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OuneHkKa YPOBHHA TOMOIMCTEHHA

YO «I'poaHEHCKHI rocy1apCTBEHHBIN B IIJ1a3Me 6 CEPEMEHHBIX KCHIIIUH

MCZ[I/II_[I/IHCKI/Iﬁ YHUBCPCUTECT>

r.I'poguo

C BPOKJIEHHBIMHU MOPOKAMH
pa3BUTHA NJI0AA

T'omoyucmeun - cepocoodepocanjas amu-
HOKUCNIOmMA, yuacmeylouian 6 cuHmese yucmeu-
Ha, mpancmemunuposanuu /THK, 6enkoe u nu-
nuoos, 6 Ouocunmese HeupPOMPAHCMUNIMEPOE.
Hopmanuvnutit yposeHs 2omMoyucmeuna ¢ niazme
cocmagnsem 5 - 15 mrmonsln. Iosvluenue
YDOGHA 20MOUUCHEUHA MOMNCEHT NPUGOOUmMD K
OCTIOJCHEHUAM OEPEMEHHOCMU U B03HUKHOGe-
HUIO NOPOKOG PA3GUMUS NIOOA.

Yposenv  comouucmeuna onpedenanu
MEmoooM 6bICOKOIPPEeKMuUusHoil HcuoKOCmHoil
xpomamozpaguu. Y 0OepemeHHbIX ZPynNHbL CPAG-
HEHUA GbIAGNECHA YMEPEHHAA 2UNePoMOUuUcmeU-
Hemus, Ymo modxicem Oblmy pe3ynbmamom Heaoe-
KeamHoii npexkonyenmuenoi noozomosku. bepe-
MEHHble JHCEHWUHDBL, Y NI10006 KOMOPYIX 8blAagile-
Hbl 6POICOCHHBIE AHOMATIUU, UMENU OOCHOBEPHO
0onee 6bICOKUIL YPOBEHL 20MOUUCHIEUHA.

Knwouesvle cnoga. zomoyucmeun, nopoku
pazeumus.

BBenenue

Cpenu npyUYHMH TEpUHATAIFHON CMEPTHOCTH
B PecniyOiinke Bemapych BpOXJIEHHBIC MOPOKU
Pa3BUTHS TUI0/Ia YCTOWYHMBO 3aHUMAIOT BEyIIHE
MO3UIUH, TIPOIMYCKas BIEPEA JIMIIL BHYTPUYT-
pOOHBIE MH(PEKIUU M COCTOSHHUS, XapaKTepHBIE
JUTs TiepuHaTajgbHOro mepuoma [6]. Berpeuae-
MOCTb BPOX/IEHHBIX aHOMAJIMH IJI0/1a HE UMEeT
TEHJICHIIMU K cHIDKeHwio. [lomoOHas cutyanus
XapakTepHa He ToibKo i bemapycu, HO u ist
Poccumn [5]. BpokaeHHbIE TTOPOKH Pa3BUTHS SB-
JIAKOTCA OAHOW W3 NPUYMH JIETCKOW MHBAJIIHO-
CTH, yCTyIas TOJIbKO HEBPOJIOTHYECKUM M TICH-
xudeckuM 3abosneBanusim [1]. Ilpu orcyrcTBun

JIETANBHOTO MCX0/a TpeOyeTcs MpoBEnCHUE XU-
PYPrUYecKOro JieYeHHs, peaOMIUTAI[HOHHBIX
MEpONPHUITUI ¥, COOTBETCTBEHHO, CEPhE3HBIX
3aTpar B couuanbHoi cdepe. [loaTomy HE BbI-
3bIBa€T COMHEHHUsSI HEOOXOAUMOCTh CBOCBPEMEH-
HOM M KA4eCTBEHHON JIMarHOCTUKHU IIOPOKOB
pa3BUTHS TUIOJIA.

