becom go 1,010 -
OYeHb OMaCHbIM CMMMNTOM, KOTOPbI MOXKET pacLeHMBaTbCA KaK HavanbHas ¢asa ocTpom
NoYeyHOM HeJOCTaTOUHOCTU (LIMPKYNATOPHbIV KOSINanc), Kotopasa AnmTca B CpegHeM CyT-
Ku. MosToMy pe3eps BpeMeHU AnsA Toro, YTobbl onpeaennTbCa B TakKTKe BefeHus, He-
BeNMK. YacTo npu 6epeMeHHOCTN HabnogaeTca cTepTan KNMHMYeckan KapTiHa 3abone-
BaHMA: C HE3HAUWTENbHbLIMM Xanobamu Unu faxe ¢ NOSHbIM X OTCYTCTBUEM CO CTOPOHDI
NauneHTKN, C MUHUMANbHBIMU OTKNIOHEHUAMM OT HOPMbI B labopaTOPHbIX AaHHbIX. Tem
He MeHee TakadA cuTyauma TpebyeT NpUCTanbHOro BHUMAHWA Bpaya, JUKTyeT Heobxoau-
MoCTb 6onee TwaTenbHoro cbopa aHamHesa 1 yrnybneHmsa AMarHoCcTMYecKoro noncka.

AvarHocTuka nuenoHedppuTta y 6epemeHHbIX
JNabopaTtopHan gnarHoctuka nuenoHedprta BKIOYaAET:

= OOWMIA aHaNM3 KPOBU: NIENKOLMTO3 CO CABUIOM BNeBO, HelTpodunes, Tokcnyeckas
3epHUCTOCTb HENTPODUNOB NMpK BbipaXKeHHOM BocnaneHuu, yckopeHune CO3, cHmxe-
Hue reMornobuHa;

B OMOXUMWYECKUI aHanu3 KpoBu: yBenuueHne ypoBHA C-peakTMBHOro 6enka, runo-
anbbyMrMHeMMs; B TAXKENbIX CJyYasax MOBbIWEHbl KpeaTUHWH, MOYeBMHa, OUnnpyouH,
TpaHCaM1Ha3bl;

B OOWMIA aHaNM3 MOUU: LLENIOYHAA peakumsa, CHUXKeHWe NNOTHOCTU, MoYa MyTHas, Nei-
KounTypus (6onee 10 nekoLMTOB B Nofe 3peHUs), baktepuypus, MUKporemaTypus;
penko npu o6CTPyKTMBHOM NuenoHedprTe C OJHON CTOPOHbI MOXET OTCYTCTBOBaTb
BblgefIeHNe FHOA, 1 MOYa He COAEPXKNT NeNKOLNTDI;
npo6a 3UMHULKOrO: r’MNoCTeHYpUsA, HUKTYpUA (HabnogaeTca y 56% nauneHToB);
npoba HeunnopeHko: npeobnagaHve NenkoUUTypuUN Hag sputpouutypurein (Hopma
ana 6epemeHHbIx: nenkounTbl 4000/mMn, UMANHAPBI 1-3 B None 3peHus, SpUTPOLUTbI
2000/mn);

®  GakTepuypusa: Habnogaetca y 65% naumeHToB (6akTepunypua UCTUHHAA — BblaeneHne
B030yauTensa B MOHOKYNbType B Konuyectae 10° 1 6onee MUKPOOHbIX Ten B 1 M1 MoUn);
MaKporemaTypua Habntogaetca Ha GoHe MOYEeYHOM KoKW AN NanuaIoHeKPOo3a;
CyTO4YHaA NpoTenHypua (B HOpPMe OHa He JOoMKHa npesbiwatb 150 mr). BoiaeneHune
>2 1 6enKka B CyTK/ CBUAETENbCTBYET O TAXKesoM 3aboneBaHnm noyek nnn Heppona-
T 6epemeHHbIX. [ToTepa ¢ Moyon 4-5 r 6enka B CyTK/ NpeAcTaBifaeT onacHOCTb AN
nnopa (BO3MOXHa ero aHTeHaTanbHasA rmbenb);

B BbiAABNEHME NMUTENNAbHbBIX U 3€PHUCTbIX LWAMHAPOB (M3 KNETOK NOYeYHOro snuTe-
NnnA) CBUAETENbCTBYET O TAXKECTW NpoLiecca.
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[JaHHble ynbTpacoHorpadum:
® 33 cyeT OTeKa NapaHedpanbHOM KNeTyaTKm NopaKeHHas noyka KOHTYprpyeTca oTyeT-
NnvBee OKpyXKaloLwWwnx TKaHew;
OTCYTCTBYeT NOABUXKHOCTb MOYKY;
Npu HapyLeHN Naccaka MoOYN BbIABAAETCA pacClluMpeHmne YalleyHO-NIOXaHOYHOWN Cu-
CcTeMmbl;
B KapOYHKyN NMOYKW BbIMALUT OKPYIbIM 3XOreHHbIM 06pa3oBaHeM C YETKUMU KOHTY-
pamu, HO HEPOBHbIMMK KPasaMK;
B napaHedpanbHbIA abcLecc BoIrMAUT OBasIbHbIM WX HEMPABUIbHON GOPMbI SXOTeH-
HblM 06pa30BaHNEM, PaCNOSIOKEHHbBIM PALOM C MOYKOMN;
®  [Ipy XPOHUYECKOM nrenioHedpuTe pasmepbl MOYKM YMEHbLLEHbI, KOHTYPbI €e HepOoB-
Hble, YalleYHO-NI0XaHOYHaA cmcTema 4epopMUpoBaHa, N3MEHEHa TONLLMHA YalleyHo-
JIOXaHOUHOW CUCTEMbI, PpacLUMPeHbl NOXaHKM.
OcnoxHeHus nuenoHedppuTa Ana maTepu, nnoga  HOBOPOXKAEHHOTO:
pa3suTne rectosa (30-40%);
CaMonpoun3BOobHOE NpepbiBaHne 6epemeHHOCTH (15-20%);
XPOHMYecKan nnaLeHTapHaa HegoCcTaTouHOCTb (30-35%), rmnokcma Nnoaa;
runotpodua nnoga (12-45%);
NPU3HaKN BHYTPUYTPOOGHOrO UHOULIMPOBAHMA: NMOPaXKEHUE KOXM 1 CIIM3UCTbIX 060-
nouyek — omdanuT, KOHbIOHKTUBUT, Be3ukynes (0o 60-70%); paHHWUI HeOHaTasbHbI
cencuc (8o 1%); MeHUHruT, sHUedanmnT (go 1%);
HeBponornyeckme pacctponcraa (oo 50%);
CYHAPOM AbIXaTeNbHbIX paccTponcTs (20%);
BbICOKas neprHaTaibHaA CMepTHOCTb (25% un 6onee) [5].

JleueHne nNuenoHe¢ppuTa Npn 6epemeHHOCTU
JleueHne oCTPOro 1 060CTPEHUA XPOHMUYECKOrO NuenoHedpuTa NPOBOANTCA B CTa-
LMOHape, rae BO3MOXHO obecrneyeHne BCero HEOOX0AMMOro KOMIMJIEKCa, BKOYatoLWEero
aHTMbaKTepuanbHyo Tepanuio ¢ y4eToM ocobeHHoCTeln BO3byanTensa, BOCCTaHOBNEHME
YPOAUHAMUKI/ BEPXHUX MOYEBbLIX NyTel, AeCeEHCUOMNN3MPYIOLLYIO Tepanmio, KOppeKLUio
deTonnaueHTapHO HeJOCTaTOUHOCTH, a TakXKe YCMeLwHoe pojopaspelleHme.
locnuTannsauma nokasaHa: Npu ocTpPoMm nuenoHeppuTe; Npu 060CTPEHNN NUeNoHed-
puTa B l06OM CpoKe bepeMeHHOCTY (B Cneunanu3npoBaHHbIi CTaunoHap unmn B obcep-
BaLMOHHOE OTAENEHME POAAOMA); NPU BO3SHUKHOBEHNN OCIOKHEHWI BepeMeHHOCTH, B
KpuTuyeckne cpoku (22-28 Hepenb) aAnsa obcnenoBaHuAa 1 onpegeneHna GyHKLUMOHanb-
HOrO COCTOAHMA NOYEK; NPW BbISABNEHNN TMNOKCUX UAK runoTpoduin nnoaa.
Cxema KomnnekcHom Tepanuu [2, 3]:
BOCCTaHOBJIEHNE YPOAUHAMUKMY;
aHTUbGaKTepuanbHaa Tepanus;
UH}Y3nOHHana Tepanus;
cuMnTOMaTMyecKas Tepanus, Masble 403bl CanypeTrKOB;
npu Heo6xoaNMOCTH — 3 depeHTHbIE METOAbI AETOKCUKALMY;
AMarHocTuKa ¢peTonnaleHTapHON HeJOCTaTOYHOCTY;
npodunakTnka peLmanBoB U 060CTpeHnA 3aboneBaHus.
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BoccTaHoBneHue YPOAUHAMUKN BEPXHUX MOYEeBbIX I'IyTEVII NO3NUMNOHHaA Tepanua
(KONeHHO-NOKTEBOE MONOXEHMe, MONIoXKeHMe Ha «340pOBOM» 60Ky); KaTeTepunsauuna
MOYEeTOYHMKa ﬂOpa)KEHHOIZ NOYKN.

AHTNGaKTepuanbHas Tepanua

Bbibop aHTMbaKTepuanbHoro npenapata ana tepanun VMM y 6epemeHHbIX, Kpome
06bIUHbIX KpUTepmes, NCMONb3yeMbiX Mpu Bbibope aHTMOMOTMKOTepanun (Hoka3aHHas
3¢pPeKTUBHOCTb, OCOBEHHOCTM (aPMAKOKMHETUKKM, BbICOKaA MUKpobmonormyeckas
aKTUBHOCTb 1 Ap.), TpebyeT 0b6A3aTenbHOro yyeTa faHHbIX No 6e3onacHOCTU NpenapaTta
ana nnopa [8, 13, 14]. Hanbonee pacnpocTpaHeHHbIMM B MUPE OpUEHTPaMK, onpeaens-

IOLLIYIMN BO3MOXXHOCTb MPUMEHEHUA NIeKapCTBEHHbIX CPefCTB Npu 6epemMeHHOCTH, ABNA-

l0TCA pekoMeHaauun, pazpaboTtaHHble areHTcTBoM CLUA no KoHTponio 3a nekapcTBamu 1

nuwesbiMn npogyktamu (FDA). O6bIYHO Ha3HauyalTCA NEHULMAAUHDI, LedanocnopuHbl,

MaKponuabl, aMMHOTNIMKO3WAbI, HUTPOUMMLA30/1bl, HUTPOdYpaHbl. AnMTenbHOCTb Tepa-

nun: ontumanbHo 10-14 gHel (pelaeTca MHAMBMUAYaNbHO). [pn HazHaueHUK aHTUOaK-

TepuanbHbIX CPeAcT8 crneayeT yuuTbiBaTb pH Moumn: akTUBHOCTb HUTPOdYpPaHOB, aMu-

HOMEHVLMININHOB YBENMYMBAETCA B KWUCIOW Cpefe; MakponuaoB, aMUHOMINKO3MAOB,

uedbanocnoprHOB — B LLESIOYHON.

MpuHUMnbl NpoBefeHnA aHTUbaKTepranbHon Tepanuu npu MMM y 6epemeHHbIx:

1. B Hauane 3ab6oneBaHuA NPOBOAAT SMNNPUYECKYIO Tepanuio 4O MUKPOOBUONOrnyecko-
ro onpefeneHns MUKPOOHOro areHTa, 3aTeM JieUeHNe KOPPUTMPYIOT C YY4eTOM YyB-
CTBUTENIbHOCTU K aHTMOaKTepmanbHOMy npenapaty (npy HeabdeKTMBHOCTU SMNNPU-
yeckow Tepanuu B TeueHne 3-4 gHeNn) — Lenesas Tepanus.

2. AHTubaKTepuanbHble cpeficTBa IMNUpUYeckon Tepanun B | Tpumectpe bepemeHHo-
CTW — MHIMOMTOPO3aLUNLLEHHbIE aMUHOMEHULIUIVHBI.

3. Co ll TpumecTpa gna smMnmpuryeckor Tepanum nuenoHedprTa NPUMEHAIOTCA UHTNOK-
TOpO3allyULLEeHHble aMUHOMNEHULIVIHDI 1 LiedanocnopyHbl.

4. UedanocnopuHbl.

5. Bolln B lll TpymecTpax B KauecTse LieneBow Tepanuu Npu ycTaHoBIeHHOM BO30yauTe-
ne MOXHO NpumeHATb LedanocnopuHbl Il 1 IIl nokoneHus, NockonbKy oHW obnapatoT
BbICOKOW aKTUBHOCTbIO B OTHoweHun Escherichia coli. Mpu Ha3HaueHUn uedanocno-
PUHOB cneflyeT NOMHUTb O TOM, UTO yBenuueHve rpynmnbl (TOKoNeHna) NpUBoOAnUT He
TONbKO K YBeNnnueHno 3GPeKTUBHOCTH, HO 1 TOKCMYHOCTK. LlepanocnopuHel | noko-
neHuna manos¢¢$eKkTrBHbI B oTHOLWeHUN Escherichia coli.

6. OTOPXMHOMOHbI, TETPALMKIIVIHBI HE MPUMEHSAIOTCA Npu GepeMeHHOCTU, cynbdaHmn-
ammabl npotuBonokasaHbl B | n Il TpumecTpax, aMMHOrMNKO3MAbI NPUMEHAIOTCA C
OCTOPOXKHOCTbBIO BBUAY MX OTO- Y HEPOTOKCMUECKOTO feCTBUA.

7. Tlpu rMNoCTEHYPUUN 1 CHVXEHUW KNMPEHCa KpeaTMHUHA J03bl NpenapaToB AOMKHbI
ObITb CHUXKEHDI B 2—4 pa3a.

8. B nocnepopoBom nepuoge, Kpome BblllenepeyrncieHHOro, MOXXHO NPUMEHATb Kapba-
neHembl, PTOPXMHONOHbI, MOHOOaKTaMbl. [1pn 3TOM BpeMeHHO MpeKpallaeTca rpya-
HOoe BCKapMnBaHue.

9. MyTb BBefeHWA: CTyNeHYaTas Tepanua 4o HopManu3aumm TeMnepaTtypbl Tena napeH-
TepasibHO, 3aTemM Npuem BHYTPb.
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Outotepanua UMM y 6epemeHHbIX

MpyMeHsAI0TCA pacTUTeNbHble CPeAcTBa: NpenapaTtbl apTULLOKA, TONIOKHAHKA, O6pyc-
HWYHBIN NUCT, TUCTbA HGepe3bl, NNoAbl WMNOBHMKA, KYKYPY3Hble pbiibLia, MA0AbI Yepemy-
XM, Arofbl 3eMAAHNKM, PAGUHDBI, CEMEHa TbIKBbI, KIOKBEHHbBI MOPC.

(eTonnaueHTapHasa HefOCTaTOYHOCTb YacTo conpoBoxiaeT VMM y 6epemeHHbIX.
B nepBble roapbl KU3HWU LeTel, POXKAEHHbIX NaUMeHTKaMn ¢ GpeTonnalueHTapHoOW Hepo-
CTAaTOYHOCTbIO (JaXke KOMMeHCMPOBaHHOW, 6e3 3aepPXKKN poCTa Nyiofa), BEPOATHbI Hapy-
WweHuA nx GU3NYeCKoro 1 yMCTBEHHOTO Pa3BUTUS, @ TakXKe MOBbILIEHA COMATUYeCKas U
nHbeKUNOHHas 3aboneBaemMocTb [6], NO3TOMY HEOOXO[MMa CBOEBPEMEHHas ANAarHoCTu-
Ka 1 KoppeKLUuaA JaHHOrO OC/IOXHEHWA 6epeMEHHOCTN.

