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AnHoTanus. Llenp nccnenoBaHus: OMCK HOBBIX IPU3HAKOB, ACCOIIMUPOBAHHBIX C BHIIBICHUEM IaTOJIO-
THYECKOT0 KapHOTHIIA IJI0AA.

Opranu3anys UCCIEOBaHUA: 0OBEKTOM HCCICI0OBAHUS TTOCTYKIIN 78 OepeMeHHBIX KEeHIIUH TyIIbCKOH
00J1acTH, MMEBIIUX MOBBIIIEHHBIM PHCK Pa3BUTUSI XPOMOCOMHOMN B IIEPBOM TPUMECTPE OEPEMEHHOCTH U HaOIItO-
JABIINXCA B MEIUKO-TEHETHIECKOM IeHTpe TyIpCKOro obiacTHOro mepuHaTambHOro meHrpa B 2013-2014 rr.
[TapameTpsl 00pa3a >KU3HM HKEHILMH yCTAHOBJICHBI C TIOMOIIBIO0 aHKETHPOBaHMs. JlaHHBIE O COCTOSIHUM 3]10pO-
BbSl, pe3yJIbTaTax MpPeHaTaIbHON AMAarHOCTHKK OBbUIM MOJIyYeHbl METOZOM YIIyOJeHHOro cOopa aHaMHe3a U Bbl-
KOIIMPOBKH U3 IEPBUYHON MEAULIMHCKON JOKYMEHTALUU.

Pesynbrate!l uccnenosanus: Beicokuil puck cunapoma JlayHa no nporpamme Astraia yctanosieH 8,3%
6epeMeHHbIM, cuHapoma [latay — 9,7%, cunnpoma Dasapaca — 47,2% nanuenTkaM. BpoxkaeHHbIE TOPOKH pas-
BUTHS BbIsSIBIICHBI B | Tpumectpe y 9,0% >eHmuH rpynmsl pucka. [laronorus npu KapuoTHIMPOBaHUN OOHAPY-
xeHa y 18,2% 1u1o10B. Y CTaHOBIIEHO, YTO C HOPMAJIBHOCTHIO KAPHOTHUIIA TUI0/IA ACCOLMHUPOBAIIICEH: COOIIOICHNE
JKSHIIMHAMH PeXHMa TPyAa U OTAbIXA, OTCYTCTBHE CKIOHHOCTH EHIINH K IPOCMOTPY TEJIEBU30Pa, yMEPEHHAs
MPEAPACHONOKCHHOCTh JKEHIIMH K Pa3lWYHBIM YBICUCHUSIM W TPHEMY AJIKOTOJb-COAEPIKAIINX HAIUTKOB, a
TaK)Ke BBICOKAsi HHTEHCHBHOCTb UX TPYJIOBOW AeATEIbHOCTH. HeraTuBHbIE acconManuyl BKIIOYAIN IPEUMYIIe-
CTBEHHBIM BKJIaJl BBICOKOTO POCTa KEHIIMH M UX IMACCHBHOCTH B OOpAIlEHUU 33 MEAUIMHCKON MOMOILBIO MPH
BO3HUKHOBEHHH 3a00JI€BAHMUSL.

3axJIoYeHre: BOZHUKHOBEHHE XPOMOCOMHOM NMAaTOJOTHM Y IJIOJAa MOXET MPEeAONpeAessIThCs IOMOJIHU-
TEJILHBIMH MEJIMKO-COLMAIBHBIMKE (DAKTOPaMHU PENPOIYKTUBHO aKTHBHBIX JKEHIIMH (BHICOKMM POCTOM JKEHIIHH,
HecOOIII0ICHUEM JKEHIIIMHAMY PEXXrUMa TPyAa U OTAbIXa, OTCYTCTBHEM MEIMLUHCKOW HAIPaBIEHHOCTH B COXpa-
HEHUH CBOETO 310pOBbs, [TACCHBHBIM 00pa30M >KH3HM), YTO MOKET OBITh MCIIOIB30BAHO Ul YTOYHEHHS IPOTHO-
3MPOBAaHUS M YJNYUIIEHUS Pe3yJIbTaTUBHOCTH MHBAa3WBHOM MpEHATaIbHOW JMAarHOCTUKH XPOMOCOMHOW HaTojIo-
THH TUIOAA, YTO B CBOIO OYEPEb YIYUIINT NPODMIAKTHKY HACIEICTBEHHOH MaTOJIOTHN YeIOBEKa.

