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BBEJIEHUE
3HaHue anropuTMa ooOclieoBaHUs OEpEMEHHBIX Ha BBISBIEHUE MOPOKOB pa3-
BUTHS TUIOZa UMEET BaKHOE 3HAUCHHE JJISl KIMHUIINCTOB U YYAaCTKOBBIX MEIUATPOB B
TOM 4HKcJe. ITO MO3BOJIAET UM JIy4llle OL[EHUBATh COCTOSSHUE HOBOPOXKIEHHBIX, IIPO-
THO3UPOBATh TEMIIbI pa3BUTHS peOeHka U (popMynupoBaTh MPOYUIAKTUYECKUE Me-
poripusiTHs. 3Has HOPMAaTUBHBIE TOKYMEHTBI, METOAMKY MPOBEICHUS U JUArHOCTH-
YECKHE BO3MOXKHOCTH METOJIOB MPEHATAIBbHON TUAarHOCTUKU COCTOSIHUS IJI0/1a, y4da-
CTKOBBIU TIEAMATP MOXET MOMOYh B MOTHUBAIIMH BHITIOJHEHHS] CKPUHUHTOB OYIyIIH-
MU MaTepsiMU, OCOOEHHO, €CJTH B CEMbE YXKE €CTh JIETH C TOPOKAMU Pa3BUTHSL.
Ilpenamanvnasa ouaznocmuka — 3TO KOMIUIEKC BpayeOHBIX MEPONPHUITHI U
JUarHOCTUYECKUX METO/IOB, HANpaBICHHBIX Ha BBIABIECHUE MOP(OIOrHUECKUX,
CTPYKTYPHBIX, GYHKIIMOHATBHBIX UM MOJIEKYJISIPHBIX HAPYIICHUH BHYTPUYTPOOHOTO
pPa3BUTHS TUI0JA. DTOT pas3ziell MEIUIMHBI HAXOJAUTCS Ha CTHIKE HECKOJIbKHUX CICIIU-
IBHOCTEHN — aKyIllepcTBa U THHEKOJIOTHH, TeHETHKH, YIbTPa3BYKOBOM JUArHOCTHKHU
U ABJISIETCS] BAKHBIM pa3[elioM MPaKTUYECKOro 3/ipaBooxpaHeHus. [loaromy HEeoOxo-
JMa TMOATOTOBKA CIEIUAINCTOB, 00JaAar0IUX MHOTOOOpa3HbIMH 3HAHUSIMH, CIIO-
COOHBIX KOMIUIEKCHO MOJOWTH K JaHHOM MpoOiieMe, rpaMOTHO MPOKOHCYJIBTUPOBAThH
NAIMEHTKY U OIPENEIUTh TAKTUKY BEJICHUSI OEPEMEHHOCTH.
3aoauu npenamanvHoll OUAZHOCMUKU.
e [IpenocraBiieHre pOAUTENSM HCUEPIBIBAIOLIEN HH(OPMAIIUU O CTEIIEHN PUCKa
pOokIeHus 00JIbHOTO peOeHKa
e (OO0ecrneyeHue paHHEW ITUATHOCTUKU BHYTPUYTPOOHOW MATOJOTMU U OINTH-
MaJIbHON TaKTHKHU BEACHUS OEpEeMEHHOCTH
o [lpu moaTBepkACHUN HaIM4UUA y peOCHKAa I€HETHUECKOro 3a00JIeBaHUs C He-
OJIarONpUATHBIM IIPOrHO30M ISl KM3HU M 370pPOBbsI — IPENOCTABICHUE WH-
dbopMan 0 BO3MOXKHOCTU TpephIBaHusl OepeMeHHOCTH (cMm. mpuka3 Ne736
Munznpasa Poccuu «O06 yTBepKACHUMN TIEPEUHS METUIIMHCKUX TTOKa3aHUM s
MCKYCCTBEHHOI'O TPEPHIBAHUS OEPEMEHHOCTH)

e OmpenenieHre MPOrHo3a 310POBhs OyAYIINUX AeTel



FOpuouueckue acnekmul npeHamaiIbHOU OUAZHOCIUKU.