B mHacrosimee Bpemsi BEAYIIMM METOIOM
NPeHATAIbHOW JIMarHOCTUKU BPOXKICHHBIX I10-
POKOB pa3BUTHS Y IIONA SIBISIETCS YJIbTPa3BY-
KoBoe uccienoBanue. C MOMOIIBIO JAHHOTO Me-
TOIa MOXHO muarHoctuposath jgo 70 - 80%
BPOXKICHHBIX TOPOKOB pa3Butus [3]. Hecmotps
Ha BCE JIOCTOMHCTBA YJIbTPAa3BYKOBOW JHArHO-
CTHKH, €€ BO3MOXXHOCTH OrpaHuyeHbl. TpymHo-
CTH B CBOCBPEMCHHOM MarHOCTHKE BPOXKICH-
HBIX aHOMAJIMH CO3/IAI0T MAJIOBOJHME, BBIPAKEH-
Hasi yrpo3a MpepbiBaHHs OepeMeHHOCTH, 'He-
yoOHOe" JUIsl UCCIIeOBATENS TONOXKEHHUE TLIO0-
na, U30BITOYHAS Macca TeNa y MaUeHTKH, T03-
His MaHUdecTanys BPOXKICHHBIX aHOMAJIHH
(0coOEHHO TOPOKOB Cepjlla U CKENETHBIX JIHC-
U1a3uii). 3HAUYUTENTBHYIO POJIb UIPAOT KauyeCTBO
yJBTPa3BYKOBOM ammapaTypbl U OIBIT HCCIIENO-
Batens [7]. VHBa3uBHBIE mpouenypbl (aMHHO-
IeHTE3, OWOMCHSA BOPCHH XOPHOHA) SBISIOTCS
J0CTaTOYHO 3(PPEKTUBHBIMU H MO3BOJISIOT MPO-
BOJIMTh JIMATHOCTUKY XPOMOCOMHBIX OOJIE3HE.
OmHako Ha MO0 XPOMOCOMHBIX aHOMAaJHi
npuxomutcs 0,5 - 0,7% Bceit BpoxaeHHON Ta-
tojoruu [4], TO3TOMY ¢ SKOHOMHYECKOH TOUKH
3pEeHHUs] HHBa3UBHbIE IPOLIEAYPHI LIeIecoo0pa3Ho
MPOBOIHUTH TOJBKO MPU HAJTMYMU YETKHX KPUTE-
pHEB, YCTAaHABIMBAEMBIX C TIOMOIIBI CKPHHUH-
ra. bBHoXMMHYecKHe METO/bl JAWATHOCTUKU
MPAKTHYECKU HE PacIpOCTPAHEHBI B TIOBCEIHEB-
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HOW JIeSITEIBHOCTH aKylIepOB-THHEKOIOTOB M
TeHETHKOB. VICKiIIOueHHe COCTaBiIAeT JHIIb HC-
clleloBaHUE YPOBHS aibda-heronporenHa s
JMAaTHOCTUKHU OMPENENeHHOr0 Kpyra NaTolorHH.
[IpenaranpHOEe HM3ydeHWE IPYTrUX OWOXHMHYE-
CKMX TOKa3areneld (aKTUBHOCTH (HEpPMEHTOB,
YPOBEHb MATOICHHBIX METa0OJIHMTOB) MPEACTAB-
JISieT ONpPEACICHHBIE CIIOXHOCTU M TPOBOIUTCS
JUIIB TpU 00OCHOBaHHOM MOJO3PEHHWU Ha Ha-
JYWe HACIIEACTBEHHON MATONOTHH.

B mocnennee Bpems B JmTeparype 3Hauu-
TEbHOE BHUMAaHHWE YIENAeTCS POIH TOMOIH-
CTeMHa B BO3HHKHOBEHWHU IOPOKOB DPa3BUTHUS
10/a, a Takke 00CyXKaaeTcs ero ydacTie B Ia-
TOr'eHEe3€ OCIOKHEHHH OepeMeHHOCTH.

