Matepuanbi pecny6amKaHCKON HayYHO-NPaKTUYeCKOW KOHGePeHLUMI C MeXyHapOoHbIM yyacTuem
300POBbE COBPEMEHHOW MEHLLIMHbI

nauneHToBs cl13: faHHbIN NOKa3aTenb coctasnn 7,4[2,91-9,35] Hr/mn, B noarpynne 1Bc 3PN -
9,01 [6,73-10,9] Hr/mn, B nogrpynne 1C - 13,17 [11,41-21,85] Hr/mn ( >0,05, p,, ,<0,05,
P,5,<0,05, p,,<0,05).

OnpepeneHne CTapTOBOI KOHLEHTpaUUn BuTamrHa D no3BonT 060cHOBATb NaLMeH-
Tam HEOOXOAUMOCTb NMPMEMa AAaHHOIO BUTaMUHA, M36eXaTb nonunparmasunm, nepcoHndu-
LMpoBaTb NperpaBuaapHyo NOArOTOBKY U YCUSINTb MOTUBALMOHHYIO MPUBEPKEHHOCTb K
Tepanuu.
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NOJIMMOPO®N3M rEHOBTEMOCTA3A U AHTMOTEHE3A
Y XEHLWWWH C NPUBbIYHbIM HEBbIHALULMBAHUEM
BEPEMEHHOCTU

BeegeHne. Cpefyi MPUOPUTETHBIX HanpaBieHWn B 34PaBOOXPAHEHNN BblAeNseTcs
OfiHa U3 KNIOYEBbIX NPOGIEM NMPAKTNYECKOrO aKyllepcTBa — HEBbIHALLIMBaHWE GepemeH-
HOCTW. DTa_NpobnemMa NMeeT 3HAUNTENIbHOE MEAULIMHCKOE U COLManbHOe 3HayeHue, no-
CKOJIbKY (OHa BIIVAIET HA MOKasaTeny nepuHaTtanbHo 3aboieBaeMoOCT U CMEPTHOCTH, a
Takke Ha pemnpoayKTUBHOE 300POBbe XeHLWMUH. B ycnosusax cospemeHHoro gemorpadu-
UECKOro Kpu3uca Npobnema HeBbIHALWMBaHKA 6epeMeHHOCTM NprobpeTaeT 0Ccobyo aKkTy-
anbHOCTb. [pMBbIUHOE HEBbIHALLIMBAHWE, KOTOPOE OMPEAENAETCA HANIMUMEM Y KEHLUVHDI
IByX nnv 6onee notepb 6epeMeHHOCTI A0 22 HefeNb, TaKXKe NpeAcTaBnsaeT cobon cepbes-
Hylo npobnemy [1].

CoBpeMeHHOEe pa3BuTVE 3[4PaBOOXPAHEHUA COCPEAOTOUEHO Ha  KoHLUenuuu
4M-MeanLUMHbI, KOTOpas BKOYaEeT NPUHLMMbI NePCOHaNM3auun (y4eT reHeTuueckux, opu-
3UYECKMX U 3KoNormuecknx $GakTopos), Npeaukuun (oLueHKa MHAMBUAYANbHOTO purcKa
3aboneBaHuin), NMPEBEHTUBHOCTM (MpeaoTBpalleHre 3aboneBaHNn 1 ynyulleHne Kaue-
CTBa XM3HW) 1 NAPTUCUNATUBHOCTY (aKTUBHOE yyacTue NaureHTa B NpoLuecce IeYeHus n
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ynpasneHve co6CTBEHHbIM 340POBbEM). BaXKHbIM 371EMEHTOM 3TOW KOHLENLMN ABAAIOTCA
HayKu, Takne Kak reHoMrKa, MeTabonomMunka, TPaHCKPUNTOMIKKA 1 NpoTeomuKa. Moneky-
NIAPHO-TEHETMYECKOE TECTMPOBaHME MO3BOJIAET BbIABAATL MyTauun (Monumopousmsl) B
reHax, cBf3aHHble ¢ prckom 3aboneBaHuii. COBpeMeHHble MONEKyNApHble MeToabl 0be-
CneymBatoT ObICTPOE CO3AaHMe FreHeTNYeCKoro nacnopTa nauneHTa U ero NpYMeHeHue B
PYTVHHON NpaKTuKe Bpaya.

Lienb nccnepoBaHma. V3yunts nonnmMopdr3ambl reHOB CUCTEMbI FemocTasa, aHrvore-
He3a y NaLUVEeHTOB C NPUBbLIYHBIM HEBbIHALLIVMBAHMEM GEPEMEHHOCTU.