B cTaumoHape npumeHsaeTca WHOY3MOHHAA, OE3VHTOKCMKaLMOHHasA, cefaTuBHas,
LeceHcnbunusmpyoLlas Tepanus, BUTaMrHbl, CNAasMoNUTUKIN U canypeTndeckne (gpo6bHo,
MasibiMU [[03aMIi) MOYErOHHbIe Npenaparbl.

PonopaspelueHmne 6epeMeHHbIX C MUENIOHePPUTOM:

B MpeAnoYTUTENBHO Yepes eCTeCTBEHHbIE POAOBbIE NMYTU B 06CEPBALIMOHHOM OTAeNe-

HVUW poaLOMa;

LIMPOKO UCMONb3YIOTCA CMAa3MONUTUKIN U aHaNIbIreTUKY;

Jake Npu HanUuUM HepPOCTOMbI BO3MOXKHbI CAMOMPOW3BOJIbHbIE POSbI;

KecapeBo ceyeHMne AoMyCTUMO TOSIbKO MO CTPOTVM aKyLLIEPCKUM NOKa3aHUAM.

JocpouHoe pofopa3speLleHNe NOKa3aHo Npu:

coyeTaHUu nmenoHedpuTa C TAXENbIMM GOPMaMU rectosa;

oTcyTcTBMU 3dpdEKTa OT NPOBOANMOTO NEYEHNS;

OCTPOW MOYEYHON HEAOCTAaTOYHOCTH.

B LIEJIb NCCNEOOBAHNA

M3yueHne BAMAHNA NpenapaTta XopuTon B KOMMIEKCHOW Tepanumn Ha AVHaMUKY K-
HUKO-NabopaTopHbIX NoKasaTesnei Npu nuenoHedpuTe GepemMeHHbIX, UCXOAbl POJopPas-
peLleHna U cocTosHue nioga.

B MATEPWAJIbl U METObI

B nccnepoBaHve 6bn BKIOUEHbI 29 6epeMeHHbIX XEHLWMH C AMArHO30M «Mnueno-
HebpUT HepeMeHHbIX», MoNyYaBLUNX CTaLlMOHAPHOE JIeUeHre B aKyLLIEePCKOM OTAENeHN
Y3 «3-a ropofckaa kKnuHunuyeckaa 6onbHuua um. E.B. Knymosa» r. MuHcKka B nepuop c
10.2019 no 11.2020 r. NaymeHTbl pa3geneHsl Ha 2 rpynnbl: 1-A rpynna nony4vana KoHcep-
BaTMBHYIO Tepanuio COrNacHoO KMHUYeCKM npotokonam Pecnybnuku benapycb n Xodu-
Ton (N=14), 2-A — TONbKO KOHCEPBATUBHYIO Tepanuio No NPoTokonam 6e3 Ha3HauyeHuA
Xo¢uTona (n=15).

[laHHble 3KCNepUMEHTaNbHbIX NCCeaoBaHM Oblv 06paboTaHbl C MCMNOSIb30BaHMEM
nporpammHoro obecneuerua MS Excel u Statistica 10.0 for Windows (StatSoft. Inc, CLUA).
OueHKy AOCTOBEPHOCTM Pa3HOCTN CPaBHMBAEMbIX BEINYMH NPOBOAUAN HA OCHOBaHWUN
BeNMUUnHbl Kputepua CTblogeHTa. Pe3ynbtaThl NpeAcTaBieHbl Kak cpefHee + cTaHjapTHas
owmnbKa cpegHero (M+m). CTaTUCTUYECKM 3HAUUMbIMU CYMUTanu pasnunuma npu P<0,05.

MauneHTKM noctynunn B cpoke 6epemeHHocTn oT 21 po 38 Hegenb (Tabn. 1) ¢ gna-
rHO30M XPOHUYeCKoro nmenoHedputa, oboctpeHune — 4 cnyyas B 1-i1 rpynne u 4 Bo 2-n
rpynne, rectayMoHHbI nuenoHedpuT (2 1 6 cyyaeB B rpynnax COOTBETCTBEHHO), recTa-
LUMOHHbIN NenoHebpuUT 1 yrpoxatoLme npexaespemeHHble pogbl — 2 (1-a rp. 1 2-a rp.),
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BHYTPEHHUI CTEHT 1eBOW NOYKM (1-A rp.), CTEHT NpaBoro moyetoyHuKka — 2 (1-a rp.), MOHo-
XopuanbHasa AuamHuoTMYeckada fBouiHA (1-A rp.), 6eccumnTomMHas 6GakTepuypua -
1 (2-9 rp.), oCTPbIi OOCTPYKTUBHbIN NenoHedput — 1 (2-A rp.), XpoOHUYECKNI NnenoHed-
pwvT 1 yuctut — 1 (2-a rp.), BIT (2-A rp.), aHemus, racTput, KONbAWT.

OnucaHue s3xocKonuyeckoro obceoBaHNA Noyek npuesefeHo B Tabn. 2. Kputepun
BK/IOYEHUA NaLUUEHTOB B UCC/iefoBaHMe: Hanuume nuenoHedpurta bepemeHHbIX; NCKITI0-
YeHWA: Hannumne OCNOXHEHNI, TPeOYIOLMX HEMEAJIEHHOrO pofopa3peLIeHA AN CPOY-
HOW YCTaHOBKM CTEHTa.

Bce naumeHTbl 6binM pa3geneHbl Ha 2 rpynnbl: 1-A — rpynna, nonyyaroLaa KoHcepBa-
TUBHYIO Tepanuio nuenoHedbputa n Xobuton (n=14), n 2-a — rpynna, nonyyaroLasa KoH-
cepBaTUBHYI0 Tepanuto 6e3 HazHaueHna Xodutona (n=15). B kauecTBe KOHCepBaTBHOM
Tepanuu B CTaLMOHape naumeHTbl obenx rpynn noayyann aHTUOMOTUKKM, Npenapartb,
ynyJliaowme MUKPOLUPKYNALMIo, Npyu HeobxoAMMOCTM MpenapaTbl Xefe3a CornacHo
KNMHMYeckum npoTtokonam. O6e rpynnbl 6binn conoctaBUmMbl Mo Bo3pacTy (26+2,3 roaa
ana 1-i rpynnbl 1 28+1,9 roga gna 2-i), guarHosam n cpokam b6epemeHHocTw. [pe-
napat BblNycKaeTCcA ONA MepopasbHOro npumeHeHus (tabnetku, cogepxawme 200 mr

Ta6bnuua 1

OCHOBHOI1 ANarHo3 Npu NOCTynneHnn 6epeMeHHbIX B CTaLMOHAp U CONYTCTBYIOLME COCTOAHUA
Table 1

Main diagnosis on pregnant women admission and concomitant conditions

AunarHos / cpok 6epeMmeHHOCTU lpynna 1 lpynna 2
4
6
1

XpoHuueckuii nuenoHedput, oboctperne
lecTalMOHHbIN NnenoHedpuT
lecTalyMOHHbBIN NnenoHepUT 1 yrpoxatoLre npexxaeBpemMeHHble poabl

BHYTpeHHWIA CTEHT N1IeBO NOYKN
CTeHT NPaBOro MOYETOYHMKa
ecTauMOHHbBIN MuenoHeGpPUT MOHOXOPUaTbHaA ANAMHMNOTNYECKAA ABONHSA

RN N DN N PN ENE RS

BeccumntomHan 6akTepuypus

XpOHWUYEeCKni NMMenoHeppuT 1 LUCTUT 1

OCTpbiil 06CTPYKTUBHbIN NenoHeppuT 1
CTeHT NpaBoN MOYKN N MOYETOUHMKA
XpoHuueckuii nnenoHedput v BITI 1

—_
—_

XpoHuueckuii nuenoHedbpuT 1 aHemus
XpoHuYecKkni nmenoHeppuT 1 racTput 1
XpoHuuyeckuii nnenoHepuT 1 KONbNUT

bepemeHHoCTb 37-38 Hepenb

bepemeHHOCTb 36 Hepenb

bepemeHHoCTb 35 Hepenb

bepemeHHOCTb 34 Hepenn

wlw|hlw

bepemeHHOCTb 33 Hepenun

bepemeHHocTb 31-32 Hepenn
bepemeHHocTb 30 Hepenb
6epemeHHOCTb 28 Hepenb

SN R, W R ma= NN

bepemeHHOCTb 26 Hepenb
bepemeHHOCTb 22 Hepenn 1
bepemeHHoCTb 21-22 Hepenn 1
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Ta6bnuua 2

[laHHble 3X0CKONnYecKoro o6cnefoBaHNs NoyeK Npu NOCTynneHnn 6epeMeHHbIX B CTaLoHap
" npu BbiNnucke

Table 2

Renal echoscopic findings on pregnant women admission and discharge

dxocKonuyeckoe obcnefloBaHNE NoYeK fpynna 1 lpynna 2
Kucta B napeHxume nouku cnesa

YpocTas cnpaBsa 4

YpocTtas cneBa 1

YpocTa3 fBYCTOPOHHMWI 3 1
1
1
1

lenaTocnneHomeranua

AHrnonunoma

KoHKpemeHT neBow Noyvkun
KOHKpeMeHT npaBon NoYKum
CTeHT NpaBoi NOYKM N MOYETOUHUKA

CocTtosiHue nocne CTEHTUPOBAHUA
KanunkoakTasms cnpasa

SN ==

aKTMBHOIO BELLECTBA; PacTBOP AnAnpuema BHyTpb 120 mn). MNaymeHTKM nonyyanu Xoputon
no 2 Tabnetku 3 pasa B fieHb 06bIYHO Ha NPOTAXKEHNM 2-3 Hefenb. Kypc neyeHmns gaHHbIM
npenapaTom coctasun 2-3 Hefenw. [poaHann3npoBaHbl YPOBHU KpeaTUHMHA U MOYeBU-
Hbl, @ TaKXe Apyrve nokasartesn B 6MOXMMUYECKOM aHanr3e KPoBU A0 Hauana fieueHus u
cnycTa 2-3 Hepgenv npuema Xodutona, obLyero aHannsa Kposu, BKouaa popmyny, noka-
3aTenn 6aknoceBa MOUM 1 ee cocTaBa.

BepeHune naumneHToK ¢ NenoHedpUTOM NO3BONAET AenaTb akLEHT Ha MeHee 3aTpaT-
HbIX MeTofax Tepanuy recTayMoHHOW 60Me3HN MoYeK WU Pas3BUTUM NPOdUNAKTNYECKINX
HanpaBneHWiA: paHHEM BblAiBfIeHNW 3ab6oneBaHNA UKW Yrpo3bl Pa3BUTAA NOYEYHOW NaTo-
noruu; paspaboTke MeTofoB NPOrHO3UPOBaHUA, MPOPUNAKTUKN U NIeYeHna nuenoHed-
puta (M BO3MOXHOMO pPasBUTUA MPESKNAMNCKM) Ha HauyasbHbIX U elle obpaTiMbIX CTa-
AnAX 0O MOMeHTa nepexofa B TAXenyto. [1pn KOHCepBaTUBHOM IeYEHUN PaHHUX CTaguin
nuenoHedpuTa BaXKHON 3afaueli ABNAeTCA NpefoTBpalLeHNe 06pa30BaHNA TOKCMYECKMX
meTabonuToB. [penapatbl PacTUTENbHOrO MNPOUCXOXKAEHMSA, Takme Kak XodwuTton, obna-
fawooume MembpaHONpPOTEKTUBHBIMY CBONCTBaMU, NPUBOAAT K YNyYLLEHUIO CUCTEMHON U
NoKasibHOW Tepanuu.

JleueHve Ha paHHMX CTagMAX BKOYaeT B ceba: 1) gmeToTepanuio C OrpaHUYEHUEM
conu (npw runepdocdatemMun), 6eNKOB U XKUPOB; 2) Ha3HaUYeHMe NpenapaTos, ynyylua-
IOLLMX MUKPOLMPKYSALMIO M TEM CamMblM NPUBOAALMNX K CHUMXEHUIO YPOBHA a3oTemMnmn
(pacTuTenbHOro NponcxoXkaeHusa — Xoduton, KaHedpoH, a U3 rpynnbl TEOPUNINHA — NeH-
TOKCUUANWH); 3) CTUMYNALMIO BUKAPHbIX OPraHOB BblgeneHns (Ha3HaueHne copbeHToB,
renaTonpoTeKTOPOB); KOPPEKLIMIO HAPYLUEHUN KNCIIOTHO-OCHOBHOTO COCTOAHMA, aHEMUU
1 apTepuanbHon rmnepTeHsnm [2, 3], aHTnbaKTepranbHyio Tepanuio Mo NoKa3aHUAM.

OfHVM 13 npenapaTos, YNyyLaoWmnX MAKPOLMPKYIALMIO N CHUXKAIOLWMX YPOBEHb
asotemun, ABnAeTca XopuTon. ITO pacTUTENbHOE JeKapCTBEHHOe CpefcTBO, Mnpea-
cTaBnAiolee co60 OUMLLEHHbIN SKCTPAKT JIMCTbEB apTuULLIOKa noneBoro. KnnHuueckune
nccnepoBaHuA npenapata XoduTon [EMOHCTPUPYIOT MHOFOrPaHHOCTb ero AencTBUA,
0bycnoBneHHOro KapeoneBol XUHHOWM Kucnotol 1 ¢nasoHoudamu. na Hedpponoros
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HanbonbLIN NHTepPeC NpeacTaBnAoT GnaBoHoOMbl, NPUHMMAOLWNE aKTUBHOE yJyacTue B
6e1KOBOM U a30TUCTOM OOMeHax. MHOrMMW MCCeqoBaTeNAMM OTMEUYEHO JOCTOBEPHOE
CHUXKEHUE COofep»KaHUA CbIBOPOTOUHbIX MOYEBUHbI M KpeaTWHMHA, a TakXe CYTOYHON
NPOTEUHYPUN Y MaLMEHTOB, NpuHMMaloWwmx Xoduton Ha AgoamnanusHbix ctaguax XBIl.
B coBpemeHHo ctatbe Cykano A.B. n coaBTopoB, onybnukoBaHHoW B KypHane «PeLenT»
(2019, Tom 22, N2 4), onucbiBatowwen NeyeHne XodpuTonom, NPOAEMOHCTPMPOBAHO A0-
CTOBEPHOEe CHUXKEHNE YPOBHEN KpeaTMHUHA U MOYEBUHbI Y MaLMEHTOB C XPOHMYECKOM
6onesHbto noyek (XBIM) 2-3-i1 cTagny, UTO CBUAETENLCTBYET O MONIOKUTENIbHOM BIVAHUN
Ha a30TUCTbI OBMEH, a TaKXKe CHIXKeHMe YPOBHA CyToUHOro 6enka B Moye Ha poHe npu-
ema Xoputona, Yto AaeT BO3MOXKHOCTb MCMOSb30BaHMA AaHHOMO Npenaparta C aHTUNpPo-
TemHypuyeckon uenbio. E. BonowmnHosa n coasT. (KypHan «Bpau», N2 1, 2009) npusogAr
aHanoruyHble faHHble. Y nauneHToB C rnoMmepynoHeppmuToMm 1 NoYeyHom HefoCTaToOuHO-
CTblo MPUMeHeHKe npenapaTta XoouTon NprBOAUNIO K 3HaUNTENbHOMY CHUXKEHUIO a30Te-
MWW 1 NOBbILLIEHNIO YPOBHA 00LLero 6enka KpoBU, a TakKe CHUXKEHUIO YPOBHSA MPOTENHY-
pUK Kak Npy COXPaHHOW, TaK 1 MPU CHUXKEHHON GYHKLMM MoYeK.

