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Packpvima ponv npenamanshoil duacnocmuku 8 npouaaKkmuke HAcAe0CMEeHHOU U 8PONCOeHHOL NAMOoA0UU,
Komopas eKar4aem KOMNACKC Henpambuix (00ciedosarie bepemMenHoil JICeHUUHbL) U NPSMbIX (HenocpeocmeeHHoe
obcaedosanue naoda) memodos uccredoganus. Onucanvl 3manst COBPEMEHHON NPeHaAMANbHOl OUAeHOCMUKU, a4
makce ycaogust 045 Ka4ecmeeHH020 NPeHamanbHoeo ckpururea. Ocoboe 6HUMAHUE YOeAeHO BbIABACHUIO MAPKEPOB
BPONCOCHHOU U XPOMOCOMHOU NAMOA0UU, OUOXUMUHECKUM NOKA3AMENSM.

Kntouesvie crosa: npenamanvhas duacHocmuka, 8poscoertble AHOMANUU, XPOMOCOMHAS NAMOA0US.

OpOoIOBasl AMATHOCTHKA XPOMOCOMHBIX abep-
paluii ocTaeTcsl OMHOI 13 OCHOBHBIX IIPOOJIEM
IpeHaTaaIbHON muarHocTuku. HecMotpst Ha
aCIIPOCTpaHEHME YIbTPa3BYKOBEIX METOIOB MCCIIE-
JOBAaHUS B aKYIIEPCTBE U BHEAPEHNE CKPUHUHTOBBIX
IPOTpaMM B TIPAKTHKY IOPOIOBOrO OOCIIEIOBAHUSI,
KOJIMIECTBO NIETEH, POMUBIIUXCS C XPOMOCOMHBIMU
AHOMAJIMSIMH, HE YMEHBIIIAeTCSI.

Mo ganneiM BO3, mpumepHo 2,5-3% Bcex HOBOPOXK-
JEHHBIX MIMEIOT Pa3IMIHbIC ITIOPOKU PA3BUTHS, M3 HUX
0K0J10 1% cocraBisioT reHHble 6one3nu, 0,6-0,8% —
XPOMOCOMHEBIE 60JIE3HI U 0KO0JIO 2% — BPOXKICHHBIE
IIOPOKM Pa3BUTHS, OOYCIOBJICHHBIE pa3IMUYHBIMUI
(akTopamu. Ha 1000 HOBOpPOXIEHHBIX MPUXOIUT-
cs1 4-7 meteil ¢ BpOXICHHBIMU ITOPOKAMU Pa3BUTHSI.
B wactHOCTH, HeTH ¢ cuHApoMoM JlayHa COCTaBIISIOT
1 1a 700 pomos, cuHapoMoM Dasapaca — 1 Ha §000
pomnos. I1o craTmcTuaeckum nfaHHBIM M3 YKpauHEI, y
Hac B CTpaHe exXerogHo poxmaercsd 420 meTeit ¢ cuH-
apoMoM JlayHa, oT Takux aeTeir 85% pomuteneit oT-
Ka3bIBAIOTCSI €1IE B POIIOME.

IIpeHaranpHass AUMArHOCTMKA MO3BOJSIET A(Pdek-
TUBHO BBISIBJISITh XPOMOCOMHYIO M T€HHYIO ITaTOJIO-
IWIO Ha CTaIUM aHTeHATAJIbHOTO Pa3BUTHS, CHU3UTh
YaCTOTy BPOXICHHBIX IIOPOKOB pPa3BUTUSA IUIONA,

JIETCKYI0 CMEPTHOCTb M MHBATUAHOCTh. C ITOMOIIBIO
JOPOIOBOM MMArHOCTUKM MOXHO OOHAPYXUThH IO
90% mnonoB ¢ cuHapomoM [ayHa (Tpucomus 21),
97% — ¢ cungpoMoM Dasapaca (tpucomus 18). Tlpu
3TOM pelIeHHe O IMPONOLKEHMM WIM IIPepbIBAHUHI
0epeMEeHHOCTH ITPUHUMAET CEMbSL.

[IpeHaTanbHast OUArHOCTHKA, IIpeIHa3HAYEHHAs
U TIpOGUIAKTUKN HACIIEACTBEHHON M BPOXICH-
HOI IIaTOJIOTMM, BKIIIOYAeT KOMIUIEKC HEIIPSIMBIX
(obcemoBaHMe OepeMEHHOI) M MPSMBIX (HEIIOCpe-
CTBEHHOE O0CIieIOBaHUE III0JA) METOIOB MCCIIEHO-
BaHMS. AKTYaJIbHOCTb IIPEHATAIbHON MTMArHOCTUKH
3aKJII0YAETCS B TOM, YTO PacTeT POXIAeMOCTb IETei,
MPOMCXOANT YBEJIMYECHME 4YUCIa OepeMEeHHOCTEl,
HACTYNAIOIIMX C ITOMOIIbIO BCIIOMOTATEJIbHBIX pe-
MMPOAYKTUBHBIX TEXHOJIOTMIA, YIYYIIAIOTCS METOMIBI
COXpaHEHUsI OepeMEHHOCTH, ITOBBIIIACTCS IIPOICHT
OepeMEeHHBIX CTapile 35 JIeT, YBEIMUMBACTCS YMCIIO
JeTeli ¢ BpOXIEHHBIMY aHOMAIUSIMU, XPOMOCOMHOM
marojiorueii. st BBIMOMHEHUST BceX 3amay IIpeHa-
TalIbHOM AMATHOCTUKM HEOOXOIMMBI MH(OPMHUPO-
BaHHOCTb HACEJICHUS O BOBMOXHOCTSIX TMAarHOCTUKI
HapyIIeHUI pa3BUTHS ILIOAA IO POXICHMS, a TaKKe
HaJM4KMe Bpadyeil ¢ XOpOIIMMH TeOPETUIECKUMU M
MPaKTUIECKUMU 3HAHUSIMMU.
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CoBpeMeHHasT IpeHaTalbHasl IMarHOCTHKA COCTO-
UT U3 TPEX STAIOB:
e |-i1 3Tam — MEIUKO-TEHETUYECKOe KOHCYIJIBTH-
pOBaHUE;
e 2-i1 sTam — CKPUHUHIOBHIM (Mapkepel Y3MU,
OMOXMMMYECKIE TTOKA3ATeNHN );
e 3-i1 3Tanm — MHBAa3WMBHAs IIpeHaTaJIbHAsl AMarHo-