Matepuanbl n metogbl. [TpoBefeH reHeTNYeCKMin aHann3 114 KeHWMH € NpuBbIY-
HbIM HeBbIHALIMBaHNEM GepeMeHHOCTUN, HabNIOAABLINXCA B MOMUKINHAKE YYPEXAEHUA
3ApaBoOXpaHeHnA «[POJHEHCKMIA OBMACTHON KNUHUYECKUIA NEepPUHATANbHBIA LEHTP», B
MeANLIMHCKOM LieHTpe «KNMHUKa »KeHCKoro 3aopoBbax». O6cnenoBaHue oCyLeCcTBAANOCh
Ha 3Tane nperpaBuZapHON MOATrOTOBKM MALMEHTOB C MPUBbIYHBIM. HEBbIHALUVBaHUEM
6epemeHHOCTV. MeTogom nonvmepasHon uenHol peakuuu (MYP) 6bino nposefeHo rc-
cflefoBaHue reHOTUNOB 4 reHOB, B TOM YNC/Ie: FTeHOB reMoCTasa, K KOTOPOMY OTHOCATCA:
F2 (G20210A) - reH Il dakTopa cBepTbiBaHUS KpoBU (NpoTpombuH); F5 (G1691A) - reH V
dakTOpa cBepTbIBaHNA KpoBu (MyTauua JlengeHa); F13A1 (Val34Leu) - ren Xl pakTopa
CBepTbIBaHMA KPOBM; reHa cucTembl aHrnoreHesa — PAI-1(4G/5G) — aHTaroHMCTa TKAHEBOFO
aKTMBaToOpa Nia3MMHoreHa.

Pe3ynbraTtbl ccnefoBaHnA. XapaKTepuCTUKI reHeTUYECKX NoMMopdr3MoB Yy na-
LIMEeHTOB C MPMBbIYHbIM HEBbIHALLMBaHEM HEPEMEHHOCTY NpeacTaBeHbl B Tabnvue 1.

Hanbonbliana yactota myTauuii BoiBfieHa AsiA reHa PAl-1 - reHa aHTaroHUCTa TKaHeBo-
ro akTBaTopa NiasMnHoOreHa, NnokasaTesnb, COOTBETCTBYIOLMIA BAPUAHTY HOPMbI, BblIABNEH
y 22 (36,84+4,52%) nauMeHTOB, TOTAa Kak MyTaLuy 3TOro reHa gocturana 63,16+4,52%,
MyTaumm rena F13A1 onpepensanacb B 50,88+4,68%, HaumeHblUee KOMYECTBO MyTa-
LA, KaK B reTepo-, Tak 1 TOMO3UFOTHOM COCTOSIHMU BbISIBJIEHO AJIl reHa NPOTPOMOUMHa —
4,39+1,92%, n myTauum JleinfaeHa — 3,51+1,72%. Tonbko B 1 (0,88+0,87%) cnyyae 6bina Bbi-
ABNeHa TPoMboPNNNA BbICOKOTO pUCKa — AETEPMUHMPOBAHHAA FOMO3MIOTHON MyTaumen
NenpeHa F5.

B natoreHese aKylepcKoW NaTonornv BCEMW MPU3HAETCA POMb «KPUTEPUasibHbIX»
TPoM60GUNIA, K KOTOPbIM OTHOCAT MyTauun dakTopos JlengeHa (F5) n npotpombuHa (F2),
gedvuut ATl ‘aHTudochonunmaHbiini cMHapom [2]. Tem He MeHee y MHOTVX MaLUeHTOB
C NpUBbIYHON (MOTepeli 6epeMeHHOCTI BbIABNAETCA aKTMBaUUA remMoctasa 6e3 «kpute-
pranbHon» Tpomb6odUnNK, YTO, MO MHEHWIO PAJa UCCIefoBaTeNel, CBA3aHO C Hamumem
«HeKpVTepranbHbIx» TPOMOOGUNNIA, KOTOPbIE eLle He HAaKOMUAN HeoOXOAMMbIX [OKa3a-
TENIbCTB, UTOObI CUMTATbCA «KpUTEpManbHbIMU», MonyYeHHble Hamy pe3ynbTaTbl CBUAe-
TENIbCTBYIOT O 3HAYMMOCTU M3YUYEeHUA PacnpoCTPaHEeHNA MyTaLnii FeHOB CUCTEMbI reMOCTa-
33, aHrMoreHesa, Ux BAMAHWA Ha PenpoadyKTUBHbIe NoTepu. na KOPPeKTHOro BblABNEHWA
BENMYMHbI PUCKa cfiedyeT NCMosb30BaTb KOMMIEKCHbIV NOAXOA U OPUEHTMPOBATbCA Ha
NMOVCK KOMOWMHALMIA annenbHbIX BapUaHTOB PUCKa, a TakXe yuuTbiBaTb obliee Konnye-
CTBO FreHeTUYECKMX HapyLIeHWIA, acCOLMMPOBaHHbIX C pa3BUTUEM fJaHHOW naTtonorun. Yem
6onblue NoTeHLMaNbHbIX GaKTOPOB puUcKa byaeT MPOTeCTMPOBaHO, TEM KOPPEKTHee byaeTt
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Ta6nuua 1