Ta6bnuua 3
MNMoka3aTenu coctaBa KPOBM Y NALNEHTOK C NnenoHeppnTom 6epemeHHbIX B ABYX 06CeOBaHHbIX
rpynnax B Hauasne U B KOHLIe Kypca neyeHuns

Table 3
Blood values in pregnant patients with pyelonephritis in the two groups studied at the start and end of
treatment
PAocToBep- JAocToBep-
Mokasartenun lpynna 1 HOCTb pa3- |lpynna2 HOCTb
nnumn pasnuuui
Mpu nocty- | Mpn BbI- p Mpu nocry- Mpu BbI- p
nneHnun nucke nneHnun nucke
O6wuin 6enok 56,2+4,3 66,7+3,7 <0,05 59,6+5,2 63,5+4,6 >0,05
O6w,. 6unmpybur | 13,7+2,1 10,4+1,9 <0,05 11,2£3,6 9,4+2,8 >0,05
Mpamoi 52+1,2 2,6£1,3 <0,05 4,2+1,6 3,314 >0,05
Henpsamon 6,9+1,1 4,7+0,9 <0,05 51£1,7 6,8+1,4 >0,05
KpeaTvHuH 71,5%5,2 41,5+4,6 <0,01 66,2+6,8 54,6+6,4 >0,05
MoueBuHa 6,1+0,8 3,65+0,7 <0,05 4,9+0,9 4,4+0,8 >0,05
[nioko3a 4,5+0,6 4,3%+0,5 >0,05 4,8+0,6 4,7+0,4 >0,05
Moues. K-Ta 332,2+18,6 240,0+23,2 <0,01 368,5+22,4 345,2+£31,6 >0,05
Amunasa 53,7+8,3 35,746,2 <0,05 48,8+8,2 43,2+9,1 >0,05
o 177,1£16,4 129,1+£14,6 | <0,01 202,5+19,3 203,7£17,4 >0,05
ANT 40,1+£2,6 30,5£3,4 <0,05 55,0+4,8 46,2+5,1 >0,05
ACT 78,1+4,4 33,4+ 3,5 <0,01 69,7+5,6 47,4+6,8 <0,05
lemorno6uH 102,9+2,3 116,3+2,1 <0,05 90,5+4,2 106,8+3,1 <0,05
SpuUTpoLuTbI 3,5+0,8 3,5+£0,7 >0,05 3,3+0,6 3,2+0,7 >0,05
JeikouuTbl 10,6+2,1 6,4+1,2 <0,05 13,7£2,4 9,2+2,8 >0,05
Manouk/ap 4+0,2 3%0,1 >0,05 5+0,4 4+0,4 >0,05
CermeHT/ag 70,1+£2,8 67,9t4,1 >0,05 76,6+3,7 72,4+4,5 >0,05
NumoouuTsl 21,7+1,6 23,7+1,8 >0,05 23,7+1,4 21,1%1,5 >0,05
TpombouuTbl 169,1+14,7 209,2£12,6 | <0,05 172,8+£18,1 192,1£16,2 >0,05
cO> 27,4+2,7 15,4£3,5 <0,01 31,1+4,1 18, 6%4,2 <0,05
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Vicnonb3osaHue npenapata XopuTon B KOMMIEKCHOM JleYeHn NMenoHedpuTa y 6epemeHHbIX

B PE3YJNIbTATbl U ObCYKOEHNE

[na nauneHTOB 06eMX rpynn NPy NOCTYNAeHNY B CTaLMOHap JOCTOBEPHO 3HAUNMbIX
pa3nnumin B MCXOAHbIX YPOBHAX aHaNM3Mpyemblx NoKasatenemn He yctaHoBneHo (p>0,05).
YpoBHM BrioxumMmnyecKix nokKasaTtesiel B CbIBOPOTKE KPOBY, a Tak»Ke JaHHble obLero aHa-
Nnn3a KPOBU ANA NaumMeHToB 1-i 1 2-1 rpynn Ha MOMEHT NOCTYNNEHUsA 1 Nocie Kypca neye-
HUA NpeacTaBfieHbl B Tabn. 3.

Heobxoanmo OTMeTWTb, UTO MOKas3aTeNnn KpeaTMHWHA, MOYEBWHDI, LWenoyHon doc-
daTasbl, 6uUNMpPy6bUHa, MOUEBOW KUCSIOTbI B CbIBOPOTKE KPOBM ANiA NaLMeHTOB 2-11 rpyn-
Mbl, NPeAcTaBneHHble B Tabs. 3, B TeueHne Kypca fneyeHna JOCTOBEPHO He N3MEHUNUCh
(p>0,05). B 10 ke BpemaA y naumneHToB 1-i rpynmnbl Ha poHe npuema XodurTtona oTMeueHo
[OCTOBEPHOE CHUXKEHMWE YPOBHE CbIBOPOTOUHbIX KpeaTUHUHA 11 MOYEBUHbI, bununpybu-
Ha, LD, amunnasbl, TpaHcammHaz (AJTT, ACT). Takxe Hopmanu3soBanacb dbopmyna Kposu,
CHU3MIIOCh YMCIIO0 NENKOLUTOB, MOAHANCA YPOBEHDb reMOrnobrHa, NoBbICUANCH 3HAYEHUsA
TPOMOOLUTOB M MPAKTUYECKU JOCTUII HOPMBbI.

MNpoaHann3npoBaHbl CyTOUYHas NpoTenHypus, pH mMoun, faHHble aHanM30B MOYM MO
HeunnopeHKo 1 3MMHMLIKOMY 0 Hayana fiedyeHuns u cnycTa 2-3 Hegenu nedeHus. ObHa-
PY>KEHO CHUXKEHMWE YPOBHSA CyTOUHOro 6enka B Moye Ha ¢oHe npuema Xodutona, Hop-
Manu3sauusa pH Mouu, 3HauMTENbHOE CHUXKEHUE KONMYeCTBa NEVKOLUTOB U 3pUTPOLU-
TOB (UMNMHAPLI OTcyTCTBOBaNM). MpK NOCTynneHMn B nocese moumn 6biv 06HapyKeHbI
Ent. Faecalis (10*-107) y 6 6epemeHHbIx B 06enx rpynnax, Str. Intemedius (10%) y 3 keHLWuH,
Str. Viridans (103) y ogHol naumeHTKM Bo BTopol rpynne, E. Coli (10°-109) y Tpex 6epemeH-
HbIX. [locne BbINUCKM NOCEBbI MOYM POCTa He Aanu.

B BbIBO/bl

1. Wcnonb3oBaHune npenapata XoduTon B KOMMIEKCHOWN Tepanuy NauMeHToB C nuesno-
HedpuTom GepeMeHHbIX CNOCcoHCTBYET JOCTOBEPHOMY CHUXKEHMIO PALAA NMOBbILLEHHbIX
nokasaTenen CbIBOPOTKU KPOBU (YPOBHEN KpeaTMHMHA M MOYEBWHbI, TPaHCAMUHa3,
6unmpybuHa n ero dppakuuin, LLUD), a TakKe BNMAET Ha YMeHbLUEHME NeNKOLMTO3a C
HopManu3sauuen Gopmysbl KPOBU, NOBbILLIEHVE YPOBHA remornobriHa 1 TpoméoLmnTos
MPU UX CHUXKEHWM, YTO CBUAETENbCTBYET O NMONOXKUTENIbHOM BO3J1eMCTBUM Npenapara
Ha 06MeHHble NpoLecchl NPy NOYeYHON NaToNoru.

2. CHmXeHVe YPOBHA CYTOYHOro 6efika B MoYe U HopManu3aLumsa nokasartesnen Mmoun Ha
¢doHe nprema Xodutona faeT BOIMOXKHOCTb MCMOMNb30BaHUA JaHHOMO npenapata ¢
aHTUNPOTENHYPUYECKOW U MPOTUBOBOCMANUTENIbHOW Lenblo.

3. MNpu npumeHeHnn XoduTona He Habnoganucb annepruyeckue n apyrue noboyHole
peakuuu, oTMeuyanacb XOpollas MepeHOCMMOCTb. [IpOTUBOMNOKa3aHUAMY K npuemy
Xodutona ABNATCA HEMPOXOAMMOCTb XeflUeBbIBOAALMX NyTen n Taxenaa ¢opma
rneyeHOYHOI HeJOCTaTOYHOCTH.

m CIMPABOYHO

XoduTon npeacraBnseT cobon npenapat PacTUTENBHOIO NPONCXOXKAEHNSA, MPUFOTOB-
NEHHbIN N3 OUYULLEHHOrO 3KCTPaKTa CokKa CBeXMX NUCTbeB apTuwwoka (Cynara scolymu),
B BuAe Tabnetok u Kanesnb, 06nafaowmnx CMCTEMHbIM eCTBMEM C MPEeNMYLLeCTBEHHbIM
NPSAMbIM BIIMAHUEM Ha MeyeHb W MOYKK, MPUMEHSIEMbIX B COBPEMEHHOWN MeaULNHCKOWN
NpaKTrKe BpavyaMm MHOrux cneumanbHoctein. Oco60 Hago OTMETUTb aHTMOKCMAAHTHbIN
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abdekT XoduTtona. Mpenapat cnocobcTayeT HopManusaumum GepMeHTOB aHTUOKCULAHT-
HOW 3alWTbl KNEeTKU, CNOCOOCTBYET aKTMBaLMMW [bIxaTeSibHbIX pepmMeHTOB, cTabunmsa-
UMM KNEeTOYHbIX MeEMOpPaH U HOPManu3aumMn BHYTPUKNETOUHOrO CMHTE3a XONlecTepuHa
N nMNuAoB. Bce 3TO 3awmiLaeT KNneTouyHble MembpaHbl OT NMOBPEXKAAOWMX IK30MeHHbIX
$aKTOPOB, T. e. OKa3blBaeT LMUTONPOTEKTOpHOE AencTeue. Copepxalymeca B Xodutone
ackopbmnHOBan KMNCNOTa, KapoTWH, BUTaMuHbI B1 1 B2, nHynnH cnocobcTByoT HopMmanmsa-
U obmeHa BeLlecTB B opraHusme. Mpenapat cnocobcTByeT BbIBEAEHMIO 13 OpraHi3ma
TOKCUHOB. Vicnonb3oBaHne Xoputona B KOMMIEKCHOM feYeHnn XpOoHUUYecKon etonna-
LileHTapHOWN HeJOCTaTOYHOCTUN y 6epeMeHHbIX C FeCTO30M NoBbIwaeT 3GbeKTUBHOCTbL NPo-
BOAVMOW Tepanuu, ynydllaeT COCToAHME Nnoja 1 HOBOPOXAEHHOTO.

B nocnepgHux 3apybexHbix nybnukaumax (Wioletta Biel n coasr., Biological Trace
Element Research (2020) 194:589-595) npusogatca pe3ynbTaThl NOCAeAHUX UCCNeAo-
BaHMI 3KCTPaKTa JINCTbEB apTULLOKA, B KOTOPbIX YKa3blBaeTcA 6oraTblii MMHepanbHbIN
COCTaB pacTeHUsA, BKIOUaOWUIN BbICOKMI YpoBeHb MakpoanemeHToB (K, P, Ca, Mg, Na)
N MrKpoanemeHToB (Zn, Fe, Mn, Cr, Pb, Cd, Ni) B COBOKYNHOCTV C aHTMOKCUZAAHTHbIMU
csoncTBamu. bnaropgaps ceoemy 6oratomy 6a30BOMY COCTaBY 11 BbICOKOMY YPOBHIO aHTU-
OKCMIAHTOB 3KCTPaKT nuctbeB Cynara scolymus, BEpOATHO, MOXKeT NCNOoNb30BaTbCA AN
NPOGUNAKTUKN XPOHNYECKNX HENHPEKLMOHHbIX 3a060NeBaHUIA, a UMEHHO TeX, KOTopble
BO3HVKaIOT B pe3yibTaTe OKUCINTENIbHOTO NOBpeXAeHN .
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Pesiome

BbakTepuanbHbIli BarmHo3 y 6epeMeHHbIX MOXKeT MPUBECTU K Pa3BUTUIO XOPNOAMHUOHNTA,
nocnepoaoBoOro SHAOMETPUTA, BOCNANUTENbHbIX NPOLECCOB MOMOBbIX OPraHoB, MPeX-
JeBpPeMeHHbIX POAOB M POXAEHUIO AeTEN C HU3KOW Maccon Tena. [laHHoe nccnefoBaHmne
CTaBWO Uenblo oLeHUTb 3GPeKTUBHOCTb U 6€30MacHOCTb KOppeKLMM BakTepranbHOro
BarvHo3ay 6epeMeHHbIX Nepes pofamMu C MpMMEHEHMEM BarHanbHbIX cBeyei Dermoxen
bactor, a TakXKe N3yunTb YaCTOTY M CTPYKTYPY POAOBOIo TPAaBMATU3MA Y STUX XKEHLLWH.
O6cnepoBaHbl 30 6epeMeHHbIX KEHLWMH C BepndULNPOBaHHbIM AMarHO30M b6aKTepuanb-
HOro BarnMHo3a npu cpoke bepemeHHOCTV 34-37 Hepesb. [InA NOCTaHOBKM AnarHo3a bakre-
puanbHOro BarmHO3a NpUMEeHANN Kputepun AMcensa: Hanmume roMoreHHbIX CBETbIX Bbige-
NeHun 13 nonosbix NyTel, pH BnaranuwHoro cogepxumoro >4,5, obHapy»eHue B Ma3Kax,
OKpalLleHHbIX Mo [pamy, KnioueBbIX KNeToK. YuacTHMLaM NCCnefoBaHnA Ha3Havanca npena-
pat Dermoxen bactor no 1 BarnHanbHoOMy cynno3utoputo 1 pa3 B CyTKY B TeueHune 7 AHeN.
MNocne npoBefeHHOro neyeHnA NaTonorMyeckre BblgeneHnsa 13 nosioBbiX NyTen OTCyT-
CTBOBasM y Bcex bepemMeHHbIX. HenpuaTHbIn 3anax, 3y, }XeHue BO Bnaranuiie He oTMe-
yana HWY ofiHa NauueHTKa. [luckomdbopT BO Bnaranuile Takxe otcytctsoBan B 100% cny-
yaeB (p<0,05).

Hun y ogHOM 13 NauMeHTOK, BKNIOYEHHbIX B UCCieoBaHMe, He OTMeYeHbl HexkenaTesibHble
ABNEHWA, MO3TOMY HM OfHa U3 HUX He NpepBana Kypc neyeHus.

Pe3ynbTathl pH-MeTpun cBUAETENIbCTBOBANM O BOCCTAHOBNEHUMN GU3MONOrMUYECKUX NOKa-
3aTenen y ob6cnefoBaHHbIX XKEHLLMH, TaK Kak NpY NOBTOPHOM MUCCNIEfOBAHNM Y BCEX MEH-
WKH pH 6bin MeHee 4,5 (p<0,05). [TOBTOPHO NpU3HaKOB 6aKTepPMaNbHOro BarnHo3a B BMae
KMoUeBbIX KJIETOK NPY MUKPOCKOMMK BRaranuwHOro Maska nocsie tepanum obHapy»xeHo
He 6blino.

CnyyaeB nepuHaTanbHOW CMePTHOCTU M MaHubecTHol UHOEKUUN Y HOBOPOXAEHHbIX
He 6biflo. AHann3 UCTOPUIA POLOB MOKa3a, YTO KOJIMYECTBO Pa3pbiBOB LUENKM MATKN U
BbIMOMHEHHbIX 3MU3VOTOMUIA OOCTOBEPHO CHU3UIOCL (p<0,05). Tak, TONbKO y ogHOW
poAnIbHNLbI BbIMOMHEHA 3NN3MOTOMUA (4%) N 'y OOHOW BblIBIEH Pa3pbiB LWENKN MaTKN
(4%). YacToTa pa3pblBOB CTEHOK Bnaranuiia coctasuna 16% y yyacTHuL obcneioBaHHON
rpynnbl, Yto Ha 17% MeHbLUe, yem B cpegHeM B nonynauun (p<0,05). Y 1 naumeHTkn 6bin
pa3pbiB NPOMEKHOCTM.
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Pe3ynbTaTbl NPOBEAEHHOrO KNMHNYECKOrO HabohaTebHOro NCCiefoBaHNs CBUAETENb-
CTBYIOT O BbICOKOW 3¢ EKTUBHOCTM KOMOMHMpPOBaHHOIo npenapata Dermoxen bactor B
neyeHnn 6akTepranbHOro BarmHo3a y 6epemMeHHbIX nepes pogamu.