Jlis ipoBeieHHsI TIpeHaTadIbHOW AMAarHOCTUKH TpeOyeTcs MHPOPMHUPOBAHHOE
cornacue nanuenTku. Cormacue oTia Oyayiiero peOeHka He TpeOyeTcs, He3aBUCUMO
OT TOT0, COCTOMUT JIM NanueHTka B Opake. [lannenTka Takxe UMEET MPaBO CaMOCTOS-
TEJNBHO MPUHUMATh pelIeHre 00 0TKa3e OT MPOBEACHUS MPEHATAIbHON TUArHOCTUKU
(Kax MHBa3MBHOM, TaK U HE MHBa3UBHOI). B HacTos1Iee BpeMs HEKOTOPhIE KEHIIIUHbI
BBIPAJKAIOT OIMACEHHUs, YTO UM OyJleT OTKa3aHO B HAOJIOJIEHUU B KEHCKOW KOHCYIb-
TaI[MH B CIy4ae OTKa3a OT MPOBEJACHUS KOMILUIEKCa MPeHaTaIbHOM TUarHOCTUKY. He-
00X0AMMO OOBSICHUTH MAlMEHTKE, YTO MPOBEICHUE TAHHOTO HCCIECIOBAHMS ITO €€
paBo, a He 0053aHHOCTh. [Ipy 3TOM, eclii MalreHTKa OTKa3bIBAETCS OT MPOBEICHUS
MEPONPUITUNA, BKIIOUEHHBIX B MIPEHATAIbHYIO JUATHOCTHKY, CIIEAYET MPOUHPOPMHU-
pOBaTh €€ O BO3MOYKHBIX MOCJEICTBUAX 3TOTO OTKa3a, U OOBACHUTH, KaKue MpeuMy-
IIECTBA JA€T 3TO UCCIIEOBAHUE.

Pemenne o npepbiBaHuN OEPEMEHHOCTH OCTAETCA 332 POAUTENSIMH, HO JIUIIH B
TOM CJIy4ae, €CIi MpPEeHATAIbHBIM KOHCUIMYMOM YCTAaHOBIIEHO, YTO €CTh MOKa3aHUs
JUIA TIpepbIBaHUsI OEPEMEHHOCTH 10 MEIUIMHCKUM TMOKa3aHusM. B mpoTHUBHOM ciy-
Yyae ceMbsl UIMEET MPaBO MPUHATh PEUICHHE O NPEephIBAHUU OEPEMEHHOCTH JIMIIb 0
12 Hepenb. B ciyuyae BbIsIBIEHHS IOPOKA Pa3BUTHS C OTHOCUTEIBHO OJaronpusTHHIM
IIPOTHO30M (HaAIpuUMep, paciieanHa BepXHel ryObl U TBEpJ0ro Heba) mpeHaTaaIbHbIM
KOHCUJIMYMOM CKOpe€e€ BCEro OyJeT BBIHECEHO pelieHue 00 OTCYTCTBUU MEIUIMH-
CKUX MPOTUBOMOKA3aHUH JIJIsl BRIHAIIMBAHUS OEPEMEHHOCTH, U JaXKe B CIydae, €Ciu
CEMbsl HACTaWBAET HA MPEPHIBAHUN JAaHHON O€PEMEHHOCTH, OHO HE OYJET MPOBEICHO,
€CJIM CPOK OEpEeMEHHOCTH cocTaBiisieT Oonee 12 Hemenb.

[Ipy HAMMUYKUK XPOMOCOMHBIX AaHOMAJIUN, MOATBEPKIECHHBIX KapUOTHUITUPOBA-
HUEM IUT0/1a, JINOO APYTUX FEHETUYECKUX 3a00JIeBaHUMN UM MOPOKOB Pa3BUTHUS C He-
0JIarONpPUATHBIM MPOTHO30M JUISl KU3HU TUIO/IA, MpephIBAHUE OEPEMEHHOCTH MOXKET
ocymecTBIAThCSA 10 22 Henenb. [Ipuka3z Ne 736 «OO0 yTBepKIeHUH TEPEUHS MEIH-
[IUHCKUX MOKa3aHUi 715 mpepbiBaHus OepeMeHHocT» Munsnapasa Poccun nomycka-
€T IpephIBaHUE B CPOKE TOciie 22 Heledb B UHIUBUAYAIbHOM MOPSJIKE MO PEIICHUIO