lomonmcrenH - cepocoaepkamas aMHUHO-
KHCJIOTa, 3aHMMAloIasi KIIOYeBble MO3HMIMU B
MeTabonu3Me METHOHWHA M IUCTEHHA, B OHO-
CHHTE3¢ TOPMOHOB U HEHPOMOAYISATOPOB, a
TaKkKe B TPAaHCMETHJIMPOBAHWUU OENKOB, JIUIIH-
noB u JIHK. Kpome Toro, roMoIucTent u3mMeHs-
€T aKTUBHOCTH (JEPMEHTOB U y4acTBYET B XUMH-
yeckor Moaudukanuu OenkoB. McTouHMKOM
9TOM aMHUHOKHUCIIOTHI B KIIETKE CIY)KUT METHO-
HUH, KOTOpPBIH TpEeroCTaBiIsieT METHIIBbHYIO
rpymmny s S-ageHosunamernonura (SAM) u
MpeBpalaercst B roMONKUCTENH. B cBoto ouepenp
SAM paccmaTpuBaeTcsi B KauecTBE YHHUBEp-
CalbHOTO JIOHOpa METHJIBHBIX TPYIN Ui MHO-
TOYMCIIEHHBIX MeTHaTpaHcdepas. Mermimpoa-
HUE Hapsily C aleTHIMPOBAHHEM SIBIISIETCS OC-
HOBOW TaKWX TMPOIECCOB, KaK IKCIPECCHs TeHa,
TpaHcysiuusl Oenka, XEMOTAaKCHC, KIeTOYHast
mddepenupoBka, cradbunmzanus JJHK, cunres
dochomunuao u HykienHoBbix kuciot [10]. ¥V
yenmoBeka oOHapyxkeHo okoino 40 SAM-
3aBUCHMBIX MeETWITpaHcdepas, a cam S
a/ICHO3WJIMETHOHUH MPHHUMAET ydacThe Oolee
yem B 100 peakiusix METHJIMPOBAHHMS JIUTIHJIOB,
oenxoB u JIHK [8]. CnencrBuemM rumomerwim-
poBanus JIHK sBnsiercs HecTaOMIIBHOCTH XPO-
MOCOM, 4TO crocoOcTByeT myrareHesy. [loaro-
MY pOJIb TOMOIIMCTEHHA B MATOreHe3e BPOXKICH-
HBIX TOPOKOB PAa3BUTUS MOXET ObITh 3HAYH-
TENbHOW, YUUTBIBASI €r0 TECHYIO CBS3b C OMOXU-
MHUYECKUMH PEaKLHUsIMH, y4acTBYIOIMMH B pea-
JU3AIMY TEHETHYECKOTro Ko/a.

SBnsAAck ISl KIETKH TOKCUYHBIM IPOAYK-
TOM, TOMOIIMCTENH TOABEpraercs IMbo peMeTu-
JHMPOBAHUIO B METHOHMH (Ui 3THX pEaKIHid
HeoO0XOoaUMBI (hoJiMeBasi KUCIIOTa M KOOajlaMuH,
a KIIIOYEBBIMU (PePMEHTAMH SIBJISIFOTCS METHO-
HUHCHHTA3a U METUJICHTETParuapodonaTpeayk-
Taza), Ju00 BOBJEKAETCS B CHHTE3 IMCTCHUHA
(HeOOXOMMMBIM KOPEPMEHTOM CITY)KUT BUTAMUH
B, 2 OCHOBHBIM (pepMEHTOM 3TOW MeTabosnye-
CKOW IEMOYKH BBICTYMAaeT IUCTATHOHUH-P-
cuHTa3a). [Ipr HU3KUX KOHIEHTPAIMIX TOMOIIU-
CTeMHa TpeodSaaloT peakluu pPeMEeTHIIUPOBa-

HUSI, @ IPU BBICOKHX HAOJIOIACTCS CHHTE3 LUC-
TEWHA M AJIUMUHAIMS TOMOLIMCTEHMHA U3 KIICTKU
[10]. TIpu mocTyruieHHH B KPOBH TOMOITHCTEHH
cpasy K€ OKHCISIeTCsl ¢ 00pa30BaHUEM JUCYIIb-
¢bunneix cBszeit. O6mmit romonucrens (tHcy)
TUIa3Mbl COCTOMT W3 okucieHHoi (99%) u Boc-
cranosiiennor (1%) dopm. Oxomo 75 - 80%
001Iero rOMOIMCTENHA HAXOAUTCS B CBSI3AHHOM
¢ OenKaMu TUIa3Mbl COCTOSIHUU. Y POBEHb FOMO-
IICTENHA B TIa3Me B3POCIIOr0 YeIoBeKa Koyed-
aercst ot 5 1o 15 MKMOJIB/11, COCTaBIIsIs B Cpel-
HeM 10 mxmonb/n. [loBbilieHUe cojepKaHUs
TOMOILIMCTEMHA B IUIA3ME TPAKTYeTCs KaK yme-
pennas (16 - 30 mkmons/n), cpennsist (31 - 100
MKMOJIB/JT) ¥ TsKesast, MIIH BhIpakeHHas (boree
100 mMkmonb/i) runepromouuctrernaemus [9).