KnioueBble cnoBa: 6epeMeHHOCTb, 6akTepuanbHblii BarnHos, neyeHune, Dermoxen bactor
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Abstract

Bacterial vaginosis in pregnant women can lead to the development of chorioamnionitis,
postpartum endometritis, inflammatory processes of the genitals, premature birth and
the birth of children with low body weight. This study aimed to evaluate the effectiveness
and safety of correction of bacterial vaginosis in pregnant women before childbirth with
the use of Dermoxen bactor vaginal suppositories, as well as to study the frequency and
structure of birth injuries in these women.

30 pregnant women with a verified diagnosis of bacterial vaginosis at a gestation period
of 34-37 weeks were examined. To diagnose bacterial vaginosis Amsel criteria were used:
the presence of homogeneous light secretions from the genital tract, the pH of the vaginal
contents >4.5, the detection of key cells in gram-stained smears. The study participants
were prescribed the medicine Dermoxen bactor for 1 vaginal suppository 1 time a day for
7 days.

After the treatment, pathological discharge from the genital tract.

Keywords: pregnancy, bacterial vaginosis, treatment, Dermoxen bactor

B BBEJAEHWE

Ha coBpemeHHOM 3Tane 60nbluyio KIMHUYECKYO 3HAaUMMOCTb Nprobpena npobnema
CMellaHHbIX 6akTepranbHbiX MHPeKUuin Bnaranmwa. Oblienpr3HaHa BbiCOKasa couumasb-
Ho-6ronornyeckasa 3HauUMMOCTb 3TUX MHPEKLUIA, NOCNeACTBUA KOTOPbIX HEraTUBHO OTpa-
XaloTCcA Ha MEHCTPYanbHOW, PenpoayKTUBHON GYHKLUN 1 B LIeSIOM Ha KayecTBe XU3HU
XeHWwwmHbl. OTMeUeH pocT umcna MHbEKLMOHHbIX 3aboneBaHnii Bnaranuila, B TOM Yncne
1 H6aKTepranbHOro BarMHoO3a, Yactota KoToporo Konebnetca ot 12 go 64% B CTpPyKType
BOCManMTeNbHbIX 3ab0neBaHnii eHCKNX NONOBbIX OpPraHos [3, 6, 9].
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PaunoHanbHas Tepanus 6akTepranbHOro BarMHo3a y 6epeMeHHbIX nepeg pogamu
LNA CHUXKEHUA YacToTbl POAOBOro TPaBMaTr3Ma

OcobeHHOCTbI0 MUKpOGIOpbI BRaranuila ABMAETCA ee U3MEHUMBOCTb Mo AeNCTBMEM
pa3nunuHbIX GaKTOPOB — Kak 3K30reHHbIX, Tak 1 SHAOreHHbIX. [1py 3ToM pacnpocTpaHeHue
SHAOKPUHHOW NaTooruy, pacTyLlas yactoTa ANUTeNIbHOM aHTUOMOTMKOTepanum, NPOTUBO-
rpubKoBble CpeacTsa, NPOTUBOBUPYCHAA Tepanua, NPYMEHEHNE rOPMOHalbHbIX METOL0B
KOHTpaLenuun, BHyTPUMATOUHbIX CriMpasnen, CHUMXEHNE MeCTHOMO MMMYHUTETA, MPOHWUKHO-
BEHVe YCIIOBHO-MATOreHHbIX MUKPOOPraHN3MOB BO BflaranuLie 13 »kenygovyHo-KuLLEeYHOro
TpaKTa — BCe 3TO npefpacrnonaraet K 3a6oneBaHUAM H/XHUX OTAE/0B NOJIOBON CUCTEMbI U
BbI3bIBaeT HapyLLeHNA HOPMaJibHOro MMKpobuoLieHo3a Bnaranuwa [1, 10, 11].

B ruHekonoruyeckon npaktuke B 85-90% cnyyaeB NaumMeHTOK C NaTONOMMYeCKUmm
6enamn obHapyxrBatoT 6akTepranbHbl BarnHos [2, 4, 8.

o paHHbIM MHOTMX aBTOPOB, 6aKTepManbHbIA BarnMHO3 ABNAETCA GakToOpoM pPUCKa], a
WHOrAa 1 OAHON 13 NPUYNH BO3HNKHOBEHUA TAMXESOWN NAaTONOT N XEeHCKUX NONOBbIX Opra-
HOB 1 OCNOXHeHN 6epeMeHHOCTN 1 pofoB. Tak, MccnefoBaHMA NoKasanu, uTo baktepu-
anbHbI BarMHO3 MOXET NPUBECTU K Pa3BUTMIO XOPNOAMHUOHNTA, NOCIIEPOAOBOrO SHAO-
MeTpu1Ta, BOCMANUTESIbHbIX MPOLIECCOB MONOBbIX OPraHOB, NpeXAeBpPeMEHHbIX POAOB U
poXAeHna geTen C HA3KOM Maccoun Tena v T. 4. BaXHbIM npeacTaBnaeTca OTMETUTb, YTO
B HacToALLee BpemMA OCHOBHasA poJib B BOSHUKHOBEHWW HaKTepranbHOro BarnmHo3a oTBo-
OWTCA HapyLweHnAM M1KpoburoueHo3a Bnaranuwa [1, 3, 5, 71.

MN3BeCTHO, YTO MMKPOOPraHn3Mbl, BXOAALLME B COCTaB HOPManbHOM Gpnopbl XKeHCKUX
NonoBbIX MyTeN, HAXOAATCA MeXIY COOOW B pa3fIMUHbIX B3aUMOOTHOLLEHUAX 1 06pa3sytoT
onpepesnieHHoe cemMencTBo — 6roLeHo3. Bnaranuile n weinka MaTkn — efuHasA SKOCUCTe-
Ma, aHaToMMyecKoe cTpoeHne 1 GyHKLUN KOTOPOW NoAAEPKMBAOT HOPManbHbI 6uoLe-
HO3 W 3al4MLLAIOT OT BHEAPEHWUA NAaTOreHHON MuKpodnopbl [12-14].

Cpean npepctaButeneil MMKpoOMOLIEHO3a Bfaranulla Bepyliee MecTO 3aHWMaloT
naktobaktepuu (MonoyHokucnblie 6aktepun, naktobaumnnbl, Nanoykn JoaepnaHa) Kak
aspobHOro, Tak 1 aHa3POOHOro MPOUCXOXKAEHNUA, TUTP KOTOPbIX MOXeT gocTuratb 10%-
10" KOE/mn. KonoHunsmpya cnusuncrtyto Bnaranuiya, nakrobauunibl yyacTytoT B Gopmu-
poBaHUK 3KoNorMyeckoro bapbepa 1 obecneumBaloT TeM CaMbiM PE3UCTEHTHOCTb Baru-
HanbHoro 6uotona [15].

NakTo6akTepun obnagatoT BbICOKOWM aHTarOHNCTUYECKON CMOCOOHOCTLIO MPENATCTBO-
BaTb Pa3MHOXEHNIO YCJIOBHO-MATOreHHOM Gropbl 3a cYeT:
®E  npoAyKLMM MONOYHOMN KMCNIOTbI M MepeKncu BOAOPOAa;

" [poayKuun IM30umMMa 1 APYruxX MUNKONUTUYECKUX GepMeHTOB;
= cTumynaummn daroumntTapHoO akTUBHOCTU HENTPOOMNOB 1 Makpodaros;
" cTUMynAuMn o6pa3oBaHna MHTEPGHEPOHOB 1 CEKPETOPHbIX MMMYyHOrno6ynuHos [11].

[loka3zaHo TaK»e, UTO OCHOBHbIMUW MeXaH13MaMu, 0becrneunBaoLLMy KONOHN3aLOH-
HYI0 Pe3MCTEHTHOCTb BarvHasibHOro 61MoToNa, ABNAIOTCA KUCI0TOOOpa3oBaHve N NPoayK-
umnA nepekncy sogopoga. M3sectHo, uto pH BarnHanbHOro cogep>KMmMoro B HOpme nmeet
Kmcnyto peakumtio (3,8-4,5), KotTopaa onpegenaeTca NPUCYTCTBMEM MONOYHOW KUCNOTbI —
npogyKkta metabonnama nakrobaktepuii, obpasyioLieroca B npouecce fecTpykunm rmu-
KoreHa BarmHanbHoro sanutenus [9].

Heobxoanmo oTMeTWTb, UTO Nocsie aHTnbaKTepuranbHOW Tepanun, KoTopas MUKBUAN-
pyeT yCNnoBHO-NaTOreHHble MUKPOOPraHW3Mbl, YCSIOBUA ANA JOCTaTOYHO ObICTPOro BOC-
CTaHOBNEHUA HOPManbHOM MUKpPOopbl BNaraaumia camu no cebe He co3patotca. bepe-
MEHHOCTb, NPOTEeKatoLas B YCIIOBUAX aHOManbHOro buoLeHo3a, 6e30roBopoyHo conpo-
BOX[JAeTCA BbICOKMM PUCKOM aKyLUEPCKUX W NepUHaTanbHbIX OCIOMHEHUN. ImMeHHO
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No3ToMy HeO6XOAMMO MCNOoNb30BaHWe Nto6o 060CHOBAHHOW CaHaLUMM Blaranuiya ¢ Boc-
CTaHOBNeHWeM nyna nakrtobakrepun [16].

B cnny HM3KUX aAre3vBHbIX CBOMNCTB NakTobaKTepuin JOCTMKEHWE BblPaXkeHHOW auun-
[odUNBbHONM OpUEHTALUK BarvHanbHbIX MUKPOOPraHM3MOB BO3MOXHO NINLWb Npu cobto-
OeHVX CnepyoLWmnx YyCnoBuin: AOCTaTOYHOE KONMYecTBo 6udungo- n nakrobakrepuii B
KMLLIEYHMKe N OTCYyTCTBUe 3anopos [9, 13].

M3BeCTHO HEeCKONIbKO NeKapCTBEHHbIX CPeACTB, KOTOpble MO3BOMAKT AOCTAaTOYHO
abdeKkTnBHO neuntb ncbakTepros Bnaranmila y 6epemeHHbIX, OCHOBbIBasACb Ha Bbllle-
Ha3BaHHbIX NpUHUMNax. Mbl nocunTany uenecoobpasHbIM MPOBECTN UCCIefoBaHMA
[lOKa3aTeNnbHOCTU Takon Tepanun. OrpaHuYeHne Bbibopa MeLMKAMEHTO3HOIO NleyeHUs
npu 6epeMeHHOCTI CBA3AHO C BbICOKMM PUCKOM BO3AENCTBMA JIEKAPCTBEHHbIX CPeacTB
Ha nnof, Mo3ToMy Mbl BbiOpanu Ana caHaumm BarmHanbHble cBeurt Dermoxen bactor, koTo-
pble obnagarT 3alKTHbIM, BOCCTaHaBANBAKOLWMM W1 YCNOKanBaloLWmMM AeACTBUEM, PEKO-
MEHAYIOTCA ANA YCTpaHeHnA 1 NpodUNaKTMKM CMMNTOMOB BarMHo3a 1 6aktepuanbHOro 1
rpubKOBOro BarMHMUTA, B TOM Yncie y bepemMeHHbIX BO BCEX TPUMECTPaX.

B LIEJIb NCCNEOOBAHNA

OueHka 3GpdEKTUBHOCTM 1 6e30MacHOCTU KOpPeKUMn 6akTepranbHOro BarmHo3a y
6epeMeHHbIX Nepeq pofamn C MPUMEHEHVEM BarvHasbHbIX cBeyelt Dermoxen bactor, a
TaKXe M3yUYeHMne YacToTbl U CTPYKTYPbl POAOBOTO TPAaBMATV3MA Y STUX KEHLLVH.

B MATEPWAJIbl U METObI

O6cnefoBaHbl 30 6epeMeHHbIX »KEHLWNH ¢ BepndULMPOBaHHbIM AMAarHO30M H6akTepu-
anbHOro BarvHo3a Npu cpoke 6epemeHHOCTM 34-37 Hepenb.

[v3aiiH nccnegoBaHMA BKKOYAN PETPOCMNEKTUBHYIO YacTb A1A OLEHKN YacTOTbl TPaBM
MArKUX TKaHen poAoBbiX NyTen B NOMNYNAUUU POAMBLUMX MEHLWMH U NPOCMEKTUBHYIO
yacTb.

Bce nauueHTKM 06CnefoBannch B yCNOBUAX POAUIIBHOIO CTaLMOoHapa.

MokaszaHmAMK K rocnuTanmMsaumy 6binn recTauuMoHHasa apTepuanbHaa rMnepTeH3ns,
yrpo3a npexiaeBpeMeHHbIX POAOB, XonecTa3 6epemeHHbIX, KpYnHbI nnog, pybew, Ha MaT-
Ke nocne onepaunin Kecapesa ceueHuns, coctoaHne nocne KO, ABONHA.

Bce GepemeHHble, MOCTynaBwWMe B CTauuoHap, obcnefoBanucb B COOTBETCTBUM C
OOLWENPUHATBIMI CTaHAAPTaMK, B YaCTHOCTM BCEM MPOBOAMSIACh MUKPOCKONMWA Bnara-
JINLLHOro Ma3Ka.

[lna nocTtaHOBKM ArarHo3a 6akTepuanbHOro BarmMHo3a NpUMeHANn Kputepumn AMcens:
Hanmyme roMmoreHHbIX CBET/bIX BblAENEeHNA U3 NONOBbIX NyTel, pH BnaranuwHoro cogep-
Xnmoro >4,5, obHapyxeHre B Ma3Kax, OKpaLleHHbIX No Mpamy, KNtoueBbIX KNeToK.

Kputepun BkntoueHna: 6epeMeHHOCTb 34-37 Hefenb, AMAarHOCTUPOBAHHbIN 6akTepu-
anbHbI BarMHO3 No Tpem KpuTtepuam Amcens, MHGOPMMPOBAHHOE Corflacue NauneHTKN
Ha yyacTue B UCCNefoBaHNUN.

Kputepumn ncknioyeHms: Cpokn 6epemeHHOCT MeHee 34 nnm 6onee 37 Hefenb, BblsiB-
NeHHble No pe3ynbraTaM MUKPOCKOMNMW BRaraiuLLiHOro maska nHbeKkumu, nepefaBaemMble
NoJIOBbIM MyTeM, MPU3HAKN OCTPOro BOCManuTebHOro npouecca BRarannila, oTkas XeH-
LMHbI OT Y4acCTNA B UCCIeQOBaHWN.

YyacTHMLaM nccnefoBaHmA HasHavanca npenapat Dermoxen bactor no 1 BarvMHanb-
HOMY Cynno3uTopuio 1 pa3 B CyTKU B TeueHue 7 AHeN.
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CocTaB BarnHanbHbix cBeye Dermoxen bactor: rmanypoHoBas Knucnota (conb HaTpusa),
BUTaMUH E, 3KcTpaKT anoa (Aloe vera), XxnoprekCManH AUrMapoxnopua, MonoyHasa KNcno-
Ta, NONyCUHTETUYECKMe ruuepuabl. BarmHanbHble cBeun Dermoxen bactor pekomeHgy-
I0TCA B KauecTBe AOMONHUTENBHOW Tepanun U NpodrnakTUKM BarmHo3a, 6akTepuanbHo-
ro BarMHNTa, a TakXe B Cllyyae BarMHuWTa rpnbKoBoro npomcxoxaeHus. Npenapat Takxe
peKoMeHAOBaH AJ1A UCMOMb30BaHNA B C/lyyae MOBTOPHOIO BO3HWKHOBEHWA BarnHMTa U
BarvHO3a, ANA CHATWA 3YAa, XKXEeHNA 1 YyCTPaHeHUA HEMPUATHBIX 3aNaxoB, A1 BOCCTaHOB-
NeHNA 3KOCUCTEMbI BaranuLla, a Takxe npu gnaberte n/mnu ctpecce, ansa NnpodunakTukm
NHdeKUMIA Nocne XMpypruyecknx npoueayp.