KnaioueBble cjoBa: OepeMEHHOCTb, NpEHATAIbHAas IUArHOCTHKA, NMATOJOTHUECKHH KapHOTHI ILIOJA,
(hakTOpHI pHCKA.

RISK FACTORS OF PATHOLOGICAL KARYOTYPE OF THE FETUS
(brief report)

E.I. TOMAREVA, R.D. MELADZE, D.V. EVDOKIMOVA
Tula State University, Lenin av., 92, Tula, 300012, Russia, e-mail: tomareva_k@mail.ru

Abstract. The purpose of the study is the search for new signs associated with the identification of a pa-
thological karyotype of the fetus.

Material and methods: 78 pregnant women, who had an increased risk of chromosomal development in
the first trimester of pregnancy and who were observed in the medical genetic center of the Tula regional peri-
natal center in 2013-2014 in the Tula region, were as the object of this study. The parameters of the lifestyle of
women are established using questionnaires. Data on the state of health, the results of prenatal diagnosis were
obtained by in-depth collection of anamnesis and copying from the primary medical records.

Results: The high risk of the Down syndrome was calculated in 8,3% pregnant, Patau syndrome — 9,7%,
Edvard syndrome — 47,2% patients. The abnormal fetus development in the 1 trimester was revealed in 9,0%
women of the risk group. Pathology in karyotyping was found in 18.2% of the fetuses. It was found that the
normalcy of the fetal karyotype was associated with: observance of the regime of work and rest by women, the
lack of inclination of women to watch TV, the moderate predisposition of women to various hobbies and intake
of alcohol-containing beverages, and the high intensity of their labor activity. Negative associations included the
predominant contribution of women's high growth and their inactivity in seeking medical help when a disease
occurs.

Conclusion: The emergence of chromosomal pathology in the fetus may be predetermined by additional
medical and social factors of reproductively active women (high growth of women, non-observance of the re-
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gime of work and rest by women, lack of medical orientation in maintaining their health, passive way of life).
This can be used to clarify the prognosis and effectiveness of invasive prenatal diagnosis of chromosomal pa-
thology of the fetus to improve the prevention of hereditary human pathology.

Key words: pregnancy, prenatal diagnostics, pathological karyotype of the fetus, risk factors.

NuBa3uBHas IpeHaTajlbHasA AWMArHoCTHKa CpCar KCHUIMH I'PYIIILI BBICOKOI'O pHCKa XpOMOCOMHOﬁ maTo-
JIOTUM T1J10Jia, KaK IMpaBUJIO, NPEAYyCMAaTpHUBACT IMPOBEACHUEC CTAHAAPTHOTO HUTOTCHETUYCCKOTO HMCCICOOBAHUA
TUIOJTHOTO MaTtepHuaja (XOpHoHa, aMHHOTHYECKUX BOJI, ITYITOBUHHOW KPOBH) M BBIMOJIHACTCS MIOCIIE BHIYMCICHUS
WHJIMBHYaJIbHOTO PUCKa Ha HamboJiee YacThle XpOMOCOMHBIE CHHAPOMBI [8]. JlaHHBIE [UIsl pacuyera pucka Xpo-
MOCOMHOH NaTOJIOTHH IUIOJa B OCHOBHOM 0a3upyrOTCsl Ha pe3yJbTaTax yJIbTPa3ByYKOBOI'O HMCCIIEOBaHUS (TOJI-
IIMHE BOPOTHHWKOBOTO INPOCTPAHCTBA, HAIWYMHU-THIIOIUIA3UN HOCOBOM KOCTH, 4acTOTE CepALEOMEeHHMs IUIona),
MaTEpPUHCKOTO CHIBOPOTOUHOTO cKpuHHUHTAa Ha PAPP-A, b-HCG 1 HEKOTOPBIX JOMOTHUTEIBHBIX Mapamerpax [2,
4, 6]. UnpnBuayann3amnus prcka XpOMOCOMHBIX CHHIPOMOB B Ka)XI0M KOHKPETHOM CiIydae OyaeT 3aBUCETh He
TOJBKO OT BEJIMYMHBI PACUETHBIX IOKa3aTesieil M MX B3aMMOOTHOIIEHMS, HO M OT aJ€KBaTHOCTH OXBaTa IpO-
CTpPAHCTBA Pe3yIbTaTHBHBIX MapKEePHBIX PU3HAKOB [7, 19].