CTHKA C TMPUMEHEHUEM LIMTOTCHETUYECKIX Me-
TOIOB ISt TOYHOTO OIIPEIEICHISI XPOMOCOMHBIX
3a001eBaHU 101,

B manHOI cTaThe O0JIce TOAPOOHO PACCMOTPHM 2-i
3Tam IpeHaTajabHON quarHocTuku. CorlacHoO IpuKa-
3y M3 Ykpaunsl ot 15.07.2011 . Ne 417, pernmaMeHTH-
pyeTcst 00sI3aTeIbHOE 00CIeI0BaHNE BCeX OepeMeH-
HBIX ¢ TIOMOIIbI0 HEMHBA3UBHBIX MeTONOB — Y3U u
aHaIM3a MapKePHBIX OMOXMMHWYECKUX ITOKa3aTesIeil —
B HauboJiee MH(POpMAaTUBHBIE CPOKU. B JOKyMeHTe, B
YaCTHOCTH, TOBOPUTCSI:

e Y3U Ha cpokax GepemeHHOCTH OoT 11 Hem +

1 menp no 13 Hex + 6 gHeil (onpeaeseHne Cpo-
Ka OepeMEeHHOCTH, M3MEPEeHNEe BOPOTHUKOBOIO
MPOCTPAHCTBA M BBHISIBJIEHUE YIBTPa3BYKOBBIX
MapKepoB BPOXICHHOI M XPOMOCOMHOI TIaTo-
JIOTUN).

e Bpau mpenocrapisieT MHGOPMALIMIO O 1LIEJIECO0-
Opa3HOCTU OTHOBPEMEHHOTO ITPOBEACHMS IIep-
Boro Y3U (11 nen + 1 menb — 13 Hen + 6 mHeil)
U JABOMHOrO OMOXMMHUYECKOTO TecTa (CBOOOMI-
HBIIl XOPMOHUYECKUIT TOHAOOTPOIIMH YelIoOBeKa
[XTY], npoterH A, acCOLIMUPOBAHHLIN ¢ Oepe-
MeHHocThI0 [PAPP-A], a Takxe pacueTta pucka
HaJIM4Msl y IUIOAa XPOMOCOMHOII M HEKOTOPOIt
pacIpocTpaHEHHON BPOXKICHHOI ITaTOJIOTUN.

e MccnemoBaHue BBITIONHSIOT C COTIACHS 3KEeHIIM-
HBI (MpuitoxkeHue B).

BaxHpl TakKe ycIOBMS UISI KaUeCTBEHHOTO IIpE-
HaTaJIbHOTO CKPMHUHTA, a HMMEHHO: IIpOorpaMMa
MPEHATAJIbHOTO HAOJIONEHMSI, BKIIIOYAIOIIAs IIpe-
HaTaJbHBIN CKPUHUHI, IA0OPAaTOPHYIO TUATHOCTHKY
BBICOKOI1 CTEIIeHN TOYHOCTHU; MEXIYHapOIHAs cep-
TU(UIIMPOBaHHAS KOMIIbIOTEpPHAsI IIporpamMma 00-
cueta Ouoxumuueckmx mokasareneit (Prenatal Risk
Calculation, PRISCA), ynsrpa3BykoBasi TUarHOCTH-
Ka 5KCIIEPTHOTO YPOBHSI.

PRISCA — mpeHaranpHasi OlleHKa PHCKOB BPOXK-
JICHHBIX aHOMaJIMii — 3TO IIporpamMma pacueTa pH-
CKa OCJIOXHEHUI OCpeMEeHHOCTH, MMeEIoIIasl eBpo-
MefCcKyl0 UM pOCCUMCKYI cepTudukauuio. B 3toit
IporpaMMe HCIIOJIB3YIOTCS HAHEXXHBIE aJTrOPUTMBI
BBIUMCJICHUSI, OHA ITO3BOJISICT PabOTaTh C JIIOOBI-
MM peakTUBaMM, 00JagaeT rMOKUM MHTepdeicoM 1
MIOJIHOCTBIO PyCH(ULIMPOBAHHA.