OueHka 3¢ PeKTUBHOCTM Tepanum NPOBOAMNACb Ha OCHOBaHUMN KIMHUYECKUX 1 abo-
paTopHbIX MOKa3aTenel nocne okoHYaHuA Kypca. besonacHocTb npenapaTa oueHMBanachb
Ha OCHOBaHWM JaHHbIX O HANIMUKK 1 BbIPaXXEHHOCTU HeXKenaTesbHbIX peakunii y naumneH-
TOK B MpoLecce 1 nocse neYeHns, a Takxke 0 COCTOSHNM HOBOPOXKAEHHbIX B HEOHATasb-
HOM Nepuoge 13 UCTOPUI Pa3BUTUS HOBOPOXKAEHHDIX.

XapaKTep poaoBOro TpaBMaTl3ma, B TOM YMcie TpaBM MATKMX TKaHEe POJOBOro KaHa-
na, onpeaenany No faHHbIM UCTOPUIA POLOB NaLMEHTOK, BXOAMBLUMX B FPYMNy nccnepo-
BaHWA.

MonyyeHHble faHHble CTaTUCTUYECKN 0bpabaTbiBanyu C MOMOLLbIO MakeTa NporpaMm
Statistica 12.0. Bce ncnonbsyemble B paboTe MmeTofibl Obinv CTaHAAPTU3MPOBaHbI B pamMKax
GCP (MexkayHapOoAHbI CTaHAAPT 3TUYECKUX HOPM M KauyecTBa HayUHbIX MCCIefoBaHUI) 1
BbIMNOJIHANNCH CTPOrO B COOTBETCTBMM C MPOTOKOSIOM UCCNE[0BaHUS.

B PE3YJNIbTATbl U OBCYXOAEHNE

Bo3pacT 06cnefoBaHHbIX Haxoaunaca B npeaenax ot 21 roga fo 39 net u coctasun
B cpenHem 28,1+5,4 ropa. MepBble poabl Npeactoann 8 (26,7%) xeHwmHam, 22 (73,3%)
6bINN NOBTOPHOOEPEMEHHbBIMU.

M3 BCex NaLMeHTOK He NMENN M’MHEeKoNornyecknx 3aboneBaHnin B aHamHese ToNbko 7
(23,3%).

O6palano Ha ceba BHUMaHMe To, UTO y HONbLUMHCTBA MOBTOPHOOEpPEMEHHbIX B aHaM-
He3e 6blIM TONbKO OfHW POAbl, IBOE POAOB — Y 3, TPOe 1 YeTBEPO POAOB UMeN Mo 1 XeH-
WuHe. B To Xe Bpema y 5 xeHLWuH (16,7%) B aHaMHe3e 6blf CaMonNpPOoU3BOJbHbIE Mpe-
pbiBaHMA 6epemeHHOCTY, Y 2 (6,7%) — ABa BbikuabIWa, Yy 2 (6,7%) — NpexaeBpemMeHHble
pogabl. MeguunHckme abopTbl Obinn B aHaMmHese 7 (23,3%) yuacTHul,. becnnognem paHee
CTpafanu 4 nauneHTKy, y 2 13 HMx bepemeHHOCTb HacTynuna B nporpamme 3KO.

BonbLWMHCTBO NaumeHToK (N=26, 86,7%) NpeabaBAANN Xanobbl Ha 06UNbHbIE Bblaene-
HMA 13 MONOBbLIX MYTEN, a TakKe 3yf, XxKeHune 1 gnckombopT Bo Bnaranuile. OpgHako 4 6epe-
MeHHble (3,3%) »anob He NpeabABNANN, N AUArHo3 6akTepuanbHOro BarMHo3a Obli BbisB-
NeH NO JaHHbIM TMHEKONOMMYeCKoro 0CMoTpa U MUKPOCKOMUN BRaraanuLHoro Maska.

Takune NposBneHns, Kak 06UNIbHblE BblAENEHUS C HEMPUATHBIM 3anaxom, oTMeTUIN 16
(53,3%) »keHwWwuH, anckomdopT Bo Bnaranuile — 3 (10 %), 3ya Bo Bnaranuwe — 4 (13,3%),
XeKeHue Bo Bnaranuule — 2 (6,7%). HecMoTps Ha TOT GaKT, UTo 3yf, U >KXKeHre BO Braranau-
LLie He ABNAIOTCA XapaKTepHbIMY MPOABNEHNAMM GaKTepuanbHOro BarnHo3a, y 3Tux nauu-
€HTOK He BblfiBNIEHbl MPU OCMOTPE BOCNanuTeNbHble U3MEHEHMA CTEHKU Bnaranuiia, BO
BRaranvLHOM Ma3Ke KOJIM4YeCcTBO NernKoumnToB 6b110 MeHee 10 1 06Hapy»KeHbl KNtoueBble
KNeTKu, YTo NO3BONMIIO HaM BKNIOUNTb UX B FPyNny ncciepoBaHns. Bnepsble 3a 6epemeH-
HOCTb 6aKTepuanbHbI BarMHO3 guarHoctmposaH y 19 (63,3%) yyacTHuu,.
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MNocne npoBegeHHOro nevyeHnsa NOBTOPHO MPOBOAWUINCH OLEHKa KIMHMUYECKMX Npo-
ABneHN 3aboneBaHus, onpegeneHne pH 1 nccnegoBaHue BRaraanLHOro Maska.

Tak, N0 HaWWM AaHHbIM, NOC/Ie NPOBEAEHHOMO NeYeHnA NaToIornyeckme BblgeneHuns
13 NONOBbIX NyTel OTCYTCTBOBaNM y Bcex GepeMeHHbIX. HenpuATHbIN 3anax, 3yf, *xe-
Hue BO BflaranuLle He oTMeuana Hu ofiHa naumeHTKa. JuckomdopT BO BRaranmile Takxe
otcyTcTBoBan B 100% cnyuaes (p<0,05).

Hwn y ogHOM 13 NaLMeHTOK, BKNIOYEHHbIX B UCCIeOBaHMe, He OTMeUYeHbl HexkenaTeslb-
Hble ABNEeHNA, MO3TOMY HU OfHa U3 HUX He MpepBasa Kypc neveHuns.

Pe3ynbTtatbhl pH-mMeTpun CBUAETENbCTBOBANN O BOCCTAHOBEHUN GU3MONOrMYECKUX
nokasarenen y o6cnefoBaHHbIX XeHLUMH, Tak Kak Npu NOBTOPHOM MCCiefoBaHNN Y BCeX
eHLWmH pH 6bin meHee 4,5 (p<0,05). MOBTOPHO Npr3HAaKOB 6aKTEPUANbHOMO BarMHo3a B
BMAE KNIOYEBbIX KNETOK NP MUKPOCKOMNUM BaraiMLHOrO Ma3ka nocse Tepanuy obHa-
pY>eHO He 6bino.

Ha BTOpOM 3Tane nccnepoBaHna NpoBoAWIach oLeHKa McxofoB 6epemeHHOCTY ana
MaTepu 1 HOBOPOXKAEHHOIO MO AaHHbIM IOKYMEHTaL MM POAMIbHOro cTaumoHapa. Cnyva-
€B NneprHaTanbHOM CMEPTHOCTU U MaHUPECTHON UHPEKLUN Y HOBOPOXKAEHHBIX He OblNO.

Popopa3pelueHbl nyTem KecapeBa ceveHus 5 (16,7%) 6epemeHHbIx. MokazaHuAMM K
onepauuun cTanu KNMHNYECKN y3KNin Tas, AMCKOOPANHNPOBaHHaA poaoBas feATe/IbHOCTb,
Ta3oBoe npepanexaHue nnoga, IKO. Takum obpa3om, xapakTep pofoBOro TpaBmaT13ma
BO3MOXHO OblJI0 OLEHNTb Y 25 NaLNeHTOK.

MonyuyeHHble pe3ynbTaThl Mbl COMOCTaBUAN C AAHHbIMW PETPOCMEKTUBHOIO aHau-
3a UCTOPUIN PoAoB 3a MocnefHue 3 roga Halwero poAMbHOroO CTauuoHapa r. [pogHo
(yupexkpeHue 3apaBooxpaHeHus «[POAHEHCKNI 06NacTHOWM KNMHUYECKWIA NepuHaTanb-
HbI LIEHTPY), KOTOpPbIe YKa3blBaloT Ha TO, UTO KaXkAble TPeTbM poAbl Yepes eCcTeCTBEHHble
pognoBble Nyt (33%) CONPOBOXAATCA Pa3pbIBOM CTEHOK BRaranuiia uin nonosbix ryo,
YyacToTa pa3pbiBOB LWENKN MaTKK cocTaBnfaeT 9,3%, pa3pbiBOB NPOMEXHOCTU — 7,2%, anu-
3notomun — 19,7%.

CornacHo HawuvM peTpoCneKTUBHbIM AaHHbIM, 6aKTepuanbHbIi BarMHO3 06HapY»Ku-
BaetcAa y 70% poaunbHUL, AeTV KOTOPbIX POXAATCA C NPU3HakaMn BHYTPUYTPOOHON
nHdeKunn. PUCK NpexxaeBpemMeHHbIX POAOB M NPeXXAeBPEMEHHOr0 N3NUTNA OKONOMNNOA-
HbIX BOJ Y XeHLWWH ¢ 6aKTepmanbHbIM BarmHO30M Bo3pacTaeT B 2,6-3,5 pa3a. [locnepopo-
Bble FTHOMHO-BOCNaNUTeNbHbIe OCIOXHEHNA Y POAUNbHIUL, ¢ 6aKTepranbHbIM BarMHO30M
BO3HMKaloT B 3,5-5,8 pa3a vaue (p<0,05).

Haww nccnepoBaHma cornacyoTca € AaHHbIMWU nMTepaTypbl, yKa3blBaloWmMMy, YTo B
82% cnyuaes 3Ta natonorua obycnosneHa nHGULMPOBaHUEM NOCNeAa, yCTaHOBIEHHbIM
npu natomopdonornyeckom mccnegoBaHnn deTtonnaueHTapHoro matepuana. ABTopbl
[oKasanu, Y4To BOCXoAAalmi nyTb NHGMLUMPOBaHUA permcTpupyetca B 66%, remaToreH-
HbI NyTb — B 16% C LOMUHMPOBaHKEM YCNTOBHO-NaTOreHHbIX 6akTepwuii [3, 5].

Pan nccnepoBaHnii fEMOHCTPUPYET, UTO MMEHHO YCIIOBHO-MaToreHHaa Mnkpodnopa
NPUBOANT K YTHETEHUIO POCTa U XN3HeAeATeNIbHOCTY BNaranulHbIX nakTobakTepuin. Tak,
HeKoTopble BUAbI YCJIOBHO-NATOreHHbIX 6akTepuii BbigenatoT docdonunnasbl, CXOAHbIE MO
cTpoeHuto ¢ pochonmnazamy aMHNOHANBHOTO INUTENNA, U ABNAIOTCA TPUITepaMmn poao-
BOWN feAaTenbHOCTU. AHaspob6Hble GaKTepun B CBOIO ouepefb CUHTE3UPYT depMeHTbI-
aMrHOMenTnAasbl, KOTopble pacliennAlT NenTnabl 4O aMUHOKUCIOT, a 3aTeM 40 aMUHOB,
KOTopble 06yCNnaBnMBaloT XapaKTepHbIl AnA 6aKTepuanbHOro BarMHoO3a pblOHbIN 3anax.
Kpome Toro, aMmmHbl cnocobcTay1oT eLle 6onbluemy casury pH B LienouHyto ctopoHy [7].
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Opyrvue aBTOpbl NPW KynbTypanbHbIX UCCNEA0BaHUAX BbIABUAM PE3KOEe CHUXKEHMWe
KonmMyecTBa 1 KavecTtsa naktobaumnn go 10-15% Bo BnaranuiiHom 61oTone, 4yto, Nno ux
MHEHWIO, N onpefenuno fanbHelwee NHGULMPOBaHME N CAMOMPOK3BOJIbHOE NpepbIBa-
H1e 6epeMeHHOCTM Y KeHLUH ¢ 6akTepranbHbIM BarmHoO3om [8].

MpoBeaeHHbIN HamMy aHanNU3 UCTOPUIA POLOB MALMEHTOK, BKIIOUEHHbIX B CCe0oBa-
HMe, MOoKas3ars, YTo KONMYECTBO Pa3pbiBOB LIENKU MaTK/ Y BbIMONIHEHHbIX 3MM3MOTOMMNA
[OCTOBepHO cHM3UNOCh (p<0,05). Tak, TONbKO Y OAHON POAUNbHNLbI BbINOTHEHA SMW3KO-
TomuA (4%) 1 'y ofHOW BbiABNEH Pa3pblB WenKN MaTKn (4%). YacTtoTa pa3pbiBOB CTEHOK
Bnaranuvwa coctasuna 16% y yyactHuL obcnegoBaHHOWM rpynnbl, YTo Ha 17% MeHbLue,
yem B cpegHem B nonynauun. Y 1 (4%) naumeHTKu 6bin pa3pbiB NPOMEXHOCTH.

CnepyeT 0coOO6eHHO OTMETUTb OTCYTCTBUE TAXENbIX TPaBM MATKMX TKaHe poAoBbIX
nyTen y »eHLWuH, nonyyaslmx Dermoxen bactor nepes pofamu, Takmx Kak pa3pbls Lwei-
KW MaTKK 3- cTeneHu, remaToma BfiarafamiLa, pa3pbiB MPOMEXHOCTM 3-11 CTeNneHU, KoTo-
pble B 60NbLUMHCTBE ClyYyaeB NCKIOYAIOT POAOPaspeLleHne Yepes ecTeCTBEHHbIe pofo-
Bble NyTW NPK NocsefyoLWnxX pogax.

Takum 06pa3om, nonyyeHHble AaHHble CBULETENbCTBYIOT O 3HAUMMON TEHAEHUMUN K
CHUXKEHUIO PacnpOCTPaHEHHOCTY U TAXKECTU TPaBM MATKMX TKaHel pofoBOro KaHana.

Ha ocHoBaHMM NpoOBeAEeHHOro UCCNeAoBaHUA Mbl Moflaraem, YTo AnA caHauumn guc-
H6UoTUYECKMX NPOLLECCOB Y HepeMeHHbIX 6o5iee yMeCTHbl aHTUCENTUKY, TaK KakK:

B OHV 06NnafaloT WMPOKMM CNEKTPOM AeCTBUS;

B K aHTMCENTMKaM peXe pa3BrnBaeTCA Pe3UCTEHTHOCTD;

By aHTMCENTMKOB MeHbLUle N0OOoYHbIX 3PdeKTOB, YUeM y aHTUONOTHKOB;

B JQHTUCENTUKU MOXHO NPUMEHSATb Y XKEHLLMH C SKCTPareHMTanbHoM natonornemn (MUHM-

ManbHbI Pe30pO6TNBHLIN 3 deKT) U Npn bepeMeHHOCTH.

[JaHHbIM cBOMCTBOM 06nafaeT XJIOPreKCMAuH, BXOZAWMA B COCTaB npenaparta
Dermoxen bactor. MonouHas Kucnota B cocTaBe npenapata JaeT no3uTuBHbIN 3ddekT
B BM[e OKWUCNeHUA cpefbl Bnaranuwa. Kpome 3Toro, rumanypoHoBas Kncnota B cOCTaBe
npenapata Co3faeT 3alMTHYIO MJIEeHKY Ha cnu3ucTon obosiouke Bnaranuiia, rnyboko
abcopbupyeTca u npuobpeTtaeT NPOTEKTUBHY CNOCO6HOCTL. BuTamnH E obnapaet aHTu-
OKCUIAHTHbIM, MPOTMBOBOCMANNTENBbHBIM 11 UMMYHOCTUMYANPYIOLMM JeACTBMEM, CMO-
CoOCTBYIOLMM BOCCTaHOBJIEHMIO CNU3UCTON Bnaranuwa. Cnegyer oco6eHHO OTMETUTb
Hannune B Dermoxen bactor pacTutenbHbIX Nonncaxapugos anos Bepa, Kotopble obna-
JaloT NpebnoTnyecKkm encTememM, CNoCoOCTBYIOLMM NoALEPXKaHMI0 U BOCCTAHOBEHMIO
6anaHca MUKpodnopbl Bnaranmiya.