Cy1ecTBYIOIINE HCCIIEIOBaHMs B 001aCTH NOBBIIEHHS 3(PEKTUBHOCTH NPEHATAIBHON AUArHOCTHKHU OC-
BEILAIOT B OOJIBIIMHCTBE CIIy4aeB HEKOTOPBIE acleKThl 3TOH MpobieMbl. BMecTe ¢ TeM OOHapy)KeHUE HOBBIX
MapKEpOB XpOMOCOMHLIX CUHAPOMOB IL10Aa ITpU 6epeMeHHOCTI/l MOXKCT YJIYUIIHUTH MMPOTHO3UPOBAHUE U PE3YJIb-
TATUBHOCTh MHBA3UBHON MpPEHATAIbHON JUArHOCTUKY XPOMOCOMHOM maroyioruu mioza [3, 9-18, 23].

Ileap mcciaeroBaHus — IMOMCK HOBBIX NMPH3HAKOB, aCCOIMHUPOBAHHBIX C BBISIBICHUEM IATOJIOTHYECKOTO
KapHOTHIIA TUIOAA.

Marepuanbsl 1 MeTOAbI HccaenoBaHuA. OOBEKTOM HCCIEIOBAHMS MOCITY)XWIN 78 OepeMEHHBIX XKEH-
muH Tynbckoil 001acTH, IMEBIINX MOBBIIICHHBIN PHCK Pa3BUTHSI XPOMOCOMHOHN MAaTOJIOTUH B IIEPBOM TPHUMECT-
pe 6epemernHoctH (peBrimaromero 1:100 Ha cpoke 11-14 Henmens GepeMeHHOCTH) U HaOMIOAaBIIUXCS B Memu-
ko-reHetnyeckoM rearpe TOIIL B 2013-2014 rr. Ilapamerps oOpa3a KU3HH yCTAaHOBJICHBI C TOMOIIBIO aHKE-
tupoBanus [1, 11]. AHkera BKIIOYaia pa3ivyHbIE ACTIEKTHI MPOPECCHOHATBHON NEATEILHOCTH, OTHOIIECHUH B
CeMbe, OTIbIXa, MEJULMHCKOM aKTHBHOCTH, BPEIHBIX IIPUBBIYEK o0cienxyembIx. ViHdopManus o cCocTOSHUH 310-
POBbA NpeAyCcMaTpuBaia CTAaHAAPTHBIC MCIUKO-COUAJTIbHBIC TapaMETPhbI, JaHHbIC 06 OTACIBbHBIX MEPEHECCCHHBIX
3a00JIeBaHMSIX 10 HACTYIUIEHHS M BO BpeMs HacTosuleld OepeMEeHHOCTH, UCXO/IHbIE JIaHHBIE M PE3yJIbTaThl Ipe-
HaTaJILHON JMAarHOCTUKH, KOTOPbIE OBUTH IMOJYy4eHb METOJOM YIIIyOJeHHOro cOOpa aHaMHEe3a M BBIKOIIMPOBKH
U3 TIEPBUYHOM MEIMIIMHCKON TOKYMEHTalMK TyIbCKOro 00JIaCTHOTO IepHHAaTAIBHOTO 1IeHTpa [5, 20-22]. AHke-
THUPOBaHKE U BHIKOITMPOBKA JAHHBIX MIPOBOAWINCH 11OCIIE MOIIUCAHNUS TTAllEHTKaMH1 100pOBOJIEHOTO HH(OPMH-
POBaHHOTO COTJIACcHS Ha yYacTHE B HAYYHOM HccienoBaHuu. CtaTiucTiueckas 00paboTKa pe3ysibTaToB UCCIIEN0-
BaHMS BKJIIOYasa BBIYUCICHHE a0COMIOTHBIX, OTHOCHTENBHBIX M CPETHUX BEJIMYUH, CTAHJAPTHON OIIMOKHU, KOp-
PEISIIMOHHBIN M KJIACTEPHBIN aHalM3, METOJ IJIaBHBIX KOMIIOHEHT C HCIIOJIb30BAaHHWEM IAKETOB MPUKIAIHBIX
CTaTUCTHYECKHUX IporpammM «Statgraphics 3.0» u «Stastistica 6.0».