KOHCHJIIMYMaA Bpaqeﬁ, OJHAKO B 3TOM CJIy4a€ BO3ZHUKHCT MHOI'O BOIIPOCOM 3THYCCKO-



ro U IOPUIUYECKOr0 XapaKTepa, TaK Kak pokaeHue pedeHka B cpoke Oonee 22 He-
JIeTb COOTBETCTBYET KPUTEPHUSIM KUBOPOKACHH. [103TOMY ITpakTHYECKH BCET/Ia TpU
BBISIBJICHUH TTOPOKOB PA3BUTHSI U XPOMOCOMHBIX aHOMAJIMM B cpoke Oosiee 22 HEeenb,
KOHCHUJIMYMOM MTPUHUMAETCS PEIICHNUE O MPOJIOHTUPOBAHUH OEPEMEHHOCTH.

Cornacao pexomenaarusiMm BO3 renernueckoe TECTUPOBAHHUE IOHKHO OBITH
00poBONBHBIM. [Ipy ATOM MaIMEeHT A0KEH MOTYyYUTh BCIO HHPOPMAIUIO O LEJAX U
BO3MOXHBIX pe3yJibTaTax CKpuHUHTra. Eciiu nedenue u npoduiaakTuka 3a00jieBaHUsS
BO3MOXHBI HEOOXOIMMO WX HadaTh. Ba)XKHO MOHWUMATh, YTO MPEHATAIbHAS JUATHO-
CTHKA JO/DKHA OBITh JOCTYITHA MAIMEHTKE HE3aBUCUMO OT €€ B3TJIS0B HA MpEephIBa-
HUEe OepeMeHHOCTH. B Hacrosmiee BpemMs Bce OOMbINe KSHIIUH OCO3HAHHO OTKAa3bI-
BAIOTCS OT MPEphIBaHUS OEPEMEHHOCTH TIPH OTNPEJICICHUH Y T10/1a cuHapoMa JlayHa,
TE€M HE MEHEE, OHU XOTST OBITh 3apaHee WH(OOPMHUPOBAHBI O HAIIMYUHU ITOTO COCTOSI-
HUS1, YTOOBI MOATOTOBUTHCS K POXKIECHUIO 0COO0T0 peOeHKa.

Amuyeckue NPUHYUNBL NPEHAMATbHOU OUAZHOCHUKU

HampaBnsis KeHITUHY Ha MPOBEACHHE MPEHATAILHOW JTHArHOCTHKH, HE0O0XO-
JTUMO PYKOBOJICTBOBATHCS CJICAYIOIIUMH TPUHITATIAMH:

- IpeHaTaIbHas TUArHOCTHKA MTPOBOJUTCS Ha JOOPOBOJILHON OCHOBE;

- IaHHBIW BUJI TUATHOCTUKU JOJHKEH OBITh TOCTYIIEH JKEHITUHE HE3aBUCUMO OT
ee B3IJIsiJa Ha IpepbiBaHuEe OepeMEeHHOCTH (ITPOBEJACHHBIE MCCIIEIOBAHMS MOKa3alH,
YTO €CJIU Y JKEHILUHBI poxkaaeTcss peOeHOK ¢ cuHIpoMoM [layHa, TO OHa UCIIBITHIBAET
3HAYUTENBHO MEHBIIINN CTPECC, B CIIyyae €CJIM OHa 3apaHee 3Hajla O HaJTu4UU JTAaHHO-
ro IMarHo3a y peoeHka);

- 1IeJTb TIPeHATAIbHON JTMarHOCTUKU — TOJydyeHrne MHGOPMAIMK O COCTOSHUU
3J10pOBbsI peOeHKa.

- MpU MOJyYEeHUHU UHPOPMALIMU O HAIMYUU T€HETUYECKOTo 3a00JIeBaHUs WU
MOpOKa PAa3BUTHS y TJI0JA, U HATUYUKM HEOJIArompHUsTHOTO MPOTHO3a AJISA KU3HU U
30pOBbs OyayIIero pedeHka, BHIOOp OTHOCUTEIBHO MPOAOJIKEHHUS OEpEeMEHHOCTU
0CTaeTcs 3a CyNpyraMu.