C mOMOIIBIO MPEHATATLHOTO CKPUHWHTA MOXKHO
BBIIEINTD IPYIIITY OepeMEHHBIX, Y KOTOPBIX PUCK pa3-
BUTHSI BPOXKICHHBIX XPOMOCOMHBIX aHOMAJIHI BHIIIIE,
YeM PHUCK OCJIOXHEHWI WHBAa3WBHOM MUATHOCTHKH.

IIpouecc nOKEeH ObITh MaKCHMMaJIbHO OBICTPBIM, C
MWHUMAJIBHON CTPECCOBOM HArpy3KOW Ha CYIIpyXe-
ckyto napy. ITaumeHTKy ciaeayet npouH(@OpMUPOBATh
O LIeJIM CKPMHUHTA, O BO3MOXHbBIX JICHCTBUSIX B CITy-
yae nomnagaHusl B rPymIy pucka.

K npeumyitiecTBaM mpeHaTaabHOIO OMOXUMUYECKOTO
CKPUHUHIA OTHOCSTCS: HEMHBAa3WBHOCTb, OTCYTCTBUE
OCJIOXKHEHWI, MPUTOIHOCTb JUISI MACCOBOTO MCIOJIb30-
BaHMS M BO3MOXXHOCTbD BBISIBJICHMSI TPYMIIbI MALIMEHTOK
JUTSI IOC/IEAYIONIEe MHBA3UBHOM AMArHOCTUKMU.

B npeHaTaqabHOM CKPUHUHIE MOXKHO BbIACIUTD OC-
HOBHBIC 3TaIlbl pacyeTa PUCKOB;

® [10JIyYeHUE 3HAaUeHU I KOHIICHTPALIMY AaHAJIUTOB;

® orpeleeHUe CTeNeH! OTKIOHEHUS KOHLIEHTpa-
LM KaXA0TO MOoKa3aTesl OT MeAMaHbl AJ1s JaH-
HOro cpoka 6epeMeHHOCTM (MoM — KkpaTHoe
MeJUaHBbI);

e Koppekuus 3HaueHuit MoM c¢ yyeTom Bo3pacra,
Macchl TeJia, STHUYECKOM MpUHAIIEXKHOCTH, CO-
MYTCTBYIOIIMX 3a00/1€BaHUI U APYTUX (DAKTOPOB;

® BLIYMCJICHUE PUCKA PA3BUTHS aHOMAJIWIA TUIOAA
C YUETOM CKOPPUTMPOBAHHbBIX 3HaUeHU MoM.

151 pacyeTa puCKOB J1abopaTOpUK ClAeayeT UMETh
TOYHbIE JaHHbIE O CpoKe OEepeMEeHHOCTH, BCEX
(bakTopax, HeoOXxoaMMBIX 11 pacyeTa MoM, Tak
KaK HEeMOJIHbIE, HETOYHbIE AAHHBIE SIBISIIOTCS MUC-
TOYHUKOM CEpPbE3HBbIX OLIMOOK B pacuyeTe PUCKOB.
B cneumanbHyto mporpamMmy ISl pacyeta pUCKOB
BBOMITCS BCE ITOKA3aTeaW: JaHHbIE MALUMEHTKH,
pesynbTatel Y3M (oLieHKa cpoka OepeMeHHOCTH,
KomuuKko-TeMeHHoil pazmep [KTP], TommurHa Bo-
POTHMKOBOTO MPOCTPAHCTBA, BU3yalIM3alisl HOCO-
BBIX KOCTEIi), HOTOJHHUTEIbHBIC (DAKTOPHI (IBOIi-
HsI, paca, 3KCTpaKOpIopaibHOE OIUIOAOTBOPEHUE,
KypeHue u 1p.), nokasatenu PAPP-A, cBobomgHoit
B-cyopenmaunbl XI'Y. MoM moka3bIBaeT cTENeHb
OTKJIOHEHMSI TIOKa3aTeasl OT MeIUaHbl — CPEIHEro
3HAUEHUS MOKa3aTes A1 JaHHOTO CpoKa 6epeMeH-
Hoctu. Ectu MoM > 1, 3Ha4uT pUCK BbIIIIE CpeIHEe-
IO B OMyJIsIuu, eciu < 1, pUCK HIDKe CPeIHEeTO.

IIpeHaraibHblii CKPMHUHI MPOBOAUTCS B I (1ABOIA-
Hoti TecT) u I (TpoitHoi1 TecT) TpuMecTpax OepeMeH-
HocTu. /IBOIHONM TeCT MpeHaTaabHOr0 CKPMHMHIA B
I TpumecTpe OCHOBBIBAETCS Ha aHAIM3€ OMOXMMMU-
YECKUX ChIBOPOTOYHBIX MapKepoB, KOTOPHIE MOTYT
OBITb OMpeAeJeHbl B 3TOT MEPUO U SIBISIIOTCS BaX-
HbIMM B OLIEHKE PUCKA XPOMOCOMHBIX abeppaluit
mioaa. JIBoiiHOM TeCT BKJIIOYAeT:

® oIpeleeHre CbIBOPOTOYHBIX MapkepoB PAPP-A
u cBobogHOoTO B-XT'Y;

e pacuer MoM s Kax10ro Mapkepa;

e orpeleneHue OMOXMMUYECKOTO PUCKA CUHAPO-
Ma [layHa mpu poxXaeHuM (pacCUMThIBACTCS Ha
ocHoBe MoM, KOppeKTUpyeMOTo AJIs KaxXaoro
13 IBYX MapKepoB, M Ha OCHOBE BO3pacTa MaTepu
Ha MOMEHT POJIOB);
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e ompeneeHUE pHUCKa TpUcoMuu 18 mpu poxue-
HUM (paccuMThiBaeTcsl Ha ocHoBe MoM, Kop-
PEKTHUPYEMOTO JIST KaXXIOTo U3 ABYX MapKepoB,
1 Ha OCHOBE BO3pacTa MaTepH);

e pacueT MoM mi1g 1IeHOrO MPOCTpaHCTBA (B
ciIydyae, KOrjaa Bpau IIPeJoCTaBiIsIeT B IabopaTo-
PUIO JTaHHBIE pa3Mepa IIeHOTO IIPOCTPAHCTBA U
KTP, onpenencaubie MmeTomom Y3U);

® pacyeT COYeTaHHOIO prcKa cuHapoMa JlayHa.

PAPP-A — Genok, ompenessieMblil B IIa3Me, KO-
TOPHIl BOBHMKAET BO BpeMsI OEpeMEHHOCTH M IIPe.-
CTaBISIET CO0OI TIJIMKOIIPOTEHH, IIOJIYYeHHBIA U3
miatueHThl. PAPP-A — Genok miaueHThl, yCUInBalo-
LU JefICTBYE MHCYTMHOIIOA00HBIX (DaKTOPOB pOCTa
(IGF) 1 u IGF-2, xoTopsie UrparT pojib B IIALICH-
tauuu. Huszkue ypoHu PAPP-A npuBoasT K CHU-
sxennio aktuBHocTH IGF-1, IGF-2, ygacTByommx B
IJIAICHTAINI 1 PEMOJCITMPOBAHIY CITUPAIbHBIX ap-
tepuif. OH CHUHTE3UpYyeTCsS B OOJBIINX KOIMYECTBAX
Tpod0OJaCTOM U BbIACISCTCS B KPOBb MaTepu. KoH-
LIEHTpaysl IPOTerHAa B KPOBM MAaTepU 3aBHCHUT OT
CpOKa recTaluy — 4eM OOJIbIIIe CPOK OEpeMEHHOCTH,
TeM BEIIIe YpOoBeHb chiBopoTouHOrOo PAPP-A. CHu-
xkeHue ypoBHss PAPP-A cBs13aHO ¢ XpOMOCOMHBIMU
aHoManusMu 11oga. OCHOBHBIMU TIOKa3aHMSIMU TSI
onpeneneHust PAPP-A spnsiorcs:

® CKPMHUHIOBOE 00C/Ieq0oBaHIe OEPeMEHHBIX IS
OLICHKHU PUCKa XpPOMOCOMHBIX aHOMAJIMIA I101a
B I u Hauvane II TpumecTpa 6epemeHHocTH (11-
12 Hen);

® TsDKeJIble OCJIOXHEHUSI OepeMEeHHOCTH B aHaM-
He3e (OLIeHKa YIPO3bI BRIKUIBIIIIA ¥ IIPEPhIBAHMS
0epeMEHHOCTH MO a0COIIOTHBIM MOKA3aHUSIM);

® BO3pacT XEHIIMHEI cTapiie 35 JIeT;

e 11Ba U 0oJjice CaMOIIPOM3BOJILHBIX a0OPTOB Ha
PaHHMX CPOKax OEPeMEHHOCTH;

e HajluMuyue B ceMbe pebeHka ¢ OojesHblo Jlay-
Ha, APYITMMHM XPOMOCOMHBIMM aHOMAJIHUSIMU,
BPOXIECHHBIM ITOPOKAMM Pa3BUTHSI, a TaKXKe B
aHaMHe3¢ — IIpepPBaHHOI OEPEeMEHHOCTH TI0 Me-
IULIMHCKAM ITOKa3aHUSAM WIX 3a00JeBaHUN Y
OMKAMIINX POACTBEHHUKOB.

Csoooanbiii 3-XI'1 — rIMKompoTenH, CUHTE3UpYe-
MbIi ianeHTol. Konnentpanus -XI B cbIBOpOT-
Ke M MOue BO3pacTaeT, yiBanBasch Kaxmnle 40-48 4,
MaKCHMYM JOCTUTAeTCS K 8-12-11 Hemene recTaliiy 1
CHIDKACTCS TIOCTETICHHO ¢ 12-11 Heeay D0 3HauYCHMI
1/5-1/20 oT MakcCUMaJbHBbIX KOHLIEHTpALIMi, 3aTeM
HacTymaeT Iuiato. IloBBIIIEHHBIE YPOBHM CBOOOI-
Horo [B-XI'Y MoryT ykas3blBaTb Ha BBICOKUI PUCK
BO3ZHMKHOBEHUSI cuHIpoMa JlayHa, a BEISIBICHNE CHU-
>KCHHBIX 3HAYCHMI CBSI3aHO C ITOBBIIICHHBIM PHCKOM
CaMOIIPOM3BOJIBHOTO a00pTa WM CBUIOCTEIBCTBYET O
XPOHMYECKOH (PeTOILIAllcHTAPHON HEIOCTATOYHOCTH.
YeM BbIle KOHIEHTpalUs cBo0oaHOrO B-XI 1 Huxe
ypoBeHb PAPP-A, TeM Bblle pUcK TpucoMuu 21.