KoHIeHTpalys TOMOICTeNHA B IUIa3Me 3a-
BUCHT OT TaKuX (paKTOPOB, KaK XapakTep MuTa-
HUSI, TPUEM MEIMKaMEHTOB, BO3pacT, MOJ, r'eHe-
THYECKH OOYCIIOBJICHHBIE MOBPEXKACHUS Qep-
MEHTHBIX CHCTEM, y4acTBYIOIIUX B METa0OJH3-
Me romolucTenHa. Ha npotsbkenun GepeMeHHo-
CTH YpPOBEHb T'OMOIIMCTEMHA MPAKTHYCCKH HE
n3mensiercst [9], a oTMedaeMoe €ro CHMIKEHUE
MOXHO OOBSICHUTH U3MEHEHUSIMH 00beMa IHp-
KyJaupytouieni KpoBH. [loBbllleHHE YpOBHSI TO-
MOIIMCTEHHA TPU OEPEMEHHOCTH MOXKET MPHBO-
JUTh K YBEIUYEHHIO YaCTOThl CIHOHTAHHBIX
abopTOB, 3aJIepIKKE BHYTPUYTPOOHOTO Pa3BUTHUS
TUI0/Ia, THIIEPTEH3UBHBIM PACCTPONCTBAM, TPOM-
OOQHUINYECKIM COCTOSHHSM, HO JUTEpaTypHbIC
JaHHbIe 00 3TOM mpoTuBopeunBsl [2]. Jloka3ana
pOJIb TOMOIIMCTENHA B BO3HUKHOBEHUHU MTOPOKOB
HepBHOW TpyOku (amsHIedanus, spina bifida),
4TO CBsi3bIBaeTCs ¢ Aeururom Qonaros [12].

Llenb paGoThI - OMpEnenTuTh YPOBEHb FOMO-
IICTeHHA B TIa3Me OEPEMEHHBIX C HOPMaJIbHBIM
pa3BUTHEM IUIOJAa U TIPH HAJTMYMU BPOXKICHHBIX
MOPOKOB Pa3BUTHUS ILJIOJIA.

MaTepl/la.ﬂLI " METOAbI

OcHOBHYIO Tpymiy coctaBuin 47 GepeMeH-
HBIX JKCHIIMH, Y KOTOPBIX JHArHOCTUPOBAHBI
BPOK/ICHHBIC TIOPOKK Pa3BUTHs uiofa. B rpym-
Iy CpaBHEHHUs BKIOYECHbI 49 MalMeHTOK, CTaB-
IIMX Ha y4eT 1o OepeMeHHOCTH B 4-i JKEHCKOH
KOHCYJbTallMu T. ['pOIHO M y KOTOPBIX POJIH-
JUCh JeTH 0e3 aHOMaJuii pa3BUTHS. Y Bcex Ma-
IIUEHTOK 3a0upanach KPOBb M3 JIOKTEBOW BEHBI,
noMeniasach B MPOOUPKH C TEMapHHOM, IIEH-
TpudyrupoBanace, a Mody4yeHHas Iula3Ma Xpa-
HUJIACh B 3aMOPOXXCHHOM COCTOSIHUHM JO JHS
NpOBE/ICHHS aHaiu3a. YpPOBEHb OOIEro romo-
nucrenda (tHcy) ompenensiics MeToaoM BBICO-
K03(D(heKTUBHON JKUAKOCTHOH XpomaTorpadpuu
(HPLC - high-performance liquid
chromatography) ma ammapare "Agilent 1100"
nociie BocCcTaHoBieHUs: Oopruapuaom. Crartu-
cruueckass 00pabOTKa MONY4YeHHBIX Pe3ybTaToOB
MPOBOIWIIACH C MCIIOJIBb30BAaHUEM Herapamerpude-
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CKO# cTaTucTUKHU (paccunThiBaCh Menana (Me),
5, 25, 75 u 95 nporentim (5% 25% u T1.1.)).
CpaBHeHHE TPYII OCYILECTBISIOCH TIPU TTOMOIIN
kpurepus Manna-Yutau. KoppensimoHHsle cBs3u
M3ydanuck 1o meroxy CrimpMmena. J{oBepuTenbHbIN
unrepsai (JIW) 6bu1 npussT 95%.
Pe3yabTaThl M 00CyxKIeHHE

B Tabmunie 1 mpexicraBieHa KIMHUYECKas
XapaKTepUCTUKa 00CIe]OBAHHBIX )KEHILUH.