H BbIBObl

1. BbakTepuanbHbIli BarHO3 y 6epemMeHHON »KEeHLMHbI — MaTONOrMyeckoe COCTOAHME,
TpebyloLiee Tepanuu, Tak Kak yCNIOBHO-MATOreHHas MUKpodiopa MoXeT 6bITb Npuin-
HOW BOCXOAALEro MHOULUMPOBAHUA U CaMOMPOU3BOJIBHOMO MPEPbIBAHMA Ha N06OM
CpoKe 6epeMeHHOCTH.

2. Pe3ynbTaTbl NpOBEAEHHOMO KAMHUYECKOrO HaboaaTeNbHOro MCCnefoBaHUs CBUAE-
TeNbCTBYIOT O BbICOKON 3HEKTUBHOCTU KOMOMHUPOBaHHOrO npenapaTta Dermoxen
bactor B neueHun 6akTepuanbHoOro BarnHo3a y 6epemeHHbix nepeq pogamu. OTme-
UeHbl OTCYTCTBME HEXKeNaTeNlbHbIX ABMEHWI, a TaKXkKe XOpoLas NepeHoCUMOoCTb npe-
napata. Dermoxen bactor 6e3onaceH anA nNnoga, paspelleH K NCnonb30BaHNIO Npu
6epeMeHHOCTI Ha NoObIX CPOKaXx.
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3. Bxopawwme B coctaB npenapaTta Dermoxen bactor xfoprekcuanH U MonoYHas Knc-
NoTa cnocobCTBYIOT HOPMaNM3auMmn BarasMWHOro 61oTona 1 BOCCTAaHOBNEHWIO 3a-
LMTHOro Gapbepa CIM3NCTON y GepeMeHHbIX, @ BbICOKOMOMEKY/IAPHas rmanypoHoBas
KICIOTa 1 SKCTPAKT afiod Bepa OKasblBalOT pereHepupyloLiee 1 BOCCTaHaBMBaOLLee
OEeNCTBME Ha CIM3UCTYI0 060M0UKY BRaranuila, YTo NPUBOAUT K CHUMKEHUIO YacToTbl
TPaBM MArKMX TKaHell poJoBOro KaHana v obecrneuvBaeT Npeumyliectsa gaHHOTO
npenapata nepeg ApyruMm CpefcTBamu, UCMNOosb3yeMbliMX 4Ji nedeHnsa ancbunoTmye-
CKVMX NPOLIeCCOB BRaranuiya y 6epemMeHHbix.

4. Dermoxen bactor sBnsetca npenapaToM Bbi6opa AN Tepanuy 6akTepranbHOro Baru-
HO3a y 6epeMeHHbIX Nepes pogamu 1 MOXKeT ObiTb PEKOMEHLOBAH K LIMPOKOMY Npui-
MeHEeHMIO B NPAKTUYeCKo paboTe Bpaya — akyllepa-rmHeKonora.
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Pesiome

B ctaTbe NnpoaHann3npoBaHbl MPUUYNHbBI YBENIMYEHNA KONTMUYECTBA MEHCTPYaslbHbIX LUKIO0B
Yy COBPEMEHHbIX »KeHLMH. OTMeYeHO BblCOKOe (00 60%) KONMUYECTBO XKEHLUUH, CTpadato-
LMX OT CMHAPOMA NPeAMEHCTPYaNIbHOIO HaMPAXKEHNA PA3IMYHON CTEMEHN MHTEHCUBHO-
ct. OnuncaHbl YPOBHU Perynaumnm MeHCTPYasabHOro LUMKIIA 1 €ro HapyLLEeHWA B pa3finyHble
BO3PaCTHblE MePUOAbI XN3HW XKeHLLMHbI. PacCMaTpmMBaOTCA BO3MOXKHOCTM HEFTOPMOHaJslb-
HOW Tepannmn NeKapcTBEHHbIM cpefcTBoM lNpedemMurH Ha ocHOBe 3KCTpaKTa nnoaos Vitex
agnus castus Ze 440, KOTOPOe NPOAEMOHCTPMPOBANO 3pHEKTMBHOE 0303aBUCIMOE BIM-
AHME Ha MEHCTPYalbHYI0 ANCOYHKLMIO, NPEAMEHCTPYasibHblE CUMITOMbI Y MAaCTOAVHMUIO.
KnioueBble cnoBa: CMHAPOM NpeaMeHCTPYanbHOro HanpaXXeHsA, MacTOANHNA, SKCTPAKT
nnogos Vitex agnus castus Ze 440
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Abstract

The article analyzes the reasons for the increase in the number of menstrual cycles in
modern women. A high (up to 60%) number of women suffering from premenstrual
tension syndrome of varying degrees of intensity was noted. The levels of regulation of the
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menstrual cycle and its disorders in different age periods of a woman's life are described.
The possibilities of non-hormonal therapy with a drug Prefemin based on Vitex agnus
castus Ze 440 fruit extract, which has demonstrated an effective dose-dependent effect
on menstrual dysfunction, premenstrual symptoms and mastodynia, are considered.
Keywords: premenstrual tension syndrome, mastodynia, Vitex agnus castus Ze 440 fruit
extract

B BBEAEHWE

MeHcTpyanbHbI LMK CONPOBOXKAAET XEHLUNHY OT MOSIOBOr0 CO3peBaHNA 4O MeHO-
naysbl. 3TOT nepuoA AnUTCA okono 40 neT, Tak Kak B MONyAALUN CNABAHCKMX MXeHLLH
CcpedHUn BO3pacT MeHapxe cocTasnseT 12 net, cpegHuMii Bo3pacT meHonaysbl — 51 rog [1].
Y coBpeMeHHbIX *KeHLLMH KOTMYECTBO MEHCTPYasibHbIX LIMKOB BO3POC/IO B 3 pa3a no cpas-
HEHWIO C TAKOBbIMU Y XKeHLLMH Havyana XX Beka. 3a CTONeTHUI nepunod yBennyeHme ymcna
MEHCTPYasibHbIX LMKMNOB MPOM3OLWNIO BCEACTBUE YMEHbLUEHUA CPefHero Konuyectsa
ponos ¢ 8-10 go 1-2, ykopoueHua nepmroga Grn3nonormyeckon aMeHopen, CBA3aHHONM C
BblHaLWMBaHNeM GepeMeHHOCTY 1 NakTaumen [2]. Bo3pacTaHne 4acToTbl MEHCTPYasbHbIX
LIMKOB B »KN3HW COBPEMEHHON »KEHLUMHbI MPUBENO K NOBbILIEHNIO KONNYeCTBa HapyLue-
HUI MEHCTPYanbHOro LMKNA, NPOUCXOAALLMX MO pa3HbIM NpuymnHam. brionoruyeckasa ponb
MEHLUMHbI 3aK/N0YaeTCsA B BOCMPOMN3BOACTBE NOTOMCTBA, TO €CTb XKEHLUMHA AOMXKHa ObiTb
6epemeHHoO. MeHCTpyanbHasa LUMKANYHOCTb NPUPOAONH NpefycMOTPeHa AfiA NOAroToB-
K1 K 6epemMeHHOCTY OT MeHapxe Ao MeHoMnay3bl. ECTeCTBEHHBbI Bronornyecknin nnaH ana
COBPEMEHHbIX MeHLLMH 3a4acTyto COXKHO BbIMOAHUM. [1pnopuTeTOM BbICTYMNAIOT Kapbepa,
COLMaNbHBbIN CTaTYC, MaTepUanbHoe 61arononyyme, 4To NMPUBOAUT K NO3AHEMY AETOPOX-
LEHUNIO, NMPUYEM XKEHLLUMHbI OTPAHNUYNBAIOTCA OOHUM pebeHKoM. B cnoxusLumxca obcton-
TeNbCTBaX MPOUCXOAALLME exeMeCAYHble MHOMOYMCIIEHHbIE OBYALMMN Bbi3blBAOT CyLle-
CTBEHHYIO Harpy3Ky Ha ANYHKKK, Pa3banaHCUPYIOT FOPMOHASbHYIO PEerynauuio LUKInJe-
CKMX NPOLeCccoB B penpoaykTnBHon cncteme. B XXI Beke HapylleHMA MeHCTpyanbHOro
LMK/a OTHOCAT K OQHOWN N3 pacnpOCTPaHEHHbIX TMHEKOIOrMYeCKUX NaTonoruni.

MeHcTpyanbHbI LKA 1 €ro perynaumnsa

MpryrHbl HapyweHWit MeHcTpyanbHoro urkna (HML) moryT 6biTb CBA3aHbI C M3Me-
HEeHVAMMN B Perynaummn runotanamo-runodprsapHo-AnYHMKOBOW CUCTEMbI 6O ¢ 3a60-
NeBaHVAMN OPraHOB PenpoOAyKTUBHOWM cUCTeMbl. HapylieHua perynaumm rmnotanamo-
rmno$r3apHO-ANYHMKOBOIN CUCTEMbI Yalle NPOUNCXOAAT B MOAPOCTKOBOM 1 NMEPUMEHO-
nay3aJibHOM neprogax, Bo BpeMsa GOPMMPOBaHNA 1 OKOHYAHUA MEHCTPYabHOIO LMK/,
3TV Nepunofbl CBA3aHbl C HECOBEPLLIEHCTBOM MEXaH3MOB rOPMOHaNbHOM perynauunm npu
CTaHOBNEHUWN PeNPOAYKTUBHON QYHKLUN 1 C MEHCTPYyasibHOW ANCOYHKLUMEN, CBA3aHHOM
C yTpaToit GONNMKYNOB B ANYHMKAX U OKOHYaHMeM ux paboTbl. 3aboneBaHMA OpraHoB
penpodyKTUBHOW CUCTEMbI MOFYT BCTPeYaTbCA B Pa3IMYHOM BO3pacTe, HO B nepuope
pacugeTa GepTUNbHOCTU OOHaPYKMBAIOTCA Yalle 1, 3a4acTylo, NPUBOAAT K HapyLIeHNAM
MEHCTPYanbHOro LuKna.

CyLecTBYeT MHOXECTBO MPUYUH HapyLLIEHWI MEHCTPYaNlbHOIO LMK, 1 HeO6X0AUMO
YCTaHOBUTb PaKTUYECKyIo, MPeXae YeM peKoMeHA0BaTb NauueHTKke nevyerre. «Hapyuwe-
HMA MEHCTPYasnibHOro LMKNa» — 3To He 3abosieBaHune, a NpM3HaK TOro, YTo npouvsoLuen
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Kakon-To cboin B paboTe penpoayKTMBHOW CUCTEMbl. HeperynapHbIi MEHCTPYanbHbIN
LMKI, CHUKEHVE KauecTBa XM3HW BCNIeCTBUE NPeAMEHCTPYanbHOMO CMHAPOMA, AUCMe-
Hopes, MacTOAMHUA, OTCYTCTBYIOLME UM OBUSIbHbIE MEHCTPYALIMM — BCE 3TO OUeBMAHbIE
NnocneacTBMA PacCTPOMCTB MEHCTPyauuMun BCieacTBue 3abonesaHuii, NPOABAALLMXCA
HapyLEeHNAMU MEHCTPYanibHOro LMKna.

MeHcTpyanbHbI UMKN (naT. «<menstrualis» — MecauHbIn) — pr3nonormyecknii npoLiecc
B >KEHCKOM OpraHu3me, XxapakTepusyowninca LMKINYeCKUMN N3MEHEHUAMUN B CUCTEME
HeNporymopanbHOW perynauumn, AMYHMKax U ropMOHasibHO 3aBMCUMbIX OpraHax rnoso-
BOW CUCTEMbI, YTO COMPOBOXAAeTCA KonebaHNAMN GYHKLMOHANIbHOTO COCTOAHUA HEPB-
HOW, SHAOKPUHHON, CepAeYHO-COCYAUCTON 1N APYrMX CUCTEM OpraHu3ma. HopmanbHbIn
MEHCTPYanbHbIN LUK ABAAETCA pe3y/ibTaTOM HelipOropMoOHanbHbIX B3aVMOOTHOLLIEHNUA
MeXJY LeHTpanbHOW HEPBHOW CUCTEMOW, rMNoTanamycoMm, runodursom, ANYHUKaMU 1
MaTKOW. PerynapHbili MeHCTpYyanbHbI LK YCTaHaBMBAETCA B TeUeHKe rofa nocsie nep-
BOW MeHCTpyaumun. HactynneHvne meHomnay3bl peTPOCNeKTUBHO onpeaenseTca nocie 12
MecALeB ameHopeu. JKcnepTbl MexayHapogHon defepauny akyLlepoB-TMHEKONOroB
(International federation of gynecology and obstetrics, FIGO) cuuTatoT, uto KonebaHus
MEHCTPYanbHOro UMKa B HOpMe NPOUCXOAAT OT 24 1o 38 cyTOK Npuv ANUTENbHOCTU MEH-
CTPYyanbHOro KpoBoTeueHua B Npefenax 8 cyTok [3]. B Hopme MeHCTpyaumm fomKHbI 6bITb
6e360ne3HeHHbIMM.

OBapuanbHO-MeHCTpYyasibHbI/i LMK B EHCKOM OpraHvM3me ABMAETCA SHAOKPUHHO-
3aBMCUMbIM NPOLIECCOM, @ ero PacCcTPOMCTBA HaNPAMYIO CBA3aHbl C AUCTOPMOHaNbHbIMU
HapyweHuamu. OHM MOTYT NEPBUYHO BO3HMKATb Ha Pa3HbIX YPOBHAX perynaumm penpo-
OYKTUBHOW cucTeMbl. [pun HapylLueHMAX B LeHTpanbHOW cucteMe perynsaummn B naTonoru-
Yeckuii nMpoLecc MOryT BOBNEKaTbCA KOPKOBble, rMnoTanammyeckme n runodusapHbole
CTPYKTYpbl. HapyweHus, Bo3HMKalowWwume B nepudepryeckmnx opraHax, MoryT 6biTb ANYHU-
KOBOrO U MaTOYHOrO reHesa. Kpome Toro, AncyHKLMA ApYriX xenes BHyTPeHHelN cekpe-
UMW, TaKUX Kak HagnoyeuyHuKNY, LWMTOBAHAA »Kene3a, Takke MOryT NpUBOAUTb K Hapy-
LIEHNAM MEHCTPYanbHOro UMKna. icxogom paccTporicTs B MepeuncieHHbIX CTPYKTypax
OyfeT HapylleHMe npoLecca cekpeLun KnioyeBbiX OONornyeckn akTMBHbIX BELLECTB 1
Je3opraHusaunm obpatHom CBA3M Mexay nepudepryeckumy opraHammn 1 LeHTpasbHbI-
MU CTPYKTYpaMu perynauum penpoayKTMBHON cucTembl. AucdyHKumua Ha nobom ypos-
He perynauny NpuBOAWT K N3MEHEHMNI0 paboTbl ANYHMKOB Aake Mpu OTCYTCTBUW B HUX
CTPYKTYpPHbIX aHOManuin, aucbanaHcy 3CTporeHa 1 NporecTepoHa, OT KOTOPbIX 3aBUCUT
LUMUKINYHOCTb GYHKLMOHUPOBAHUA SHAOMETPUSA, U3MEHEHUIO XapaKTepa U perynapHocTu
MeHCTpyaL .

