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OIEHKA 3®®EKTUBHOCTH NPEHATAJ/IbHOW TUATHOCTUKH
INTATOJIOT'UM IIVIOJA U ITIOUCK BO3MOKHbIX ITIPEAUKTOPOB
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ApyTioHsaH M. M.
HayuHbili pykoBOAUTEb: [. M. H., Tpodeccop Jyaapena 0. A.

Kadenpa akyuepcrBa v ruHekos10ruu ¢ kKypcom 110

[Ipobema 8bls18.1eHUS1 namo/io2uu njioda ocmaemcst akmyaJ/ibHol U 8 Hacmosiujee
8peMsl, HeCMOmpsl Ha Cywecmayouue 803MOXCHOCMU NPEeHAMA1bHOU MeJUYUHbI,
HOpMamueHble 00KYyMeHMbl, yacmoma 0opodosoll duazHOCMuKU npu paHHeMm
NpeHama/abHOM CKpUHUH2e Haubosiee pacnpoCMpPAaHEeHHbIX XPOMOCOMHbIX
namosozauti cocmasasiem 12-60%. lleavlo uccnedogaHusi 516/151emcsi OYeHKa
agpekmusHOCmMuU npeHama/1bHoU dUua2HOCMUKU Namo/102uu N/00d U 8blsi8/1€HUE
803MONCHbIX NPEJUKIMOpPO8.

B uccnedosanue sownu 121 mceHwuHa. U3 Hux, ocHosHyto epynny (1 epynna)
cocmasuau nNayueHmMKU C 8bl18/1eHHOU XPOMOCOMHOU namosozuell n.a0daq,
8PONCOEHHbIMU AHOMAAUAMU pa3zeumusi, npuvem 6 ecpynny 1A eowau 29 xeHujuH
C U30/UPOBAHHOU XPOMOCOMHOU namosozuell naoda (mpucomusa 21, 18, 13);
epynny 1B cocmasuau 14 6GepemeHHbIX C CcoYyemaHHoOU namosozuell
(XpOMOCOMHBIMU NAMOA02USAMU NA00A U BPOHCOEHHbIMU NOPOKAMU pa38UMuUs
nsoda), 80 emopyio epynny (cpasHeHusl) 80WU HeHWUHbl (48) ¢ 8poxicdeHHbIMU
nopokamu pa3gumus n1oda, mpembusi 2pynna s18/1€mcsi KOHMpOoJAbHOU 2pynnotl, 8
Hee sowu 30 300p08bIX 6EPEMEHHDBIX.

Cpedu ¢akmopoe pucka OPBHU 6 1 mpumecmpe 6epeMeHHOCMU Yauje 8cez20
8bls18/1EHA 8 OCHOBHOU 2pynhe, N0 CPAsHeHUr ¢ 2pynnoll cpasHeHus. Pacuem
UHOUBUAYA/IbHO20 PUCKA C NOMOWbI0 Npocpammbl «Astraia», Komopbwlii 8 6o1bwell
cmeneHu  ompaxcaem — OJaHHble — 6UOXUMUYECKO20  CKPUHUH2d, NOKasas
agpgpekmusHocmb OaHHOU NPO2paMMbl, 8 601bulell cmeneHu 015 U30AUPOBAHHOU

XIII1. Y nepebix d8yx epynn 8bl18/1€HO 3HAYUMEAbHOE YyMoJujeHuUe 80POMHUKOB8020
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npocmpaHcmaea, npudem JdaHHbIU NoKazamesb Npakmu4ecku 8 2 pa3a npesviuuai
HOPMA/IbHblE NOKA3AMEAU Y HCEHUWUH C 8blsI8/IEHHOU COYemaHHol namoJioz2uell, 8
omJiu4ue om nayueHmok ¢ u3oauposaHHou XIIII.