Kaxk BuHO W3 mpencTaBieHHbIX B Tadnuie 1
JaHHBIX, 00€ TPYMIbl OEPEMEHHBIX CYIIECTBEH-
HO HE OTIMYAINUCH IO BCEM HCCIIEIOBAHHBIM

rnapaMerpaM. B OCHOBHOH rpymnne BO3pacT Ia-
nMEeHTOK Konebasics ot 17 no 43 ner, B rpymme
cpaBHeHus — ot 15 10 42 ner. Y nogapisoniero
OOJIBIITMHCTBA KCHIIMH JaHHAas OepEeMEHHOCTh
Obuta BTOpol. MeHapxe HacTymujo B BO3pacTe
13 — 14 ner, Havano nonoBoi xu3au ¢ 18 — 20
ner (ocHoBHas rpymmna ¢ 16 o 26; rpynmna cpas-
Henus ¢ 14 no 22). Cpeau SKCTpareHUTaIbHON
MATOJIOTHH HamOoJiee YacTO BCTPEYAIUCh Bere-
TOCOCY/IMCTBIC IUCTOHUHU U 3a00JICBAHUS IIUTO-
BUIHOM KeJIe3bl.

Tabmuna 1 KnuHuueckas XapakTepuCTHKa 00CIET0BaHHBIX KEHITHH
(Me; 25% - 75%)

Iloka3zaTean OcnoBuast rpynna, N =47 | I'pynna cpaBuennsi, N =49 | P

Bospacr 25 25 > 0,05
21-31 23-28

JlanHast 6epeMEeHHOCTh 2 2 > 0,05
1-3 1-3

KonmuectBo poioB B aHaMHe3e 0 0 > 0,05
0-1 0-1

Memnapxe (1er) 13 13 > 0,05
13-14 13-14

HayvaJo nonoBoii sxu3Hu (71eT) 18 18 > 0,05
18-20 17-18

YPOBGHI) TroMOoIuCTENHA B 3aBUCUMOCTH OT
THIIA TIOPOKA Pa3BUTUS y TUIOAA MPEICTABIICH B
Tabnuie 2.

BbisiBIeHO, 4TO B KpOBU OEpeMEHHBIX, Y
IJIOAOB KOTOPBLIX JUArHOCTUPOBAHLI ITOPOKHU
Pa3BHUTHs, OTMEYAJICS 3HAYUTENBHO 6OJIee BBICO-
KU YPOBE€Hb I'OMOIIMCTEHHA, YEM Y NAaHUCHTOK
rpynmnsl cpaBHeHUs1. OH OBUT JOCTOBEPHO BEHIIIE
y JKEHIIUH, JI€TH KOTOPBIX CTpaJaly BPOXKJEH-
HBIMH TIOPOKaMH CepALla, IEHTPaJIbHON HEPBHOM
CUCTCMBI U XPOMOCOMHBIMU aHOMAJIUAMU. He
OTMEUYEHO CYIIECTBEHHO!N Pa3HMIIBI B COZEpIKa-
HHUHU TOMOIMCTCHHaA B IIJIa3MC 6epeMeHHI)IX,
IJI0AbI KOTOPBIX UMEJIN TaKUEC ITOPOKH pa3sBUTUA,
KaK CKEJETHbIC MMCIUIA3MH, aHOMAIMH OproLi-
HO# cTeHku (omdarolene, racTpoIIn3uC), Mo-
JIUKUCTO3 TIOYEK U JIETKUX | mpoure (B 3Ty MOA-
IPyIIly BKJIIOUYEHbI MYKOBHUCIUO03, KPECTLOBO-
KOITYMKOBBIE TEPATOMBI, ATPE3UU IKETYIOUHO-
KHIIIEYHOT O TPAKTA).

[IpnunHO BO3HMKHOBEHHUs IOPOKOB
Pa3BHUTHS IIJIOJIA MOXKET OBITH MPSMOE Tepa-
TOoreHHoe JieiicTBue romorucrenta [11] He-
I0CTaToOK (HOJIMEBOM KHCIOTHI HAapyIIaeT
MpoIecC PEeMETUIIMPOBAHUS TOMOILIMCTEHHA,
9TO, TI0 MHEHHIO psJia aBTOPOB, SBISICTCS
MPUYUHON BO3HUKHOBEHUS MOPOKOB HEPB-
HOM TpYOKH U BPOXKJIECHHBIX aHOMAJIUN
cepana [12]. HemocratouHoe MeTHIMPOBa-
HUS TPUBOJUT K HAPYIICHUIO IPOIECCOB
3aMbIKaHUsl HEepBHOW TpyOku [2]. JlaHHBIN