Pe3yabTaThl M UX 00cy:xkIeHHe. Bo3pacT jKEHIIMH TPYMIbl BEICOKOTO PUCKA XPOMOCOMHOMN ITaTOJIOTHH
IUI0/1a B OCHOBHOM IpHHAAJIeKaN K uHTepBaity ot 35 mo 40 et (39,7%), B MenbIe crenenu — ot 25 1o 30 ger
(24,4%) n ot 30 1o 35 ner (16,7%). Y nenpHbIN Bec )KEHIIMH CTaplie COpOKa JIeT paBHsuics 7,7%, a MeHee 25 jieT
—1,5% cnyudaeB. Cpeanuii Bo3pact o0cieyeMbIx coctaBui 33,74+0,66 ner.

[TpoxuBaHue B yCIOBHSX Tropoja ykaszaiu 65,4% oOcnenyembix, palllleHTpa MM TOCeIKa TOpPOACKOro
tuna — 29,5%, cena — 5,1% Oepemennsix. [IpucyTcTBre BhICIIEro 00pa30BaHUs YCTAHOBJIEHO y KaXKAOH BTOPOH
pecrionaenTku (50,0%), Torna Kak ypoBeHb CpeHEe-CIICIIHAILHOIO U CPEHE-TEXHMYECKOTro 00pa3oBaHMsl 3ape-
TUCTpHpOBaH y 22,4 u 14,5% OGepeMEeHHBIX COOTBETCTBECHHO. TONBKO 13,2% >KCHIMH OTMETWIIH TS ce0s HaTu-
YK€ 3aKOHYEHHOT'O CPEHETO 00pa30BaHMA.

HawnGomnpmras nHGOpMaTHBHOCTH 00CIEAOBaHUI NIPH ONIPEAEICHIH XPOMOCOMHOM NMATOJIOTHH TUIOJA JI0C-
Turaercs Ha cpoke 11-14 Henenms OepeMeHHOCTH (B HACTOSIIEM HCCICAOBAHMH OONBIIMHCTBO CIIyYaeB JIOKAIH-
30BajIoCch B mpexaenax ¢ 13 mexens mo 13 Henens 6 mHel — 56,8%) ¢ Bepudukanueir cpoka GepeMeHHOCTH O
KOITYMKO-TEMEHHOMY pa3Mepy IIIoAa.

Bricokuii puck (6onee uem 1 oxunmaemslit ciyyaii matoiorun Ha 100 sxeHmuH) cuaapomMa JlayHna mo mpo-
rpamme Astraia ycranosieH 8,3% OepemenHbiM, cuHapoma [latay — 9,7%, cunnpoma Dasapaca — 47,2% naru-
eHTKaM. BposkxaeHHbIe TOPOKH pa3BUTHUS BBIABICHHI B | TpUMeECTpe MOYTH y KaXJoU necaroil skeHmuHbI (9,0%)
rpymnnsl pucka. B pesynbraTe KapnOTHIIMPOBAHUS KEHIIMH JaHHOM IPYIIBI XpOMOCOMHAs IaTOJ0TUsl 0OHapy-
xeHa y 18,2% obcnenyembix. [Ipy 3ToM HEOOXOAMMO OTMETHTH, YTO 0OJIee MOJIOBUHBI KEHIIMH I'PYIIIBI PUCKA
(59,4%) oTkazayuch 1O Pa3IMYHBIM NPUYMHAM OT IIPOBEJCHUS MHBA3WBHOM IPEHATAIILHON AMAarHOCTHKHU MATO-
JIOTHH IO/,