JlabopaTopHas guarHocTuka

TomuuHa BOPOTHUKOBOIO MPOCTPAHCTBA

BopoTHuKOBOE IPOCTPAHCTBO SIBIISICTCS  YJIBTpa-
3BYKOBBIM IIPOSIBIICHUEM CKOIUICHUS XUAKOCTHU IIOI
KOKeif B TRUIbHOI 00j1acTy 1meu 1uiona B I Tpumectpe
oepeMeHHOCTH. OTIpeneieHre TOMIINHBI BOPOTHUKO-
BOTO IIPOCTPAHCTBA B KOHIIE | TprMecTpa — BaKHBII
MIPU3HAK, ITO3BOJISTIONINI 3aII0M03PUTh XPOMOCOMHBIE
AHOMAJINM, OCOOCHHO TPUCOMHUIO 21-i1 XpOMOCOMBL.
DTO TPaH3UTOPHBIM IPU3HAK, OOBIYHO OIPEAe/ISIeMbIil
TOJIbKO Mexnmy 11-i1 m 13-11 Hemeneit GepeMEHHOCTH
npu BenmuurHe KTP miona ot 45 no 64 mm. TonmmHa
> 3 MM SBISeTCS OOLICTIPUHATHIM IATOJOTMUYECKIM
npu3HakoM. [1oaToMy Becerna, Korma TOJIIIMHA BOPOT-
HMKOBOTI'O IIPOCTPAHCTBA COCTABIISICT > 3 MM, HEOOXO0-
MO IIPOBEICHNE KapUOTUITMPOBaHUsL. CTPYKTYpHEIE
nedeKThl (TJIaBHBIM 00pa3oM MOPOKU cepala, aedek-
THI TadparMel, aHOMAJIMH ITOYEK U TIepeaHell OpIoi-
HOIl CTeHKHM) oOHapyxuBaloTcsa B 4% ciydaeB Ipu
HOpMaJIbHOM Kapuotuine 1iofga. CpenHue 3HaYCHUS
TOJIIIMHBI BOPOTHUKOBOTO IIPOCTPAHCTBA IIPH XPO-
MOCOMHBIX aHOMAJIMSIX CIIEAYIOIINe: TPUCOMUSI 21 —
Ha 2 MM OOIIbIlle HOPMAJIbHOM MEIMAHBI IS TecTa-
mroHHoro Bo3pacrta 1o KTP; Tpucomus 18 — Ha 4 mm
Oosble; Tprcomus 13 — Ha 2,5 MM OOJIbIIIE; TPHUILIO-
uaust — Ha 1,5 MM 6oJbliie; cuHapom IleperieBckoro-
TepHepa — Ha 7 MM OoJIbLIIE.

Konuuko-TemenHoii pasmep mioaa

KTP — HanboJjiee TOYHBIA MapaMeTp 111 onpeese-
HMS cpoka rectanuu. [1pu Tpucomum 18 u Tpuron-
Y OTMEYACTCS BBIPAXKEHHOE 3aMeICHNE Pa3BUTHS
miona. IIpu pucomum 13 u cuampome TepHepa oT-
MEYaeTcsl YMEPeHHOEe 3aMeUICHIE Pa3BUTHS IUIONA,
TOTIA KaK IpH TpUcoMuu 21 ero pasMepsl COOTBET-
CTBYIOT HOpME.

Busyanusanug kocteii Hoca.

[Ipy HOpMaabHOM KapHMOTUIIE OTCYTCTBHE BH-
3yajM3allii HOCOBBIX KOCTeil XapaktepHo Wit 1%
IJIONOB Y XXKEHIIWH €BPOICHCKON MOMYISINNA U IS
10% — y xeHmuH adpo-Kapubckoit momymsimu. Ko-
CTH HOCa He Busyanusupytorcs y 60-70% miomoB npu
tpucomuu 21, y 50% — nipu tpucomuu 18 uy 30% —
IIpY TPUCOMHUH 13.

CoueraHHas OLIEHKA OMOXMMMYECKMX I10KAa3aTe-
Jell ¥ 3xorpadUIecKuX JaHHBIX CTAHOBHUTCS 0OoJjee
3(pbeKTUBHOM )11 paHHEe! TMarHOCTUKYU PHCKa pa3-
BUTHS aHOManuii 1ioma. Ilpym KOMIUIEKCHOM TecTe
YPOBEeHBb OOHApYKeHUs cuHIpoMa JlayHa Bo3pacTaeT
10 95%. Ipu tpucomuu 18 xapakTepeH ypoBeHb 00-
HapyxeHus 90% ¢ TOMOILBIO0 KOMITJIEKCHOTO TeCTa.