(dakT MOATBEpKIACT HATUYME METHOHHUH-
CHHTa3bl B TKaHAX SMOpPHOHa Ha pPaHHUX
cTagusx pa3Butus. [loMuMo anmmmeHTapHO-
ro gepunura GoraToB NMpUUYMHAMU THUIEP-
TOMOIIMCTEMHEMUU MOTYT OBITh HapyIICHHS
(GyHKIMOHMpPOBaHUS  (PEPMEHTOB, ydacT-
BYIOIIUX B METabOIM3Me TOMOILMCTEHHA.
Haunbonee u3ydeHHBIM NPUMEPOM CITYXKHUT
MyTalys TeHa MeTHIeHTeTparuapodomar-
penykrasbl. B naHHOM ciiyyae 3ameHa B IIO-
JUTENTUAHON LEeNoYKe ajaHWHA Ha BaJIMH
NPUBOAMUT K TOSIBICHUIO TEPMOIAOMIBHBIX
CBOWCTB SH3MMa M CHIKEHHUIO €T0 aKTHBHO-
ctu Ha 50% [10]. YactoTa nogoOHO# MyTa-
IIUU KOJIEOJIETCSI B Pa3HBIX MOIMYISAIUAX, CO-
CTaBlsisi y eBporeiines okoso 15%. ['unep-
TOMOIIMCTEMHEMHUSI MOXET OBITh pe3ylbTa-
TOM MyTallii B TEHE UUCTaTHOHHUH-[3-
CHHTa3bl - KJIIOYEBOTO (pepMeHTa B CHHTE3E
LUCTEeMHa. OJTa MeTaboiuyeckas IeroukKa
BaXHA €€ U MOTOMY, YTO NMPH KOHEYHOM
pacmaja mMcTeMHa 00pa3zyercs TaypHH, IO
CBOMM OHOJIOTHYECKUM 3PPeKTaM SBIISIO-
[IMICS aHTarOHUCTOM romouucrenHa. Kpo-
Me TOTO, TAypHH SIBJSETCS aHTHOKCHIIAHTOM
U CTAaOMIM3aTOpPOM KJIIETOYHBIX MeMOpaH.
IToMHMO IIPSAAMOTO TEPATOrE€HHOTO ACUCTBUS
TOMOIIMCTEMH MOJKET HapyIiaTh MPOIECCHI
amornto3a [11], B3aumoneiicteys ¢ NMDA-
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peLenTopamu, KOTOpble MOMUMO y4acTusl B
NPOrpaMMHUPOBAHHON THOETH KIICTOK BIIUS-
IOT Ha TPOILECC MUTPALUK HEHPOHOB IpU
(bopMHpOBaHHU HEPBHOUM TPYOKU M peryIu-
pyfor motokn HoHoB Ca®" uepes MeMOpaHbI
[10]. Tony4yeHHbIE HAMU JaHHBIC MOATBEP-
’KJIAIOT POJIb TOMOLIMCTENHA B T€HE3€e TOpPo-
KOB IICHTPAJIBHOM HEPBHOM CHUCTEMBI U

cepana. 3HAYUTEIHHO TOBBIIICH YPOBEHb
TOMOIIUCTEMHA U TIPH XPOMOCOMHBIX aHO-
Manusax (B HAIIEM HMCCIICAOBAHHU 3TO OBLIH
ciydan cuHApoma JlayHa W CHHApOMa
Knaitndenbrepa). Bo3moxHOW mpUunUHOMN
XPOMOCOMHOM TATOJIOTHA MOXXET OBITh T'H-
nomerunuposanue JJHK.

Tabnuna 2 YpoBeHb romonucternHa (MKMOJIb/1) B KpPOBU OEepeMEHHBIX
OCHOBHOM TPYIMIbI U TPYNIBI CPABHEHUS

YpoBeHb rOMOIMCTENHA (MKMOJIB/J1)

Tum nopoka pa3BUTHS N Hccrnenyemple rpyImbI I'pynmna cpaBHeHUs P

Me (25% - 75%) Me (5% - 95%)
(N =49)