Takum 0bpa3om, 04eHb BAHCHBIM S8/151eMCcsl He MO/IbKO dUA2HOCMUKA NAamo.J102uu
nsoda, a 8 boavulell cmeneHu Heo6xodumbl npodusakmuveckue mepbul, npexcoe
8cez20 HA amane npez2pasudapHol N0020MOBKLU.

Kawuesvle cao0ea: xpomocomHas hamoJioz2usi njaoda, NpPeHamaJabHas

duazHoCMUuKa, Yy 1bmpas3syKosvle MapKepbil.

BBeneHue

[Ipo6sieMa BbIIBJIEHUS NATOJIOTUM IJIOAA OCTAeTCAd AaKTyaJlbHOW U B
HacTosllee BpeMs, HeCMOTPA Ha Cyl|eCTBYIOLMe BO3MOXXHOCTU NpeHaTa/lbHOU
Me/JIMIIMHbI, HOPMAaTHUBHbIE JOKYMEHTHI, Y4aCTOTA AOPOAOBOU AUATrHOCTHUKHU MPHU
paHHeM  [peHaTaJlbHOM  CKPUHMHIe  HauWboJiee  pacHpoOCTPaHEHHbIX
XPOMOCOMHBIX MaToJ0TUM cocTaBiaseT 12-60 % [1]. BopoueM, Tak ke Kak U
BPOX/IeHHble NOPOKHU PA3BUTHSA, NPAKTHYECKH €XEeroJHO 3aHUMalT BTOpOe
MECTO B CTPYKType MJaJeH4YeCcKou cMepTHOCTU [2]. Ha cerogHAlIHUN [eHb
M3BECTHO, YTO 3 PEeKTUBHOCTb MpeHaTaJbHOU AuarHOCTUKU XIIII Bo MHOrom
3aBUCHUT OT IIPUBEPKEHHOCTHU XKEHIIWH K PaHHEN [I0OCTAHOBKeE Ha AMCIIaHCEPHbIX
y4eT, 00C/IeJOBAaHUIO, OT COOJIIOIEHUS] CPOKOB U perjaMeHTa CKPUHUHIOBBIX
MCCJIeJIOBAaHUN, KaK YJbTPAa3ByKOBOrO, TaK W OWOXMMHYECKOrO, OT
BO3MOXXHOCTEU UCI0JIb30BAaHUSI HEMHBA3MBHOI'O TECTA, NPAaBUJIbHOCTU BbIOOPA
NOKa3aHUW K MHBa3WBHBIM MeTozaM [3].

MaTtepuasibl 1 METOAbI

Ha 6aze KI'BY3 «AnTalickuili KpaeBOW KJMHUYECKUW IepUHATaJbHBIN
ueHTp» (r. bapnayua) B 2022-2023 roay npoBe/ieHO IoNepevyHO€e aHAJTUTUYECKOE
WCCJIeJOBaHMeE, B KOTOpoe BOoLIM 121 xKeHjuHa.

M3 Hux ocHOBHy1O rpynny (1 rpymnmna) cocTaBWJ/IM NALUEHTKH C BbISIBJIEHHOU
XpPOMOCOMHOM MAaTOJIOTUEN IJIOLA, BPOXKAEHHBIMU aHOMAJIMSAMMU Pa3BUTHS,
npudyeM B rpynny 1A Bouwiu 29 KeHUMH C W30JIMPOBAaHHOW XPOMOCOMHOH

natosiorued miaoaa (tpucomus 21, 18, 13); rpynny 1B cocraBuau 14
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OepeMeHHBIX C COUETAaHHOM MaToJIOTUer (XpOMOCOMHBIMHU NATOJIOTUSAMU 104
Y BPOXK/IEHHbIMM [TOPOKAaMU Pa3BUTHUS IJ10/1a); BO BTOPYIO — TPYINIy CPaBHEHUS
— BOLLJIY XeHIUUHBI (48) c BpoKJeHHbIMU MOPOKAMU pa3BUTUSA IJIOJA; TPEThA
rpynna fBJseTcd KOHTPOJbHOW rpynnod, B Hee Bouuid 30 370pOBBIX
b6epeMeHHbIX.