Bo II Tpumectpe OepeMEHHOCTH MCIOJb3YIOT
TPOIiHOI TeCT ITpeHaTaIbHOIO CKpMHUHTA B 15-19 Hen
(onTumanbHO B 16-18). DdPheKTUBHOCTL TPOMHOrO
tecrta cocranisieT 60-70%. TecT BKIIOYAET:

e ompeneeHue TpeX OMOXUMUIECKUX MapKepoB B

CHIBOpOTKe MaTepu: o-(deromnporenHa (ADII),
B-XTY 1 cBOOOIHOTO 3CTPUOINA;
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e pacuer MoM s ADIT u B-XT'Y;

e ompeneieHNe pucKa cuHaApoMa JlayHa rmpu pox-
JIeHUM (paccuMThiBaeTcsl Ha ocHoBaHMKM MoM
C TIOIMpPaBKOM IJIST KaXKIOTO M3 3THX OCHOBHBIX
Tpex MapKepoB M BO3pacTa MaTepy Ha MOMEHT
poIoB);

® pacueT pucka nedeKra HEpPBHOI TPYOKU IIpu
poxneHny (Ha ocHoBe MoM ¢ mompaBKoOii 1Jis
A®DII 1 MaTepMHCKOTO BO3pacTa);

e ompeneieHUe prucKa TpucoMuu 18 mpu poxie-
Huu (Ha ocHoBe MoM c nomnpaskoit anst ACIT
B-XTY, a Takxke Bo3pacTa MaTepu).

Anba-deronporenn — 0el0K, CUHTE3UPYEMbIii
MPEUMYIIIECTBEHHO TIeUSHBIO TUI0A, KOHLIEHTPALIM
KoToporo Bo3pacTtaeT oT (0,2 HI/MJ IpPHUMEPHO OO
250 ur/mn Ha 32-it Henene rectaiiuu. [1oBbIIEHHBII
ypoBeHb ADII 1M03BOJISIET IPEATIOIOKUTh OTKPHITHIC
nedeKThl pa3BUTHSI HEPBHOI TpyOKM (aHAHIIEhaTHS,
spina bifida), IyImo4Hyo IpbIKY, aTpe3uI0 MUILEBOIA
WY IBEHANLIATUIIEPCTHOM KMILIKU, CUHAPOM Mek-
KeIs (KOMIUTEKC HacAeICTBEHHBIX aHOMAJIHIA: TIOJIH-
1 CUHOAKTWINS, TUIIOCTIANYSI, STIMCIIANNS, SKTOIMS
MOYEBOTO ITy3bIpsI, KACTOMBI TIOYEK, IMEYCHH, IOMI-
KEJTYIOYHOM XKeJIe3bl), HEKPO3 ITeYeHHU III0Ja BCIIC -
cTBUE BUpycHoi nHGeKuu. [loBeIIeHNe KOHIIEH-
tparmn ADII B ceiBopoTke KpoBr keHIwH Bo 11 m I11
TpUMeCTpax 06 peMEHHOCTH OIIPENEISICTCS TIPH TSKE -
JIO¥ TeMOMTUYECKOI 00JIe3HN 1 TIPpY THOCNIH TII0AA.
[Tonaratot, uro nmoBsieHue ypoBHI ADII cBsi3aHO ¢
JIN3MCOM KJIETOK TIIOJIA, B YACTHOCTHY IIUTOIM30M IIe-
yeHu. CHkeHHBIN ypoBeHb ADII cBUIETEIBLCTBYET
o cunapome JlayHa (Ha cpoke mocie 10 Hem), cMepT
IJI0Ja, CaMOIIPOM3BOJIBHOM BBIKHMIBIIIE, ITY3EIPHOM
3aHoce, Tpucomuu 18 u cunapome KiaiiHdensrepa.

CB00OIHBII 3CTPHO

HexoHbrornpoBaHHBII 3CTPUOJI COCTABIISIET TOJIBKO
9% oT Bcex (hopM 3CTPHUOJIA B MATEPUHCKOM ChIBOPOT-
Ke 1 HamOostee OJIM3KO OTpaxaeT (peToIualieHTapHOoe
npou3BoncTBo. [Ipy HOpMaabHOM pa3BUTUHU IUIOAA
BBIPa0OTKA 3CTPHOJIA MOCTEIICHHO PACTeT, JOCTHUTas
MakcHMyMa Ha 36-ii Henene rectaunu. [TokazaHusi-
MH JIJIST OTIpEIeIeHIST CBOOOTHOTO 3CTPHOJIA B KPOBU
MaTepH SIBJISIIOTCST BO3pacT MaTepu crapiie 35 JeT U
oTa crapie 45 JIeT, ceMeifHoe HOCUTEIIBCTBO XpO-
MOCOMHBIX 00JIe3HEl, ITOPOKHM Pa3BUTHS Y TIPEIbI-
OYIINX OeTeil, IPUBBEIYHOS HEeBBHIHAIIIMBAHUE, IIPHEM
LIMTOCTATUKOB ¥ aHTUARIMIWICIITUUSCKIX ITPETIapaToB.
Hwuskue KoHIIeHTpamuy CBOOOTHOTO 3CTpHOJA Ha-
Omomatorcst pu cuHIpoMe JlayHa u Tpucomuu 18,
aHBHIIe(paNK IUIONA, TUIIOIUIA3MH HAATIOYCUYHUKOB
IJI0AA, a TAKKE CBUIETEIBCTBYET O PUCKE 3aICPXKKU
pocTa I1014a, ero rudenu, Rh-uMMyHr3anmm.