I'maponedanms 8 48,55 22,52 < 0,05
26,32 —80,44 3,285-52,44

[opoku HepBHOIT TpyOKH 2 60,25 22,52 < 0,05
48,55-71,89 3,285-52,44

XpOMOCOMHAs! TTATOJIOTHSI 6 71,06 22,52 < 0,05
20,96 — 109,47 3,285-52,44

CKeJeTHble JUCIIIA3UN 5 25,24 22,52 > 0,05
15,7-52,17 3,285-52,44

BIIC 6 38,31 22,52 <0,05
29,54 — 74,62 3,285-52,44

[MaTonorus OpronrHO cTeHKH | 8 25,36 22,52 > 0,05
16,71 — 39,68 3,285-52,44

ITonukucTo3 movex u Jierkux | 7 22,25 22,52 > 0,05
10,33-35,75 3,285-52,44

[pouue 5 34,62 22,52 > 0,05
28,46 — 61,85 3,285-52,44

Hu onmHa manueHTKa W3 OCHOBHOW TPYIITBI
HE UMena OOLICU3BECTHBIX (haKTOPOB reHeTHde-
CKOro pucka. BpoxJeHHbIC aHOMAJIMK Yy ILI01A
ObLIM BBISIBIICHBI TIPU MPOBEACHHH MHOTOKpAT-
HBIX YJIbTPA3BYKOBBIX HCCJICIOBAaHHNA M IOCIE
WMHBA3UBHBIX METOJIOB JMArHOCTUKH (XpoMo-
COMHBIC aHOMaJIHK). BO3MOXKHO, THIIEProMoIu-
CTEHMHEMHSI MOXKET SIBUTHCSI OTHMM M3 TeHeTHYe-
CKHMX (DaKTOpOB pHCKa, yYUTHIBAsi TECHBIC MeTa-
OOJMYEeCKUE IMyTH TOMOIMCTeMHA U (YHKIIMO-
HUPOBaHHE XPOMOCOMHOro arnmnapara. MHrepec-
HOM MOXeET OBITh T'MIIOTE3a, YTO BBISBJICHHBIC
MeTa0OIMYECKUEe HApYIICHHsS MOXKHO YCTaHaB-
JMBaTh HAa TPErpaBUIAPHOM ATale, YTO MO3BO-
JIMT OLCHUTh KaK PUCK aKyIIEPCKHUX OCIIOXKHE-
HUIi (B TOM YHCIIe U BEPOATHOCTh (hopmupoBa-
HUSI BPOKJICHHBIX MTOPOKOB Pa3BHUTHS Y ILJIOAA),
TaK M Ka4eCTBO MPEKOHICNITUBHOMN MOATOTOBKH.

OO6pamaer Ha cebs BHMMaHHE yMeEpEHHas
THIIEPTOMOIIMCTEHHEMUS!, BBIsBICHHAs y Oepe-
MEHHBIX TPYNNbl cpaBHeHUs. Tombko y 28%
(AN 14 — 42%) GepeMeHHBIX ATOM TPyIIIbI OT-
MEYEeH HOPMAJIbHBII YPOBEHb TIOMOIMCTEHHA B
wiasme, a 'y 33% (A1 18 — 48%) sror mokasa-
Tenb npebimai 30 MKMOIB/JI. DTO MOXKET KOC-

BEHHO CBUJETEILCTBOBATh JHOO O HEHIOCTATKe
¢onaToB B OpraHusme, JIMOO O HEAJICKBATHOMW
MPEKOHIIENTHBHOW ToAroroBke. Ilo pe3ynbra-
TaM aHKETHPOBaHWUs, MPOBEJCHHOTO CpPEAH
KEHIIMH 00eHWx TPyII, YCTaHOBJIEHO, 4TO (¢o-
JUEBYIO KHUCIOTYy HakaHyHE IUIaHHpPYeMOu Oe-
PEMEHHOCTH M B TiepBble 3 Mecsla HaCTYIHB-
el 6epeMeHHOCTH MpUHMMaNU Toibko 11,1%
nanueHTok. O nmpueMe (GoaMeBOH KUCIOTHI MPH
y’Ke€ HaCTyNHBILEH OepeMEeHHOCTH MPUMEPHO ¢ 7
- 8 Hemenb OepemennocTH cooOmmu 37,1%
KEHIIWH, XOTs. (POPMHPOBAHUE HEPBHOH TPyOKH
1 4 KaMepHOro cepjla MPOUCXOAUT 10 28 nHs
OT MOMEHTA 3a4aTus U J10 8 Helenb OepeMeHHo-
cTu cooTBeTcTBeHHO. [loaTOMy HazHauenue ¢o-
JINEBOM KHUCIIOTBI B 3TOM CpPOKE TEpSEeT CBOM
npoTekTuBHBINH 3¢ dext. Hakonern, 51,8% xen-
IIMH HE IPUHUMAIH (QOJIMEBYIO KHCIIOTY Jake B
nepBeie 12 Henens 6epeMeHHocTH. Bo3MoxkHO, B
3TOM (aKTe MOXKET UMETh MECTO ONpeIeTIeHHbIN
pe3epB Ui CHIKEHUsSI TIepUHATAIBHBIX TOTEPb.
K Tomy xe y 35,1% >KeHUIMH TPYNINbI CpaBHE-
HUS, IMEBIINX YMEPEHHYIO THIIEPTOMOIIMCTEH-
HEMHIO, B TIOCJICAYIOIIEM OTMEYaJHCh THIEp-
TEH3MBHBIE PACCTPOMCTBA B MO3JHHX CPOKax
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O6epemennoctu. Hemocratok moctyrieHust ¢o-
JIATOB C MPOAYKTaMH MHUTAaHUSA MOXKHO paccMart-
puBaTh Kak (pakTop pUCKa BO3HWKHOBEHHS TH-
MEeproMOIMCTEMHEMUH. JTa mpolieMa MOXKeT
pemaTecs Ha rocyAapcTBeHHOM ypoHe. K mpu-
Mmepy, B CIIIA B 1993 roay npHHSATO MOCTaHOB-
JIHWE O HACHIIIEHHH 3JTaKOBBIX MPOAYKTOB (ho-
JHMeBo# kucorou [12].