KpuTepuu BK/ItOUEHUA: OAHOIJIOAHASA OEPEMEHHOCTD, OTCYTCTBUE TSKEJIOU
9KCTpareHUTaJbHOW MaTOJIOTUH.

KpuTepuu nckI04eHHUA: MHOTOIJIOZIUE, OTKA3 OT 00C/1e;0BaHHUS.

B mnepBoit noprpynmne (1A) HauboJsiee 4acTo BbISIBJSIEMOW OKa3aJach
Tpucomusa 21 (cunapom JlayHa). YactoTa B JaHHOU noarpymne coctaBusa 70%
13 Bcex BbIsiBJeHHbIX XII. Bo BTOpoi#l moarpynne ocHoBHOU rpynnbl (1B) yaie
BbisiBJieHa Tpucomus 18 (Cunapom daBap/ca).

B rpymnne cpaBHeHHs, CpefUd >KEHILUH C HU30JUPOBAHHBIMU MNOPOKAMHU
pa3BUTHSA, TIOPOKHU cep/La coCTaBUIU 27 %, nasiee 1o 4acToTe NOPOKHA HEPBHOU
Tpyoku - 14,6%, MHOXKeCTBEHHblE BPOXAEHHBbIE MOPOKM Pa3BUTHUA IJIoJA -
12,5%, nopoky MOYeBbIJIENUTENbHONU cUcTeMbI - 12,5%, JinulleBOro cKejieTa -
4,1%.

/i1 paboThbl UCNOJIb30BAJUCh JIaHHbIE OTYETOB MeEAUKO-T€HETHUYEeCKOTO
KOHCYJIbTUPOBaHUS, CBeJEHUS U3 MEeAULMHCKON [JOKYMEeHTal U, TaKue
MOKa3aTeJsy, KaK pe3yJibTaTbl IEPBOTO0 CKPUHUHIA, OLlEHKAa WHAWMBU/YAJTbHOTO
pHCKa B paMKax aBTOMaTU3WPOBAaHHOW NporpaMmbl «Astraia», pe3yJsbTaTbl
MHBAa3MBHOW TMpeHaTaJbHOM [JMAarHOCTUKK (OMONCUS BOPCUH XOPUOHA,
KopAoueHTe3). [l aHa/iM3a KayeCTBEHHBbIX I[OKasaTeJsled MCIOJIb30BaloCh
abCoJIIOTHOE YHUCJI0 W JI0JI1 3TUX 3HAYEeHUH, AJid CPaBHEHUS KadeCTBEHHbIX
NoKasaTeJied HCIO0JIb30Ba/IMCh TaOJIUIbl CONPSPKEHHOCTU 2X2 (KpUTEpUH
dumepa unu Xu-kBajgpaT (x2)c mompaBkoii HeifTca Ha HempepLIBHOCTD).
CrtatucTuyeckas o00pabOTKa JaHHBIX NPOBOJAMJACH C HCIOJIb30BAaHUEM
KOMIIbIOTEePHbIX NporpaMMm Microsoft office (Word 2007, Excel 2007), naket

npukaagHbix nporpaMm STATISTICA 7.0 (StatSoft Inc., USA).
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Pe3ysibTaThl M 06CYXAEeHUE

CorJyiacHO aHa/IM3y MOJIYYEHHbIX Pe3yJIbTAaTOB, BbINOJIHEHA JUHAMHUYECKaAs
OlleHKa npoBeJeHUsd U 3PPEeKTUBHOCTU NpPEHATAJbHOW JAUArHOCTUKUA B
AntTanckom Kpae 3a 9 Jsier.