CuHAPOM NpeAMEHCTPYaZibHOrO HanpsXKeHus

OfHMM 13 YacTbix 3aboneBaHUI XKeHLWMH C BO3pacTa MeHapxe Ao NeprumMeHonay3bl
ABNAETCA CMHAPOM NpeAMeHCTPyanbHOro HanpsaxeHua (kog no MKB-10 N94.3). Cuun-
TaeTcsA, UTo BO BCeM Mupe 6onee 20% BCex *KeHLUH eTOPOAHOro Bo3pacTta CTpaaatoT
oT TAXenon dopmbl NpegMmeHcTpyanbHoro cuHapoma (MMC), KoTopbI 3HauUUTENbHO
yXyALWaeT NX CaMOYyBCTBUE, @ 0KONO 60% MXeHLWNH NMeIoT NPOoABNeHNA X0TA 6bl 0OfHO-
ro cumntoma NMMC [4]. YacToTa NMMC yBennumsaeTca c Bo3pacTom. Tak, B nybepTaTHOM
nepuoge okono 20% MonoAbix feByLIEK XanyTca Ha CMMNTOMbI NPeAMeHCTpYanbHO-
ro CMHAPOMa, B penpoayKTUBHOM nepuoge — okoso 45%, K BO3pacTy nepumeHomnaysbl
MX KONMYeCcTBO Bo3pacTaeT o 55% [5].
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TouHasa NnpuumnHa pa3BUTUA CUHAPOMA NPeaMEHCTPYaNbHOro HanpPAKeHnA Hen3BecT-
Ha. B nmatoreHese AaHHOW NaToNOrMM UrpatoT pPosib MHorne dakTopbl. Bo3HNKHOBEHUE
MMC uccnepoBaTtenn 06bACHAIT GYHKUMOHANbHBIMA HapyLIEHUAMMU B LEHTPanbHON
HEepBHOWN cUCTemMe B pe3ynbTaTe BO3AeNCTBUA HebnaronpuATHbiX GpakTopoB Ha GoHe
BPOXAEHHON Mnu npuobpeTeHHol nabunbHOCTU runoTanamo-runodrsapHon cucTe-
Mbl, CH/>KEHMEM YPOBHA SHAOMEHHbIX MENTMAOB B KOPE rofIOBHOrO MO3ra, HapyLleHeMm
LeHTpanbHoM 1 neprudepryeckon perynauny penpoayKTUBHOM CUCTEMbI, NOBbILLEHNEM
YPOBHA NPonakTuHa, AncbanaHCoOM 3CTPOreHOB 1 NPOrecTepoHa, HapyLEHUAMU BOLHO-
coneBoro oobmeHa, obmeHa Kanbuus [4, 5].

MNpeameHCcTpyanbHbI CMHAPOM — KOMIMJIEKC MCUXMUYECKMX U COMATUYECKMX CUMMTO-
MOB, NOABMALWMXCA 32 HECKONbKO AHEN A0 HACTYMAeHNA MEHCTPYaLUn U ncye3aloLwmx
BCKOpe nocne ee Havana. Pasnuuatot 6onee 200 cumntomoB NMMC, nmetownx pasnnyHyto
WHTEHCMBHOCTb, YaCTOTY U MPOAOIIKUTENBHOCTb, TaK KaK 3TO KOMMIEKCHOE N CNOXKHOoe
3aboneBaHue. Hanbonee taxenaa dopma npoasneHus NMMC - npegmeHCTpyanbHbIA AnC-
bopuryecKknii CMHAPOM, BKJTIOYAIOLWNIA B Ce05 NCUXNYECKME CUMNTOMbI [6]. IHTEHCMBHOCTb
cumntomoB NMC nmeeT HapacTaloWwmin XapakTep 1 JOCTUraeT CBOEro nNuKka nepep MeH-
cTpyauuent. [pogomKUTeNnbHOCTb NAaTONOMMYECKOro COCTOAHUA BapbUpPYeT OT HECKOMb-
KUX OHeW [0 ABYX Hefenb, CHUXKaA TPYAOCNOCOOHOCTb U COLMAnbHYI0 aKTUBHOCTb MeH-
WMH. beccMnTOMHbBIN MHTepBan ANUTCA OT OKOHYaHMA MEHCTPYaslbHOro LMKna BMioTb
[0 cnegytoLien oBynALUMmM, Nocie KOTOPOW CUMMTOMbl BHOBb HapacTaioT [5].

Haunbonee pacnpoctpaHeHHble cumnTtombl NMC — HanpskeHue u/unm 6one3HeHHOCTb
B rpyAn, B3gyTue XMBOTa, CNa3mMbl U 60nb B XUBOTE, pa3fapaXMTeNnbHOCTb, Nepenaapl
HaCTPOEHMA, THeB, rofIoBHasA 60Mb, CycTaBHbIE U MblLLeYHble 60511, TN CUMMTOMbI CTaHO-
BATCA 60slee MHTEHCUBHBIMU MPY HEPErynApHOM MeHCTpyanbHOM LUKIe, Korga Koneba-
HUA OT CaAMOro KOPOTKOro JO CaMOro ASIMHHOMO LMKNa cocTaBnAlT =8-10 AHAM, TO eCTb
CIINLIKOM ASIMHHDBIA UAN CAINIKOM KOPOTKNN MEHCTPYanbHbIV LKA [7].

MNpumeHeHne nekapCTBEHHbIX CPeACTB Ha OCHOBE XMMUNYECKN CUHTE3MPOBAHHbIX Aei-
CTBYIOLLMX BELLECTB MMeeT onpefeneHHble onaceHus BBUAY HexkenatesbHbIX NO6OYHbIX
3¢bdeKTOB, a TakKe BO3pacTHble orpaHNYeHuns. B 3Tol cBA3W pacTuTeNbHble NeKapCcTBEH-
Hble cpepacTBa AnaAlTcA 3ddeKTUBHON, 6e30nacHoO, XOpPOoLO NepeHOCUMON anbTep-
HaTuBon ana Tepanum NMMC. C gpeBHMX BPEMeH M3BECTHbI leyebHble CBOMCTBA MNSIOA0B
npyTHAKa o6bikHOBeHHOTO (Vitex agnus castus) — ero akcTpakT Ze 440 6b11 NepBbIM, KOTO-
pbii yTBepxAaeH EBponeinicknum areHTcTBOM Mo MeamnkameHtam (EMA) Kak npenapat ans
«LWNPOKOro MeAULMHCKOTO NPUMEHEHUA» ANA NeYeHNa NpeaMeHCTPpyanbHOro CMHAPOMa
[8]. NlekapcTBeHHOe cpeacTBo MpedemurH, 6puTaHCKOM KoMNaHUM AMaKkca AOCTYMHO B
BuAe TabneToK C MAEHOUYHbIM NOKPbITUEM, copeprkalymx 20 Mr HaTUBHOTO 3KCTpakTa Ze
440. NMpenapaTbl 3KCTpakTa MIOA0B MPYTHAKa OObIKHOBEHHOIO VMEIOT [J0303aBUCKMYIO
3bbEKTUBHOCTD, T. €. NPU NOBbIWEHNY AO3MPOBKY 3GPeKTNBHOCTb NpenapaTta yBennuu-
BaeTcA. B ABoMHOM crienom paHAOMM3NPOBaHHOM MiaLeb0-KOHTPOMPYEMOM UCCneao-
BaHMK, BbinosiHeHHOM Schellenberg 1 coasTopamu B 2012 rogy ¢ yyactem 162 eHLWmH
B Bo3pacTe oT 18 go 45 net c gnarHoctuposaHHbiM NMMC, nprMeHeHne JO3MPOBKUN IKC-
TpaKTa NpyTHAKa 06blkHOBeHHOTO 20 Mr (MpedeMuH) Ha NpoTAXKeHUn 3 MecALeB Npoae-
MOHCTPUPOBaNo Hawnyulyo 3GHGeKTUBHOCTb B CHUPKEHUU OCHOBHbIX CUMMTOMOB Npea-
MEHCTPYanbHOro CMHAPOMA, TaKMX KakK pa3gpakMTenbHOCTb, Mepenagbl HaCTPOeHUs,
3110CTb, rofioBHasA 60onb, B3ayTre KUBOTa, MacTanrua/mactognHua. MNpu ncnonb3oBaHun
6onee HU3KOW [LO3bl IKCTPaAKTa (8 Mr) CHUXKEHME BbillenepeymncsieHHbIX CUMNTOMOB 6bi10
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He3HauuTenbHbIM 1 CpaBHMMbIM C nnauebo. B 1o xe Bpema go3uposka 30 Mr He npo-
OEeMOHCTpMpOBana AOCTOBEPHO 3HAUYMMbIX MPEUMYLLEeCTB B KyNMpPOBaHWM CUMMNTOMOB
NMMC nepeg go3nposkon 20 mr [10].

Takum obpaszom, MpedemnH b6naropgapsa cTaHZapTM3aLMKN SKCTPaKTa M YHUKANbHO
BbICOKOW JO3MPOBKE NPYTHAKA rapaHTUPYeT HauBbICLLNA KO3 OULMEHT OTKNMKA Ha Tepa-
NM0 Y NaLNEHTOK C MHOXECTBEHHbIMU CUMMTOMaMU HapyLIEeHUA MeHCTPYyasibHON GYHK-
LUK, 4TO NOATBEPKAEHO €BPONENCKUMN NCCNefoBaHMAMN CTeNeHn goKasaTenbHOCTH A.

C nepBoro 3anycka npenapata lNpedemnH (CTaHaapTU30BaHHBbIN SKCTPaKT Vitex Agnus
castus Ze 440) B 1999 r. 66110 npogaHo 6onee 187 MUNANOHOB AHEBHBIX [03. [0 CeHTAGPA
2016 r. 6bIN0 3aperncTPrpPoBaHo 14 cepbe3HbiXx NOBOUHbIX 3$PeKTOB 1 1257 Hecepbes-
HbIX, TO ecTb 1 No6ouUHbIN 3¢ deKT Ha 147 000 aHeBHbIX J03. MpenapaTt MNpedemuH npo-
[eMOHCTPMPOBan BbICOKYI0 3GPEeKTUBHOCTb, XOPOLLYIO NEPEHOCMMOCTb U 6€30MacHOCTb
1 6b1N1 3aperncTpnpoBaH BO MHOIMX cTpaHax: Lsenuapwnmn, ABctpanuu, BeHrpun, MNonbLle,
JlatBum, dctoHun, Jlntee, ABcTpuu, tOxHom Kopee, benbrun, AnoHnn, KOxHon Adpuke,
Wtanuw, Ykpaunre, Kazaxctane n benapycnu [9].

MpedemuH B neueHnn cuHapoma NpeAMeHCTPYanbHOrO HaNPAXKeHUA Y XKeHLUH
B pa3NinyHble BO3pacTHble Nepuogbl

Bonbluasa yacTb HapyLLIeHWI MeHCTPYaNibHOro LKA y AeByLuek obycnosneHa GyHKLUN-
OHaNbHbIMM HapyLIEeHUAMU rMnoTanamo-runodr3apHoO-AMYHUKOBOIM CUCTEMbI BBUAY ee
He3penocTu 1 yA3BMMOCTM Aax<e Nog BAUAHMEM He3HaunUTeNbHbIX Bo3aencTeuii. Hanbo-
nee BEPOATHOW NPUYMHON HapyLLEeHWI FrMnoTanamo-rmnodu3apHo-ANYHNKOBOW CCTEMbI
N CBA3aHHbIX C HUMW GYHKLNOHANbHbIX HapYLUEHUI MEHCTPYanbHOro LUKa y MONoAbiX
XeHLMH ABNAIOTCA PacCTPONCTBA CYyTOUHbIX 6ropnTMoB [11]. o 70% MonofbixX »KEeHLUH
MOTYT UCMbITbIBaTb HAPYLIEHUA MEHCTPYaNbHOMo LKA, AUCMEHOpPelo, MacTanrnm, pas-
OpaXnTenbHOCTb, Nepenaabl HACTPOEHMA B pe3ynbTaTte GYHKLMOHANbHbIX HapyLIeHNIA,
He CBA3aHHbIX C OpraHMYeckon natonorvei, obycnoBfieHHble HEPBHO-3MOLNOHANbHbIM
nepeHanpaXeHneMm, peskon CMEHON KNMMATUYECKOrO 1 BPEMEHHOrO MosAca, Hecobto-
OeHneM pexkuma paboTbl 1 OTAbIXA, PACCTPONCTBOM PUTMa «COH — boapcTBoBaHue» [11].
CmeLlleHre LMpKagHbIX pUTMOB MPOBOLMPYET U3MEHEHME CeKpeLmn SKCTparmnoTanamu-
yecknMu LiepebpanbHbIMK CTPYKTYPaMu HEMPOTPAHCMUTTEPOB 1 HEMPONENTULOB, TaKMX
KaK HopafpeHanuH (CTUMynupyeT OBYNATOPHbIN BblI6pOC roHagonnbepuHa), godammH
(noppepmBaet cekpeumnto MHPI, TOpMO3UT BblgeneHne NposiakTiHa), CEPOTOHUH (Top-
MO3UT LMKINYECKYIO ceKpeLmio roHagonnbepuHa), onvougHble nentugbl (NogaBnsatoT
cekpeuuto JII, OCI, TTI, noBbIWatoT ceKpeLunto NpoNnakTMHa 1 ropmoHa pocta) [12]. Tak
KaK perynauusa MeHCTpyasibHOro LuKna OCyLeCcTBAAETCA B COOTBETCTBUMN C MPUHLMMOM
nepapxumn (CONOAQYMHEHNA) — HUXKECTOALLME CTPYKTYPbl NOAYMHAITCA BblILLECTOALMM,
HapyLleHne paboTbl Ha NePBOM, LIEHTPaNbHOM YPOBHE perynaumMv NnpusoanT K pasbanaH-
CMPOBKe BCer CUCTEMbI Y HAPYLLUEHWNIO MEHCTPYaNIbHOWN LIMKANYHOCTU.

dddeKTbl nekapcTBeHHoro cpeactea lNpedemMnH ocHoBaHbl Ha dapmakognHamu-
YeCcKMX CBOWNCTBaxX MNpPYTHAKA OOGbIKHOBEHHOrO, KOTOPble WrpalT pofib B MexaHu3me
nenctena Ze 440. OTo aroHUCTUYeCKOe AeCTBUE Ha peuenTopbl gonamuHa D, n onu-
ouaHble Y- 1 k-peuentopbl. HelipomeanaTop MOHOAMUHOKCMAA3bl JOMaMUH Y4yacTBy-
€T BO MHOIMMX OU3NONOrMYECKNX NPOLECCax, BAMAIOWMX HAa HaCTPOEHME, MO3HaHWe,
obyueHvie, 3HAOKPUHHYIO curHanusaymo. JonamvH ceasbiBaetca ¢ D,-peuentopamu
B rmnoduse u uHrMOMpyeT BbigeneHue MpPOosakTMHa MyTeM YMEHbLUEHUA YPOBHA
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umMKnuyeckoro ageHosnHmoHodocpata (LAM®). Kpome Toro, Ze 440 cBA3biBaeTcA in vitro
C M- u k-onnoungHbimu perentopamum [13]. OnronaHble aroHNCTbl U3BECTHBI CBOMM 06e360-
NUBAKOLWNM [eNCTBMEM, HO OHU TaKXe ABMAIOTCA BaXKHbIMY Perynatopammn HaCcTpOEeHMs,
anneTuTa u rmnoTanamo-runodmrsapHoOn curHanmsaumm. bbino nokasaHo, YTo B-aHAOPVIH,
SHAOTEHHbI arOHUCT P-OMMaTHbIX PELIENTOPOB, UrPaeT BaXXHYI0 POb B perynauum MeH-
CTPYanbHOro LMKNa C NMOMOLLb MHIMOUPOBAHUA PUIM3UHI-FTOPMOHa FOHaAOTPONKHA
[14]. MepeuncneHHble Bbilwe 3ddeKTbl SKCTPaKTa NPYTHAKA 0ObIKHOBEHHOTO AEMOHCTPU-
PYIOT Ha MPaKTMKe ero BblCOKY0 3GHeKTUBHOCTL B KynnpoBaHuy cumntomos MMC 1 Hop-
Manm3auumn MeHcTpyanbHoro umkna. CornacHo HCTPYKUMK No nprMeHeHunto, MpedemnH
Ha3HavaeTca A Tepanvy NpeaMeHCTPYasbHOrO CMHAPOMA W HapyLUEHUI MeHCTpYyasb-
HOro UMKna (CNULIKOM YacTble WA CIULWIKOM pefikue MeHcTpyauun). PekomeHayemas
no3a npenaparta lMpedemnH coctaBnaeT 1 TabneTka B cyTKuU. TabneTka npegHasHauyeHa
[NA npruemMa BHYTpb, ee He crefyeT pa3eBbiBaTb MO0 paccacbiBaTh, @ HEOHXOANMO rno-
TaTb L€/IMKOM, 3anmnBas CTakaHoM BOAbl. 1A JOCTVXKEHMA ONTUMaNbHOro a¢pdeKkTa neye-
HUA peKoMeHayeTCA ANUTeNIbHOCTb NCMONb30BaHUA He MeHee Tpex MecAues [15].