He HaiineHo KOppENALMOHHBIX CBSA3EH MEXK-
1y YPOBHEM T'OMOIIMCTEMHA U BO3PacTOM Oepe-
MEHHBIX, TTAPUTETOM POJIOB, HAYaJIOM MEHCTPY-
ANBHON (PYHKIIMM W TIOJIOBOM JKWU3HH Y JKEHIIUH
OCHOBHOH Ipynmsl. B rpymnme cpaBHEHUs BbISIB-
JIeHa TpsiMasi KOppeNsLUOHHAs CBA3b CojepikKa-
HUS TOMOLMCTEHHA C BO3PAacTOM MNAIEHTOK, HE
BBISIBJICHO KOPPEISALUN YPOBHS TOMOIIMCTENHA C
JPYTUMHU WU3Y4YEHHBIMH TOKa3aTeNsMH, 4TO CO-
rJIacyeTcs C JIUTePaTypHbIMU TaHHBIMH [9].

BoIBOABI:

[TomyueHHsle HaMH JaHHBIE TOATBEPKAAIOT
POJIb TOMOIIMCTENHA B T€HE3€ MOPOKOB PA3BUTHS
IJI0J1a.

KonuenTpamus romonucrenta B mia3me Oe-
PEMEHHBIX, IUIO/IbI KOTOPBIX HE MMENN MOPOKOB
passutHs, cocraBiser 22,52 (3,285 — 52,44)
MKMOJTB/JI.

Onpeznenenvie ypoBHS TOMOLUCTENHA JTOMK-
HO WCIIONb30BaThCsl B IpEHATajIbHON JMarHo-
CTHKE ITIOPOKOB Pa3BUTHUS LIEHTPAIIBLHON HEPBHOMU
CHCTEMBI, cep/illa U XPOMOCOMHBIX aHOMAJIUH Yy
IJI0J1a.

Hanuuue BbICOKOro YpOBHS TOMOLIMCTEMHA
BO BTOPOM TpHUMecTpe OEpeMEHHOCTH SIBIISETCS
MOKa3aHHWEM JJIsl TIPOBEIEHUS WHBA3HMBHBIX Me-
TOJIOB IMarHOCTHKY MIOPOKOB Pa3BUTHSA IIOAA.
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KianHu4yeckue nNposiBjJeHU A
M MMMYHOJIOTUYECKHE CABUTH
y AeTeH ¢ OCTPbIMHU

IMIMHEBMOHUAMMU

Odbcnedosano 58 odemeit ¢ ocmpvimu
nueemMoHuUAMU 6 8o3pacme 0o 6 mecaues. Ilpose-
O0eH anHanu3 KIUHUKO-1a00pamopHbIX noKazame-
el U PeHMm2eHO0102u4uecKux OaHHvlX. B Knunu-
YecKoll KapmuHe 3a00/1e6aHUA  BLIPAIHCEHHAA
UHMOKCUKAUUs U ObIXAMENbHAA HEe)OCHamou-

Hocmb npeoonadanu auus ¢ 50 % cuayuaes.
CHudicenue ypoeHa ummynoz2nooynuna knacca A
6 CblBOpOMKe KPOGU HAOII00a10Ch Y 6cex nayu-
eHMO08 C OCMPbLIMU NHEGMOHUAMU, HE3A6UCUMO
om npemopouonozo hona.
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