IPPEeKTUBHOCTD OCYLLeCTBJIEHHUSA VHBAa3UBHOU JIUaTHOCTHUKHU
omnpefesisieTCs OTHOLUIEHHWEM INPOBeJleHHbIX MPOLEeAyp K CAy4dasM BbISBJIEHHUS
natosoruu. Hcxonsd wu3 NOJydYeHHBIX [JAHHBIX, MOXHO BBIJEJUTh [HUK
BBISIBJIIEMOCTH, KOTOpbIKM mnpuiesnca Ha 2015-2016 roxa (15-16%). Ilocnae
npowu3soines Hebosbmon cnag Ao 12,6% B 2018 roay, k 2022 roay 3ameTeH
npupoct a0 14,8%.

[IpoBeeHHBIN aHa/IM3 MOKa3aJj, YTO y BCEX >XEHIL[UH reHeaJloTuyecKuiu
aHaMHe3 He OTATOLIEeH.

OueHka aKylIepCKO-TUHEKOJIOTUYECKOTO0 aHaMHe3a I0Kasaja, 4To
»keHILUHBI C BbIsABJIeHHOU XIIII, ¢ coueTanubiMu XIIII ¢ BIIP, usosimpoBaHHbIMU
BIIP, a Takxe B KOHTPOJIbHOW Trpynmne B OOJbIIEW CTENeHU SABJSITCH
NOBTOPHOPOAALIMMU. BoJsibllle Bcero nepBOpPOAAIIUMX B TIpyIlle CpaBHEHUS
(keHwmHbl c codetaHHbiMu XIIII ¢ BIIP) - 37,5% (p>0,05). CorsnacHo
NOJIyYEHHbIM JAaHHBIM, y XeHIUH C BbisiBjaeHHOU XIIII Bce GepeMeHHOCTH
HacTynuau camoctosaTesbHo (100%), Takke, Kak B Tpylne COYETAaHHOH
natosioruv (1B) u B KoHTpoJsibHOHM rpynmne, a B rpynne ¢ BIIP y 6,25% -
6epemeHHOCTb B pe3yJsbTaTe BPT (p>0,05).

Bo Bcex cpaBHMBaeMbIX rpylnax B aHaMHe3e OOJIbLIMHCTBA MAalLlMEHTOK
6epeMeHHOCTHU 3aKOHYUJIUCh CPOYHBIMM poAaMu. B rpynne 1A c BbIsIBJeHHOHN
XIIIT B aHaMHe3e cpouHble poAbl B 68,3%, MeAULUHCKUN (apTUdULHATBHBIN)
abopt B 23,8 % 1 B 7,9% ciiy4yaeB - caMONIPOU3BOJIbHBIN BbIKU/AbILL. B 1B rpynne,
rae XIII coueranack c BIIP, 57,5% 6GepeMeHHOCTel B aHaMHe3€ 3aKOHUYUJIUCH
CPOYHBIMHU POJAaMH, MeJUIIUHCKUM (apTUULIMaIbHbINI) a60pT - 29,8%), B rpynne
cpaBHeHUs (BTopad rpynna) — 57,9%, MmeauMHCKU N (apTUHIIMaTbHBIN) ab60pT
- 25%, B KOHTPOJILHOU I'pyIIe —CpouHble PoJibl (56%), MeAUITUHCKHE a0OPTHI —
38,2% (p>0,05). Haubosibiiee YMUCIO CaMONPOU3BOJIbHBIX BBIKUABILIEN U

Hepa3BUBAIOIMXCS OepeMEHHOCTEN BbISIBJIEHO B rpyIne cpaBHeHud (16,2%). B
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nepBOM M BTOpPOM NOATrpynmnax OCHOBHOM rpynnbl - 7,9% wu 10,6%
COOTBETCTBEHHO. HavMeHblllee 4YUCJI0 CaMONPOU3BOJIBHBIX BbIKUJbIIIEA U
Hepa3BUBAOIIUXCA OepeMeHHOCTEM 3aperuCTpUpOBaHO y KEHINUH U3
KOHTpoJIbHOU rpynisbl (5,8%). Takxe B rpyniie couetanHou XIII1 v BIIP v rpynne
CpaBHeHHUs1 ObLIM NpexaeBpeMeHHble poabl (2,1% u 1,5% COOTBETCTBEHHO;
p<0,05).