B penpogyKTBHOM BO3pacTe, MOMMMO AMCMeHOpeK, 6onun 1 B3JyTuA KUBOTa, Nepe-
NnagoB HAaCTPOEHUS, pa3apaKUTENIbHOCTY, OKOMO 50% KeHLUH NpeabaBAA0T *Kanobbl Ha
6onu, HarpybaHMe B MOMOUHbIX XeJfle3ax — MacTonaTuio UM [OOPOKaYeCTBEHHY ANC-
naasno MONOYHON »enesbl. [JobpokauecTBeHHas ANCMNa3na MOTOYHON »Kene3bl (Kog no
MKB-10 N60) — 310 rpynna 3aboneBaHuil, KOTopasa XapakTepusyeTca LUIMPOKUM CNEeKTPOM
nponudepaTBHBIX 1 PErPeCccUBHbIX M3MEHEHMWI TKaHe MONIOYHOW Xesle3bl C HapyLleHU-
€M COOTHOLLEHWUI 3NNTENNANbHOIO U COeANUHUTENIbHOTKAHHOIO KOMMNOHEHTOB [16].

[lobpokauecTBeHHasA gucnnasna MosiouHon xene3bl (AAMK) ABnaeTca ropMoHO3aBu-
cumbIM 3aboneBaHmemM. lopMoHanbHble N3MeHeHUAa GopMUpytoTCA B pe3ynbraTe Ancba-
naHca B rmnoTanamo-runopusapHo-anYHNKOBOM cucteme. MonoUHble Xefe3bl OTHOCATCSA
K Hanbonee yyBCTBUTENbHbIM OpraHaM-MULLEHAM, NEPBbIMW CUTHANN3UPYA O PacCTPOn-
CTBaxX HeMporymopanbHOro romeoctas3a. [MnepacTporeHna M runepnponakTMHeMus
nexart B ocHoBe naTtoreHesa JIM>K. ScTporeHbl akTUBMPYIOT NponudepaTrBHbIe NpoLiec-
Cbl aNbBEONAPHOIO SMUTENNA 1 CTPOMbI, 06TYpaLMio NPOTOKOB 1 GopMMpPOBaHME KNCTO3-
HbIX 00pa30BaHMI B MOJIOYHbIX Xene3ax. [ponakTnH ceHcMbnn3mpyeT TKaHN MOJIOYHON
Xenesbl K 3CTpOreHam 1 yBenuurBaeT B HUX YMC/IO peLenTopoB 3CTpagmona, ycunmeas
UyBCTBUTENbHOCTb K 3CTporeHam. Kpome Toro, npu runepnponakTHeMUM HapyLLatoTcA
npoueccbl GOPMUPOBAHNA XKENTOro TeNa, BO3HMKaeT fedpuunt nporectepoHa. MNporecte-
poH obecneumBaeT gudbdepeHLMPOBKY 3NUTENNA, NPEKpaLleHne MUTOTUUYECKOW aKTuB-
HOCTU B TOM YKMCIIe U TKaHAX MOJIOYHOW »ese3bl. B ycnoBuax n3bbiTka 3CTporeHoB 1 npo-
NaKkTMHA 1 peduunTa NporecTepoHa M3MEHAITCA pelenuma K NosioBbiM CTEPOULHbIM
ropmMoHaM, akTUBHOCTb Nponudepaumm 1 anonTo3a 3NUTeNNaA, BacKynapusaumua TKaHu
MOJTOUYHOW XKenes3bl.

OCHOBHbIMW KNIMHMYeCcKUMK npoaneHuamn OOAMX sasnatotca 6ony (MactogmHusA
WM MacTanrus), ynnoTHEHUA B MOJSIOUHbIX »Kefe3ax 1 BblAeneHnsa u3 cockos. Mactogu-
HWA NpoABNAeTcA 6ONEBbIMM OLLYLEHUAMY B MOMOYHBIX »Kene3ax. IHTeHCMBHOCTb 601K
MOXeT 6bITb Pa3NNYHON, HO OOHapYXMBaeTCA y 6ONbWMHCTBA XeHWwrH ¢ JAMMK. B mectax
C Hanbosee pa3BUTON MKeNe3nCToN TKaHblO MOJIOYHOW »Kenesbl, Kak NPaBuio, B BEPXHe-
HapyHbIX KBafpaHTax, 6onb 6onee BbipaxeHa. MacToanHUA MOXeT ObITb MOCTOAHHON 1
LMKMyeckon. Linknnueckaa MacToanHMA ABNAETCA pacnpocTpaHeHHo! Xanobon y nauu-
eHToB [JIMM 1 ABnAeTCA NOTeHUNanbHO CBA3AaHHOM C PUCKOM Pa3BUTUA paka MOMOYHOMN

«PenpopyKkTtnsHoe 3p0posbe. BoctouHasa EBpona», 2022, Tom 12, N2 1 145

HA NEPBYIO HA CIEQYIOLLYIO HA NPEABIAYILYIO K COAEPXAHUIO




MpedpemnH — 3ppeKTrBHOE HErOPMOHaNbHOE NlIeUeHVIe MeHCTPYaNIbHON ANCHYHKLMN

Xenesbl. B nocnegHee pecAtuneTvie MCCNefoOBaHNA «CNy4vali-KOHTPONb» MOKasanu, 4to
LIMKINYECKYI0 MacTOAMHMIO MOXXHO paccMaTprBaTh Kak He3aBUCUMbIN paKTop prcKa pas-
BUTUA paka MoslouHom xenesbl [17]. Lnknnyeckaa mactognHua npoasnaeTca HarpybaHu-
eM ¥ TAHYWMMUN 6onamn B 06eriX MOJTIOYHBIX Xere3ax B MpeaMeHCTpyalbHOM neprofe 1
CaMOCTOATESIbHO McYe3aloLee C HaCTynIeHnem MeHCTpyauumn. Bonpekn pacnpoctpaHer-
HOMY MHEHUIO O «HOPMasbHOCTV» 6ONEBbIX OLLYLLEHNI B MOJIOYHbIX Xene3ax Ype3Bblyali-
HO Ba)KHO ClenaTb akLieHT Ha TOM, YTO JleyeHne macTanrnm u mactonatum — obsasarenbHoe
BpauebHOe MeponpuATMe MO ABYM MpuYnHam. Bo-nepBbix, y MHOMMX MauUeHTOK pa3Bu-
Tre 3ab6oneBaHNA CONPOBOXAAETCA BbIPAXKEHHON KIMHUYECKON CUMMNTOMATUKON, 3Hauu-
TeNbHO CHMXKaloLLEel KauecTBO UX XM3HW. BTopaa nprnumHa nmeet ropasfo 6onee rposHoe
3ByYaHVe — HEKOTOpbIe BapMaHTbl MacTONaTVM NPU3HaHbI JOCTOBEPHbIMY 1 Ype3BblYalHO
3HaYMMbIMUN paKTOPaMM PrCKa paka MOSIOYHOW Xenesbl.

Heunknnyeckasa macToAMHNA He CBA3aHa C MEHCTPYasibHbIM LIMKIOM U Yalle bbiBaeT
O[JHOCTOPOHHEN 1 NoKanbHON. [pUYnHaMy HELIMKIMYECKOW MacTOAVNHUM MOXeT ObliTb
MacTuT, TpaBMa, TPomM60pnedbuT, KNCTbI 1 ONYXOsu.

NepBoW NMHKE Tepanuu C BbICOKON 3PPEeKTUBHOCTBIO M MEPEHOCHMOCTbBIO NaLMeHT-
Kam ¢ pMOPO3HO-KNCTO3HOWM MacTomnaTmen N MacToAvHUEN ANA KYyNMPOBaHUA LUKInNYe-
cKoro 60/1eBOro CMHAPOMA B HaLMOHabHbIX KIIMHUYECKUX PEKOMEHAALMAX N B POCCUI-
CKUX KNUHNYECKNX pekoMeHaauuax «lobpokayecTBeHHan ANCMIa3na MOMOYHbIX XKenes»
(2020 r.) ABnAOTCA NpenapaTbl Ha OCHOBE SKCTPaKTa MJIOA0B NPYTHAKA OObIKHOBEHHOIO
[18]. YKa3aHHble npenapaTbl NPUBOAAT K Perpeccy NaTonornyeckrx NpoLeccoB B MOJIOY-
HoW ene3se. BaxHoe 3HaueHMe MMeeT Ao3a 3KCTPaKTa NPYTHAKA OObIKHOBEHHOrO B
nekapcTBeHHOM cpeacTae. [pMeHeHVe [O3MPOBKU SKCTPaKTa NPYTHAKA 0ObIKHOBEHHO-
ro 20 mr (MpedemnH) Ha NPOTAXKEHUM 3 MecALEB NMPOAEMOHCTPUPOBANO KO3PPULNEHT
OTKJIMKa Ha neyeHune 81%, B OTIMYMe OT JO3MPOBKU 8 Mr, rAe KO3PPULIMEHT OTKNNKa OKa-
3anca Huxe 20% [10].

B nepvoa meHonaysbl MPOWCXOAMT MOCTEMNEHHOE CHUXKeHWe (YHKLUM AUYHMKOB,
CBA3aHHOE C eCcTeCTBEHHOW yTpaToin ponnukynos (B nepsble 1-3 roga noctmeHonaysbl
B AWYHMKaX OOHapy>KMBaloT NWLb eAUHWYHbIE GONNKYbI, B NOC/IefyIoWeM OHW MNoJ-
HocTblo McyesatoT). DopmrpyeTCa COCTOAHME TMNEepProHagoTPONHOro rMMMNOroHaan3ma,
MeHAeTcA paboTa IMMONYECKON CMCTEMbI, HAPYLIAeTCA CeKpeLmsa HeMPOTPaHCMUTTEPOB
1 FTOPMOHOB, Pa3BMBaOTCA UHBOIOTUBHbIE M aTPOPUUECKMEe NPOLLECCH B OpraHax-MuLLe-
HAX. MeHoNay3e npepLwecTByeT NepuoA nepexoaa — npemeHonaysa. OHa HaunHaeTcA B
40-45 neT 1 3aKaHYMBAETCA C HACTyrNneHnemM MeHonay3bl. B 3Tom Bo3pacTe y XeHLUHbI
nosAenAeTcA BaprabesibHOCTb MEHCTPYaNIbHOTO LKA, MEHCTPYasbHbIN LMK yKopayrBa-
eTcs, 3aTeM YAJIMHAETCA, 3aTeM MeHCTPyauMmn npekpaLyaloTca. HapylueHne perynapHonm
LMKNUYHOCTV MEHCTPYaLUin — JOCTOBEPHDIV KIIMHUYECKUI KPUTEPUI CTapeHna penpo-
OyKTUBHOM cuctembl [19]. Ha doHe 3apepkek MeHCTpyaunii MOryT NOABAATLCA Ba30OMO-
TOpPHblE, NCUXOSTIOTNYECKNE, yPOreHuTalbHble CUMMTOMbI AeprLnTa SCTPOreHOB.

OTKNOHEHNA MEHCTPYaIbHOTO LMK, CBA3aHHbIE C ero BaprabesibHOM NPOACIKUTESb-
HOCTbI0, ABNAIOTCA eCTeCTBEHHBIMU ANA NepuMeHonay3bl. OaHaKo Y »KeHLNHbI MOXKeET 13me-
HUTbCA XapaKTep CaMMX MeHCTPyauuii, nprobpeTalolmnx YepTbl aHOMaJIbHbIX MATOUYHbIX
KpoBoTeueHui. Cpeam *KeHLWMH C aHOMabHbIMU MaTOYHBIMU KPOBOTEUYEHUAMM B NepuMe-
Honay3e HabJiioAaeTcA NoBblleHNe prcka NponndepaTrBHbIX 3aboneBaHN SHAOMETPUA
[19]. CrpaTerua npodunakTMKn MeHCTpyanbHOWN ANCOYHKLMM B STOM NEPUOAE MKN3HU >KeH-
LUMHbI HanpaBneHa Ha BOCCTaHOB/EHWE PETYIAPHON LMKINYHOCTY MEHCTPYaLMA.
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MpedemrH — nekapcTBeHHOE CPEACTBO PAaCTUTENIbHOMO NPOUCXOXKAEHNSA, IMeeT 3ape-
TMCTPUPOBAHHOE B MHCTPYKLUM MO NPUMEHEHUIO MOKa3aHWe «a/1s Tepanumn HapyLeHni
MEHCTPYanbHOro LKA (CIUWKOM YacTble MU CAKLLKOM pefKue MeHCTpyauun)». Ero
MCNoMb30BaHMe C Lesblo Perynsaumm MeHCTPYanbHOro LMKna CTaHOBUTCA OfHOBPEMEH-
HO MeToIoM NPOGUNAKTUKM NponndepaTUBHbIX 3a601EBAHNI SHAOMETPUA Y KEHLUH B
nepexogHoMm nepuoge.

B 3AKJTIOMEHUE

JKCTPAKT MPYTHAKA O6bIKHOBEHHOrO ObiN MCCNefoBaH Kak npenapaTt Ania feyeHus
pa3nnuHbix GOpM HapyLleHNA MeHCTpyanbHOro uukna. Hopmanmsyioulee BnvAHvE Ha
MEHCTPYanbHbIN UMK HapAgy C OTCYTCTBUEM TsAXesbiX MOBGOYHbIX peakuui penaet
NneKapcTBEHHOE CPefiCTBO Ha OCHOBE CTaHAAPTM30BaHHOIO SKCTPaKTa NPYTHAKA OObIKHO-
BeHHoro lNpedemrH 6puTaHCKON KOMNaHM AMaKkca npenapaToM BbiI6opa AN XKEHLMH C
onpepesnieHHol HeopraHuyeckor GopmMor 3Toro 3aboneBaHuA 1 B pa3fivyHble BO3pacT-
Hble neproAbl *u3Hu. B MoHorpadun EBponenckoro HayuHoro cotpygHmyectsa no ¢puto-
Tepanun (ESCOP) HapyLleHnA MeHCTPYanbHOro LKA yKa3aHbl Kak MOKa3aHUA ana npu-
emMa npenapartoB NpyTHAKa 06bIKHOBEHHOTO [21].
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HUKOB B CMIUCKE NTepaTypbl B NOPAAKEe YNOMUHaHWA: [6].

Mpn onncaHWM UCTOYHMKA chefyeT YKa3blBaTb ero
DO, ecnv yaaeTca ero HaiTu (BNA 3apyOexHbIX NCTOYHN-
KOB yAaeTca 3To caenatb B 95% cnyyaes).

B ccbinkax Ha CTaTby M3 XKYPHANOB JOSIKHbI OblTb 06-
3aTesIbHO YKa3aHbl rof Bbixofda nybnnkauum, Tom 1 Homep
XKypHana, Homepa CcTpaHuL,.

B onuncaHunm Kaxpgoro NCTOUYHMKa JOSKHbI ObITb Npea-
CTaBJieHbl He 6onee 3 aBTOPOB.

CcbInKu JOMKHbI 6bITb BeprdULMPOBaHbI, BbIXOAHbIE
[aHHble NpoBepeHbl Ha odurLanbHOM canTe.

Cnncku nuTepaTtypbl NPUBOAATCA TONbKO Ha aHMWN-
CKOM A3blKe, 6e3 TpaHcnuTepauuu. Mocne onucaHna pyc-
CKOA3bIYHOTrO UCTOYHMKA B KOHLE CCbINIKM CTaBUTCA YKa3a-
Huie Ha A3bIK paboTbl: (In Russian).

[na TpaHcauTepauun UMeH 1 Gamnnnin aBTOpoB B
PYCCKOA3bIYHBIX MCTOYHMKAX, Ha3BaHUI ypPHaIOB crefy-
eT ncnonb3oBaTh cTaHZapT BSI.

Pepakums >XypHana BefeT nepenmncky C OTBETCTBEH-
HbIM (KOHTaKTHbIM) aBTOPOM.
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