BersiBiIeHa CHIIbHAS MOJOXKUTEIBbHAS KOPPEISMOHHAS B3aUMOCBS3b MEXKIY MAaTOJIOTHYECKUM KapHOTH-
MIOM TITOJIa U MHTEHCUBHOCTHIO TPYIOBOH AesrenpHOCTH keHIuH (#=0,801, p<0,05), HECOOMOACHHEM MU pe-
Kuma Tpyna-otaeixa (r=0,900, p<0,01), Ge3melicTBHEM >KEHIIWH MPH BO3SHUKHOBeHHMH 3aboseBanms (#=0,693,
p<0,05), TMarHoCTUKON 3PO3WH IIEHKH MAaTKH U BPOXICHHBIX MOPOKOB paszButus mioga (mo +=0,756, p<0,05).
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YcTaHOBIIEHA TaKKe CHIBHAs OTPUIATENbHAS KOPPEILIIMOHHAS CBS3b MATONOTHIECKOTO0 KapHOTHIA IUIOAA C
PeryIspHOCTBIO yHoTpebieHus obcnexyemeiMu ankorons (r=-0,756, p<0,05). Bmecte ¢ Tem, onpenenena cpea-
HEH CHJIBI MOJIOKUTETbHAS KOPPEIAINOHHAS B3aHMMOCBS3b MEXIY HAIWYHEM BPOXKACHHBIX MOPOKOB Pa3BHTHS
mwioaa u pocToM depementoit xermuabl (=0,480, p<0,05), Torga Kak 4acToTa CEpACYHBIX COKPAIICHHI ILI0Aa
c11a00 TOJIOXKUTENBHO BO3pacTaeT MpH CKIOHHOCTH JKEHUIMH K mpocMotpy Teneusopa (r=0,245, p<0,05) u
MMEET CPEJHIOI0 BBIPAXCHHOCTb K CHIIKEHHIO IPH HAJMYMU Y HHUX YBJIeueHHH B cBoOomHOe Bpems (r—=-0,302,
p<0,01).

Single Linkage
1-Pearson r
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Puc. [lenaporpamma pe3ysbTaTUBHBIX MEAUKO-COLIMANIBHBIX IPU3HAKOB IPH YCTAHOBJIEHUHU KapHOTHUIIA IJI0/1a
[Ipumevanue: 3 — UHTEHCUBHOCTD TPYAOBOU JAEATEIEHOCTH 00CIEIyEeMbIX, 12 — KOJIMYECTBO YBICUCHUH Y JKEH-
mwH, 17 — coOmoneHne pecnoHACHTaMH PeXKUMa TPYAa U OTAbIXa, 19 — nelcTBHs 00cIeyeMbIX MEIUIIMHCKON
HATIPaBJICHHOCTH IPH BOZHUKHOBEHUH Y HUX 3200JIeBaHUSA, 22 — PETYISIPHOCTD YIIOTPEOICHUS aIKOTOJIA,
37 — CKIIOHHOCTP KCHIIMH K IPOCMOTPY TEIIEBU30pa, 44 — HAIMYHE PO3UH MIEHKHA MAaTKH, 67 — pOCT JKEHIIUHBI,
9 — MaTOJOTMYHOCTh KApHUOTHIIA TIJI0Ja

[Toctpoenne aeHaPOrpaMMBI (PHC.) IPH KJIACTEPHOM aHAJM3€ Pe3yIbTATUBHBIX IPU3HAKOB BBISBIISIET JBE
IPYIIBI KIACTEPOB CO CPEIHHM YpPOBHEM OOBEIMHEHUs: MaTOJOTMYHOCTh KapUOTHIIA TUIOJA M CKIOHHOCTD
JKSHIIUH K MIPOCMOTPY TelieBu3opa (npu ypoBHe o0benuHenus 0,354), HHTCHCUBHOCTh TPYAOBOU JESTEIBHOCTH
o0cietyeMbIX, KOJMYECTBO YBJICUCHHUH y KEHIIMH, COOJII0ACHHE PECIIOHICHTAaMH PeXnUMa Tpylla U OTAbIXa, Jei-
CTBHSI MEIMLIMHCKOM HaNpaBJIeHHOCTH NMPU BO3HUKHOBEHWH Yy HUX 3a00JIEBaHUS, PETYISAPHOCTh YHOTpPEOIeHUS
o0cielyeMbIMH aJIKOTOJIS, HAIM4ne 3PO3MH IeHKu MaTku (npu ypoBHe oObenunenus 0,501) ¢ o0beanHeHnEM
YKa3aHHBIX KJIaCTEPOB IIOCPEICTBOM pocTa OepeMeHHOI xeHIMHbI Ha yposHe 0,781-0,857.