B nanbHelieM npoBejeHa olleHKa MHGOPMATHBHOCTHM HEUHBA3UBHBIX
METOZI0B 00C/ej0BaHUA, TaKUX KakK YJbTPa3ByKOBOe MUCCJIeJJ0BaHUE,
pe3yJibTaThl UCCAeN0BaHUSI OMOXMMUYECKUX MapKepoB (acCOIMMPOBAHHBIN C
6epeMeHHOCTbIO NpoTernH-A miasmbl (PAPP-A) u cBo60oHasA - cy6obeguHHUIIA
XOPUOHUYECKOTO TOHAAOTpONMUHA 4esioBeka ([B-XI'Y)); panee mnpoBoAuJCs
pacyeT MHAMBUAYAJbHOI0 pUCKA Ha TpOrpaMMe, pa3pab0TaHHOW OpraHu3anen
«DoHa MeaUIUHBI TI0Ja» — AcTpaiis (Astraia) [4].

CorslacHO CymleCTBYWOIIMM [JaHHBIM, K Y3-MapKepaM XpPOMOCOMHOU
NAaTOJIOTUU IJIOJAA OTHOCATCA TOJIIIMHA BOPOTHHUKOBOTO MNPOCTPAHCTBA,
KPOBOTOK B BEHO3HOM MIPOTOKE, BU3yasu3al sl HOCOBOM KOCTH U Ap. [5].

Ucxopsa W3 pe3ysibTaTOB MEPBOr0 YJIbTPAa3BYKOBOT'O CKPUHUHIA CJEAYET,
YTO Y IePBbIX JIBYX IPYII BbIsIBJIEHO 3HAYHUTEJbHOE YTOJII[eHhe BODOTHUKOBOTO
npocTtpaHcTtBa (2,8+1,1 1 5,4+1,9 MM), npuyeM JlaHHbIN NMOKa3aTeJb B 00JIblIEeH
CTeNeHW, MpPaKTU4YeCKU B 2 pasa, NpeBblllaJ HOPMaJibHble IOKa3aTeau y
KEHIIIMH C BbISIBJIEHHOM COYETAHHOU MAaTOJIOTUEH, B OTJIMYHE OT MALMEHTOK C
nszosaupoBaHHor XIIIT (p=0,001), npu 3ToM B TrpyIlne CpaBHEHHUS JaHHbIU
noKasaTeJib OblJI B Ipejiesiax HOpMbI U cocTaBui 1,8+0,6 MM.

OTcyTcTBHe BH3ya/iM3allid HOCOBOM KocTH, Kak Mapkep XIIII, 6osiee
s¢pdexkTuBeH npu wuzosupoBaHHou XIIII, Tak kak B 37,9% 3TOoT Mapkep
npucytctBoBaJ B rpynne 1B B 21,4% cayyaes (p=0,035), B rpynne cpaBHeHUS —
B 10,4% (p=0,045). JlomosiHMTe/bHbIE MapKepbl B O0O0JIbLIEW CTENEHU
XapaKTepHbl AJis TPYIINbl C cCOYeTaHHOU maToJiorueil. KpoBOTOK B BEHO3HOM

NPOTOKE ObLJI B PAaBHOM Mepe W3MEHEH Yy TPETH KEHLUH OCHOBHOM TpPYIIbI

(p<0,05).
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PacyeT WMHAMBU/AYa/IbHOTO pHUCKA C IMOMOLIBK MOporpamMmMmbl «Astraia»,
KOTOPBIM 3HA4YMTeJbHbIM 00pa3oM OTpakaeT [JaHHble OHUOXMMHUYECKOrO
CKPUHMHT3, NOKa3aJ 3QpPEeKTUBHOCTb 3TOM NPOrpaMMbl B O0JIbLIEN CTENIeHU JJIS
uzosupoBaHHou XIIII (Bbicokui puck y 82,8% xeHIUUH), /sl COYeTaHHOH
NAaTOJIOTUU MU3MEHEHUs OMOXMMHYECKHX NapaMeTpOB He BIIOJHE CleqU(PUIHbI
(BbicOku# puck auiib y 30,8%; p=0,001).