PacnpocTpaHeHHOCTb reTepo3nroTHbIX Y FOMO3MIOTHbIX MyTaLMii Yy NaLMeHTOB C NPUBbIYHbIM
HeBblHalIMBaHNEM B 3aBMCUMOCTH OT reHa-dpakTopa.

Yucno obcnegoBaHHbIX, N=114
MNapametp A6contoTHOE P+m %
yncno i
BapuaHT Hopmbl: reHoTUn (G/G) 109 95,61+1,92
F2 —ren Il pakTopa MyTauun B reTepo3nrotHom 5 439%1 92
CBepTbIBaHMA KPOBY coctoAHum (G/A) .\
(npoTpom6MH) MyTaLmm B rOMO3UrOTHOM COCTOAHMM
0 “
(A/A)
BapuaHT Hopmbl: reHoTun (G/G) 110 96,49+1,72
F5-reHV dakTopa MyTaunn B reTepo3nrotHom 3 263+15
CBepTbIBaHMA KPOBY coctoAHum (G/A) e
(myTaumsa JlengeHa)
MyTaummn B roMo3MroTHOM COCTOAHNM 1 0,88+0,87
(A/A)
BapuaHT Hopmbl: reHoTun (Val/Val) 56 49,12+4,68
F13A1 -ren Xl MyTauun B retepo3nrotHom 59 45,61+4,66
dakTopa cBepTbIBaHNA | cocToAHMM (Val/Leu)
KpOBW
MyTaLmm B roMO3UroTHOM COCTOSIHIN 5 5,2642,09
(Leu/Leu)
BapuaHT Hopmbl: reHoTun (5G/5G) 22 36,84+4,52
MyTauum B rereposurotHom
cocToaHun (5G/4G) 42 36,84+4,52
PAI-1 - reH aHTaroHucta | MyTauum BTOMO3UFOTHOM COCTOAHUN 30 26324412
TKaHeBoro akTusatopa | (4G/4G) T
nnasmunHoreHa MyTauum B.retepo3nurotHom 6 40354459
cocToaHuu (I/D) e
MyTaLmm B roMO3UroTHOM COCTOAIHIN 16 14.04+3 25
(D/D) e

onpepeneHa reHeTMyeckaa NPeApacrnoNioKeHHOCTb K HEBbIHALLIMBaHUIO HGepemMeHHOCTU.
Takaa [JHK gnarHocTtrKa, SsBNAETCA OAHUM 13 HEOOXOANMbIX KOMNOHEHTOB 4[1-meaunumHb
B T€PaNUU MaUMeHTOB C MPUBbIYHbIM HEBbIHaLWMBaHNeM 6epemeHHOCTU. BbiaBneHne Bbl-
COKOFO reHeTNYeCKoro pucka notepu 6epeMeHHOCT! MO3BONUT Bpayam Ha3HauyaTb CO-
OTBETCTBYIOLLYIO Tepanuio Afif COXpaHeHNA 6epeMeHHOCTH, YTO UMEET OFPOMHOE U CO-
LManbHoe, 1 SKOHOMUYECKOEe 3HAYEHUE, a TaKXKe MO3BONUT YNyYlUUTb feMorpadpruyeckyto
CUTYyauuIo B HalLeln CTpaHe.