ITpu GepeMeHHOCTSIX ¢ 9MOPUOHAIBLHBIM CUHIPO-
MoM [layHa, cuHmpomom TepHepa (MoHOcomus X)
ypoBHU ADI] 1 HEKOHBIOTUPOBAHHOTO 3CTPHOJIA 10-
CTOBEPHO HIXE, a ypoBeHb 3-XI[Y BbIllle HOPMBI.

Brigensior ¢akTophl, KOTOPHIE BIMSIOT Ha Kojie0a-
HMe KOHIEHTPALMX MapKepoB B CBIBOPOTKE KPOBH.
K H1M oTHOCSTCS: BeC MaTepu (3KEHILUHBI C OOJIbIINM
BECOM 00JIaIa0T ITOBHIIIEHHBIM 00eMOM KPOBHU, KO-
TOPBII «pa30aBsIeT» KOHICHTPALUM HCCICAYeMbIX
BEILIECTB), MHOTOIUIOAHAs OepeMEHHOCTb, Auabde-
TUYECKUI CTaTyC (KOHLEHTPALMS B CBIBOPOTKE TPEX
MapKepoB HIXKeE Y KSHIIH ¢ IMa0eTOM, PUCK AeheK-
Ta HepBHOI TpyOKW Bo3pacrtaeT B 10 pa3), KypeHue
(ADIT > 5%, yposenb actprona < 4%, a KOHLEHTpa-
uusg XIT'Y < 20%). YpoBHU MapKepoB M3MEHSIOTCS
TaKXe TPU BO3HUKHOBEHUM OEPEeMEHHOCTH ITyTeM
HMCKYCCTBEHHOI'O OIUIONOTBOPEHUSI, TIPU 3TOM YpPO-
BeHb XI'Y BblllIEe, a CBOOOAHOIO 3CTPUOJIA HUXKE.

V3U Bo Il TpumecTpe GepeMEeHHOCTH TaKKe MMe-
€T OOJIBIIYI0 IUATHOCTUYECKYIO IIEHHOCTb, IIO-
CKOJIbKY BBISIBJISIET TIPU XPOMOCOMHBIX aHOMAaJUsIX
1 TTIOpPOKaX pa3BUTHUS XapaKTePHbIC CUHIPOMAaIIbHBIE
npusHaku. [Ipu oOHapyXeHNM KPYITHBIX ITOPOKOB
pa3BUTHS IUIOAA PEKOMEHIOBAHO IIPOBEACHUE TIPe-
HaTaJIbHOTO KapUOTUIMPOBAHUS IJI01a, TaK KaK 3TO
MO3BOJISIET MOJYYUTh MH(GOPMALIMIO O BO3MOXHOM
MIPUYMHE BO3HMKHOBEHHUS IIATOJOTUM M OICHUTH
PUCK IIOBTOPHOTO BO3HMKHOBEHMSI NAHHOU IIPO-
OJIeMbl IPU ClIeAyIolei 6epeMeHHOCTH. Pa3inyHbie
ITOPOKM Pa3BUTHUS BBISIBIAIOTCA Y 75% TI0H0OB IpH
tpucoMuu 21 u'y 10-15% 1miomoB py HOPMaJIbHOM
KapuoTuIe.

Bpauyam XKeHCKMX KOHCYJIbTAllMi 1 aKyllepaM-THh-
HEKOJIOTaM [JPYIUX YYPEXKIEHUN 30paBOOXpPAHEHUS
11eJ1eCo00pa3HO YUYUTHIBATh, YTO OTKJIOHEHUSI yPOBHEN
CBIBOPOTOYHBIX MAapKepOB CIIEAyeT paccMaTpHUBaTh
Kak aprymMeHT i 6osiee TyboOKoro oo0cjaemnoBaHMS
O6epemeHHoi. Ilpy nmpeHaTaJlbHOM KOHCYJBTUPOBA-
HMM PEKOMEHIYEeTCSI MCIIOJIb30BaTh KOMITBIOTEPHYIO
AKCIIEPTHYIO CHCTEMY, B KOTOPOIl YUUTBHIBAIOTCS BCE
BBISIBJICHHBIC (DAKTOPHI PHCKA, YTO TO3BOJIUT MHIM-
BUIYaJIM3UPOBATh IMOKA3aHUSI K IIPOBEICHUIO MHBA-
3UBHBIX METOIOB MPEHATATbHON AUATHOCTUKMU.
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IIpenaranbHa JiarHOCTHKA Yy MNpakTHLi aKymiepa-
rinekoJjiora

T.I. Pomanenko, O.1. Yaiika

PoskpuTta posib npeHaTaJbHOI AiarHOCTUKH Y TIPO-
(inakTuLi cnagkKoBOi Ta BPOJXKEHOI MaTOJIOrii, 110

JlabopaTopHas guarHoctuka

BKJTIOYA€ KOMIUIEKC HEMpSIMUX (OOCTEXEHHS BariT-
HOI XiHKM) i mpsMux (6e3nocepeaHe 00CTeXEHHS
TJ10[]a) METOAIB MOCHiIXeHHS. ONMUCcaHOo eTanu Cy-
YacHOI MpeHAaTalbHOI AiarHOCTUKM, a TaKOX YMOBU
JUTSL SIKICHOTO MpeHaTaIbHOTO CKpUHiHTY. OCO0IUBY
yBary MpuUIiJIeHO BUSIBJIEHHIO MapKepiB BPOAXKEHOI
Ta XpOMOCOMHOI MaTOJIOrii, 0i0XiMiYHMM TMOKa3HU-
Kam.