[IpoBeseH NOMCK BOSMOXHBIX IPEIUKTOPOB, Cpeii HUX — Bo3pacT. CpeAHUHA
BO3pAcCT B CpaBHUBAaeMbIX Ipynnax cocrasiseT 35 jeT +/- 1,75 y eHIUH C
nsoaupoBaHHbiMu XIIII, Bo BTOpO# noarpynne - 37 set +/- 1,85 (p>0,05), B
rpyinmne cpaBHeHus - 27 seT +/-2,5 (p<0,05), B koHTposibHOU rpynie - 30 JieT +/-
2,3. Haubosiee crapuieid BO3pacTHOW rIpynnod sBjaseTcda noarpynmna 1B c
COYEeTaHHbBIMA XPOMOCOMHBIMU MaTOJOTUSAMU U BPOXKIEHHBIMU MOPOKaAMHU
mioja. B naHHOW rpynne - 60JbIIMHCTBO >XeHIUUH ctapiue 40 set (42,9%).
Camoii Ke MOJIOJIOW TPYNIION SIBJSETCS TPyMIa KEHILUH C U30JMPOBAaHHBIMHU
BPOXKJIEHHBIMU TOpoKaMH, 58,3% 3TUX KEeHIMH B Bo3pacTe MeHblie 30 JieT
(p<0,05).

Cnenywowmu ¢gaktop pucka - mnepeHeceHHoe OPBU B 1 TpumecTpe
6epeMeHHOCTH, MPAKTUYECKH C OJJMHAKOBOM 4YaCTOTOU BbIsIBJiIeHA B OCHOBHOM
rpynie (39,5%) u rpynne cpaBHeHus (37,5%), 4TO 3HAYMTEJbHO Yallle, YEM B
KOHTpoJibHOU rpynne (16,7%, p<0,05).

3aki14yeHue

HecMoTpss Ha coBpeMeHHble MNOAXO/Jbl K NpPEHATAaJbHOMY CKPUHUHTY,
CYyIlleCTBYIOIIME KJIWMHUYECKHME peKoMeHJAalrH, 3PpeKTUBHOCTb BbISIBJIEHUS
XpPOMOCOMHOHW MATOJIOTUM IJIoJAa 3a NocjaeJHUe roAbl B AJITAMCKOM Kpae
coctaBysieT OKoJ0 15% (cooTHouleHWe npoBefeHHbIx npouenyp WIIJA u
KOJINYECTBO BBISIBJIEHHBIX CJy4daeB XA), 4TO elle pa3 MNOATBEPXKAAET, 4YTO
Heo6X0 UM MOUCK 6oJsiee MHGOPMATUBHBIX MPEJUKTOPOB, HEOOXOAUMO OoJiee
4YeTKO OIpeJle/iiTh HEMHBAa3UBHbIMM METOJ[@MU TPYIINY BbICOKOTO pHUCKA IO
XPOMOCOMHOM MaTOJIOTUM MJI0AA. TaKUM MepCHeKTUBHBIM METO/JOM BO3MOXKHO

sIBJISIeTCS] HEMHBA3UBHBIN TecT onpejenenus petanbHoi JJHK nsoaa, koTophiit
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NO03BOJIUT CHOPMUPOBATH OOJiee Y3KO TPYNIy >KEHLUH, HYXAAIIUXCA B
VHBAa3UBHOM NIPeHaTaJbHOMW JIUAarHOCTHUKE.
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