BbiBoAbl. Y NaLMeHTOB C NPYBbIYHLIM HEBbIHALLIMBAHNEM 6epPeMEeHHOCTM BbIABMIEHbI
nonumopdr3ambl reHoB remocTasa: F2 (G20210A) - B 4,39+1,92% cnyuasx, F5 (G1691A) - B
3,51+1,72%, F13A1 (Val34Leu) - B 50,88+4,68%; reHa cuctemMbl aHrmoreHesa B 63,16+4,52%,
B 0,88+0,87% cnyyaeB 6bina BbiABIEHa TPOMOODUNA BBICOKOTO priCKa — rOMO3MIOTHaA

MyTauwua JlengeHa F5.
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YPOBEHb APOMATUYECKUX AMUHOKUCNOT
Y BEPEMEHHbIX C UHOEKLUEN COVID-19

BBepeHue. MaHaemusa oduumanbHO 3aKoHUMNACh, Takoe pelleHve 6bin10 NPUHATO
BCEMMPHOWN opraHu3aummn 3gpaBooxpaHenuns (BO3).5 mas 2023 r. 3a Tpu roga KOpoHaBu-
pYycC YHec u3Hu 6onee 20 MnH yenosek [1]. OgHako,Hao He 3abbiBaTb, UTO YenoBeye-
cT1B0O B XXI B. y>Ke cTankuanach € 2 sSnuaemMmuamu, BbiI3BaHHbIMY HOBbIMY KOPOHaBMpycamu,
npaega meHee onacHbimu. KopoHaeupyc SARS-CoV, BnepBble 06Hapy»KeHHbIl B 2002 T. B
KUTacKon npoBuHUMK NyaHayH, npuBen k SnuaeMun 3aboneBaHnsa, Ha3BaHHOTO «TAXe-
JIbIM OCTPbIM pecnnpaTopHbIM cMHAPOMOM» (Severe Acute Respiratory Syndrome, SARS).
Bo Bpemsa 310l BCMbIWwKKM 66110 NoATBEPKAeHO 8422 cnyyaa nHoekuun, n3 Hux 916 — co
CMepTeNibHbIM NCX0AOM (neTafibHocTb — 10%). B 2012 r. B CayaoBckon Apasuu BriepBble
6b1n BbisiBNIeH kKopoHaBupyc MERS-Cov 6nKHEBOCTOUHOIO PeCnMpPaTopHOro CHApPOMa
(Middle East respiratory syndrome, MERS). Bcero B xoge anuagemun noarsepaunu 1401
cnyyvain undekuymmn MERS-CoV, 13 HUX 543 — co cMepTenbHbIM NCXOAOM (leTanbHOCTb 39%)
[2, 3]. Bupycbl MyTUpPYIOT 11 YeNTOBEUYECTBO MOXET CTONIKHYTbCA C HOBbIMY MHdEKUMAMM, C
HOBbIMM BbI30BaMW MUKPOBGHOIro MUpa, MO3TOMY M3yuyeHne ocobeHHocTe MmeTabonoMHo-
ro npodunsa.y »eHwnH ¢ nipekumen COVID-19 ocTtaetca akTyanbHbiM. MaeHTdMKaLma
HOBbBIX STAbOPaTOPHBIX MAaPaMETPOB TECHO CBAI3aHA C MOHMMAaHVEM BUPYCHOTO NaToreHesa,
aTakXKe MmexaHn3ma NoBpeXAeHMWA KIIETOK U OPraHoOB B YC/IOBUAX HOBON KOPOHAaBMPYCHOW
HbEKLMN. MHOroUnCIeHHbIMU NCCNeaoBaHNAMM ObINO NOKa3aHo, UTO KOHLEHTpauus
CBOGOAHBIX aMUHOKMCIIOT 1 X NPOW3BOAHbLIX B GU3MONOTMUECKUX XKUOKOCTAX U TKaHAX
ABNAETCA CBOEOOPA3HbIM MHTErPanbHbIM MOKa3aTeNleM FOMEOCTas3a, XapaKTepur3yHoLero
0bMeH BelecTB, a 3aKOHOMEPHOCTM GOPMUPOBAHUA aMUHOKMNCIOTHOrO ¢oHAa B opra-
HM3Me 06BEKTUBHO OTPAXaloT COCToAHME MeTabonmuyeckoro 6anaHca [4]. ApomaTtnyeckne
aMUHOKKCNOThl — TpunTodaH (Trp), beHunanaHuH (Phe) n Tmpo3uH (Tyr) — reTepodyHKUmO-
HanbHble COeAVHEHWSA, MONIEKYbl KOTOPbIX COAEPXKaT OfHY UM HECKONBbKO aMMHO- 1 Kap-
GOKCUIIbHBIX FPYMM, CBA3aHHbIX C 6€H30/1bHBIM KONbLOM. [lJaHHble aMUHOKMUCIOTbI BaXHbl
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