Wzydenne pe3ynbTaTHBHBIX MPU3HAKOB IPHU MTOMOIIX METOJa TTIABHBIX KOMITOHEHT (TalJl.) CBUAETEIBCT-
BYET O TOM, YTO TIepBasi TJIaBHAs KOMIIOHEHTA MpPEACTaBIeHAa HOPMAIbHOCTHIO KAPHOTHIIA TIOA U COONFOICHH-
€M KCHIIMHAMH PeXHMa TPyJa M OTAbIXa, OTCYTCTBHEM CKIIOHHOCTH JKCHIMH K MPOCMOTPY TeleBU30pa MpHU
YMEpPEHHOH MPeapacnoI0KEHHOCTH JKEHIINH K Pa3INYHBIM YBIICYEHUSIM U IPUEMY aJIKOTOJIb-COAEpKAIluX Ha-
MUTKOB. BTopas rmaBHas KOMIOHEHTa BKIIIOYAET MIPEUMYIIECTBEHHBIN BKJIal BEICOKOTO POCTa JKEHIIWH, HX Hac-
CHUBHOCTH TIPH BO3HHWKHOBEHHH 3a00JI€BAHUS B aCCOMHUAIMU C MATOJIOTHYECKUM KapHOTHIIOM Iutofa. Tperses
rJIaBHasi KOMIIOHEHTa OTPayKaeT COYeTaHHe TEHICHIMHU K HOPMaJIbHOCTH KapHOTHIIA IJI0Aa M BBHICOKOW MHTEH-
CHBHOCTH TPYIOBOIl NESTENILHOCTH 00CJIEIyeMbIX, HAIMYUS SPO3UH LICHKH MaTKH, COOJIONEHHMS >KEHIMHAMH
peXuMa TpyZa ¥ OTJbIXa PH CHUKEHHOM KOJIMUECTBE YBICUEHHH Y 00CIeayeMbIX.
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Tabruya

KoMnoHeHTHBII aHAIU3 Pe3yJIbTATHBHBIX METHKO-COIMAIbHBIX NPU3HAKOB
NPHU YCTAHOBJIEHUH KAPpUOTHNA TLI0AA

[IpusHaku 'Kl I'K2 I'K3
3 0,030 | 0,052 | 0,931
12 0,659 | 0,230 | -0,386
17 0,921 | 0,133 | 0,365
19 0,269 | -0,820 | 0,430
22 0,693 | -0,333 | -0,209
37 0,724 | 0,014 | -0.277
44 0,292 | -0,449 | 0,803
67 0,090 | 0,885 | 0,058
82 0,862 | 0,364 | -0.253

Jucnepens” | 3,195 | 1,974 | 2,166
% 0,355 | 0,219 | 0,241

B Ta011. ncnoss30BaHkbI TE K€ 0003HAYEHHSI, YTO M Ha PHC.

Takum 00pa3oM, BOZHNKHOBEHHE XPOMOCOMHOH MATOJIOTHH y IUIO/A MOXKET MPEIONPENEAThCS TOTOI-
HHUTEJIBHBIMA MEINKO-COLMANBHBIME (DAKTOPaMU PENpPOIYKTHBHO AKTHUBHBIX KEHIIMH (BBICOKMM POCTOM JKEH-
IIMH, HECOOMIOJICHUEM KEHIIUHAMH PEXMMa TPYAa U OTIbIXa, OTCYTCTBUEM MEAMIMHCKON HAIpaBIECHHOCTH B
COXPaHEHHWU CBOETO 3/I0POBBsI, TACCUBHBIM 00pa30M JKH3HM), YTO MOXKET OBITh MCIOIB30BAHO Ul yTOUHEHHS
MPOTHO3UPOBAHUSA U YIyYINEHHs PE3yJIbTaTUBHOCTH MHBA3MBHOW ITPEHATAIbHOW AMAarHOCTHKH XPOMOCOMHOM
MaTOJIOTHH IIJI0/1A, a TAKXKE JJIsl yIIydeHUs! TPOQHIAKTUKHI HACIIEICTBEHHOM NaTOJIOTHHU YeJI0BEKa.
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