KmiouoBi ciaoBa: mpeHatanibHa diarHOCTHMKA, BPO-
JDKEeHi aHOMaJtii, XpOMOCOMHA MaTOJIOTisl.

Prenatal diagnostics in obstetric practice

T. Romanenko, O. Chayka

There is revealed the role of prenatal diagnosis
in the prevention of hereditary and congenital ab-
normalities, which includes a complex of indirect
(examination of the pregnant woman) and direct
(direct examination of the fetus) methods. It is
described stages of modern prenatal diagnosis, as
well as conditions for quality prenatal screening.
Particular attention is paid to identifying markers of
congenital and chromosomal pathology, biochemi-
cal parameters.

Keywords: prenatal diagnosis, congenital anomalies,

chromosomal abnormality @

1AMAXKECT

JloMawHue pogsl 0Ka3anuch B YEmbIpe pasa
onachee GoNbHUYHBIX

Ponpl B foMaliHMX yCIOBUSIX, Aaxe B MPUCYT-
CTBUM aKYIIEPKM, IO MEHbIIEH Mepe B UYEeThIpe
pa3a MOBBIIIAIOT a0COMIOTHBINA PUCK CMEPTU HO-
BOPOXIEHHOTO T10° CPAaBHEHUIO C POAAMU C TOM
K€ aKyllepKoi B YCJIOBMSIX cTalimoHapa. [Ipuuem
3TOT PUCK CBSI3aH UMEHHO C MECTOM, T/ IIPOXOAST
POIIbl, @ He C KBaIM(UKallMel MPUHUMAIOIIEro UX
nepcoHana. TakoBbl UTOI'M HanboJee MacITabHO-
r0 U3 IIPOBOIMBIIHUXCS 10 CUX ITOp B 3TOI chepe
PECTPOCIIEKTUBHOIO KOTOPTHOIO MCCIEI0BAHUS,
MPEICTaBIEHHOIO Ha €XEroaHoi KoHdepeHIUU
aMepukaHckoro O01ecTBa MaTepMHCKO-(heTalb-
Hoii MeauiHBI B HoBoM OpiieaHe.

ABTOpbl HcciaemoBaHus A. Grunebaum u
E Chervenak, cnenuamuctsl M3 New York-
Presbyterian/Weill Cornell Medical Center, mpo-
BeJIM aHaau3 AaHHBIX [IeHTpPOB MO KOHTPOIIO U
npodunaktuke 3aboneBanuit CIHA (CDC) o
CMEPTHOCTH Cpeln HOBOpOXAEHHBIX ¢ 2007 1o
2009 . IIpu 3TOM aHAIU3UPOBAIU JTAHHBIE TONb-
KO O JOHOIIEHHON OTHOIJIOTHON OepeMEeHHOCTH
1 HOBOPOXIEHHBIX, HE MMEIOIIUX BPOXICHHBIX

AHOMaJINIA, ¢ Maccoii mpu poxkaeHnu ooiee 2500 1.
[Tom TepMUHOM «HEOHATaJbHAsE CMEPTHOCTb» aB-
TOpHl IOHMMAJIM CMEPTh MIIAJCHIA B TEeUCHUE
28 mHeii TIocie MOSIBJICHUS Ha CBET.

B utore ObLIO yCTaHOBJIEHO, YTO YPOBEHb He-
OHATaJIbHOM CMEPTHOCTH B CJIydae ILIAHOBBIX JO-
MAaIlIHMX POIOB, JaXe B IPHUCYTCTBUH aKYIICPKH,
3HAYUTENILHO BBIIIE, YeM IIPHU IDIAHOBBIX POIaxX B
YCIOBUSIX MEIMIIMHCKOTO yupexaeHust. Tak, abco-
JIOTHBIN PUCK CMEPTH HOBOPOXKIECHHOTO B CIIyJac
pPOIOB B IPUCYTCTBUM aKyIIEpKX B OOJbHUIHBIX
ycaoBusix cocTapisieT 3,1 Ha 10 Thic. poXAeHUIA.
B cirygae moManrHux pomoB ¢ KBaIU(UIIMPOBAHHOM
aKyllepKo# 3TOT moka3zaTesib cocTapiseT 13,2. Eciu
peub MAET O TIePBBIX poax, IoKa3aTellb BO3pacTaeT
ceMuKpaTHO — 10 21,9 Ha 10 ThIC. poXKIEHUIA.

Ecnu nabmogaemast 8 CIIIA TeHaeHUUSI K po-
CTYy KOJIMYECTBA TOMAIIHUX POIOB C aKyIIEePKOI,
KOTopas ceiiyac cocraBisieT mopsaka 6% B rof,
COXPaHUTCS, TO TIOKA3aTeIh JTOMOJTHUTETbHOMN He-
OHaTajbHON cMepTHOCTU K 2015 I mpakTUYecKu
YIBOUTCS, HOCTUTHYB YPOBHS 42 HOIOJHUTEIIb-
HBIX CMepTeil HOBOPOXKIEHHBIX B TO/I.
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