B coBpemeHHOM O0OIIIeCTBE BaKHYIO POJb B (DOPMHUPOBAHUU ITUUYECKOH CO-

CTaBJ'IﬂIOH_Ief/'I O6HI€CTB€HHOFO CO3HAaHMA UI'paCT PCIUIUsA, 4alllC BCCTO IMAIUCHT NHTC-



pecyercs MHeHueM Pycckoit IlpaBocmaBuoit niepku (PIIL[). Muenue PIIL kaca-
TEIbHO PA3JIMYHBIX METOJIOB JUArHOCTUKHU M JICUYEHUS U3JI0KEHO B JOKyMeHTe «Oc-
HOBBI colMaibHOW KoHuenuuu Pycckoil IlpaBocnaBHoil umepkBu», pasgen Xl —
«[Ipobmembr 6mosTukm» (2000 rox). B aTom nokymente uznoxena nosunus PIIL ka-
caTelIbHO MpeHaTabHOW TuarHocThuku — «lIpeHaranbHas IMarHOCTUKA MOXKET OBITh
OTlpaB/iaHa TOJBKO B TOM CJy4yae, €Cliu Mpearnoiaraercs JieueHue nanuenta (peoeHka
BO UpeBe), a He ero yomiicTBo. IIpaBoM Ha >XU3HB, JTI000BH U 3a00Ty 00JagaeT Kax-
JIbIA YEeJIOBEK, HE3aBUCUMO OT HAJIM4YMs Y HErO TeX WM UHBIX 3a0o0ieBanui». Takum
o0pa3oM, camo 1o cebe MpoBeIeHNE MPEeHATaTbHONW TUarHOCTUKH IIEPKOBb HE OCYIK-
JAeT, OJJHAKO IMpepbIBaHHE OEPEMEHHOCTH NPHU MOJYyYEHUU HEOIarompusiTHOrO pe-
3yJlbTaTa, C PEIUTHO3HOM TOYKH 3PEHUS HEMPHUEMIIEMO.

Cocmaenatoujue npenamanbHoil OUAZHOCMUKU
B npenaranbHyt0 AMArHOCTUKY BXOJAT CIAEAYIOIINE TaIlbI:

e cOOp aHaMHe3a U MPEATECTOBOE KOHCYJIbTHPOBAHUE;

® yIbTPa3BYKOBas AUArHOCTHKA;

e j1abOpaTOpPHBIE METOBI UCCIIEAOBAHUS;

® IIOJIyYCHME M HCCIIEJOBAaHUE TUIOAHOIO MaTepuaa;

® UHTEpHpPETALHUs MOTYYEHHBIX JaHHBIX U TIOCIETECTOBOE KOHCYIbTUPOBAHUE.

B nHacTosiiee Bpems npeHaTanbHas JUArHOCTUKA SIBIsieTCS OypHO pa3BUBAlO-
mieiics 00acThi0 MeTUIIMHCKON Hayku. COBpeMEHHbIE OCOOCHHOCTH IPEeHATaIbHON
JMArHOCTUKH — 3TO aKIEHT Ha MEpPBbI TpUMECTp OEpeMEHHOCTH, TPEXypOBHEBas
CUCTEMa OKa3aHWs MEAUIMHCKOM IMOMOIIM W TOSIBIIEHUE HOBBIX T€HETHYECKUX

TCCTOB.



METO/JIbI IPEHATAJIBHOM JUATHOCTUKH
Metopl NpeHaTalIbHON AUATHOCTUKH TTOAPA3JEIAIOTCS Ha TIpsIMbIe (KOT1a UC-
CJIeAyeTcsl HEMOCPEACTBEHHO CcaM IUJI0OJ WJIM MaTepual IJIo/la) U He mpsiMble (Koraa
BBIBOJIbI O COCTOSIHMHU IO/ JIETIAIOTCS MO pe3yJbTaTaM HCCIEIOBaHUN MaTepu).
Kpome Toro, cyiiecTBytoT HEMHBa3MBHbIE U MHBA3UBHBIE METOJIbI. Bce 3T MeTob

IpEeACTaBIICHBI HA puc. 1.

MeTtoab! [

Henpsamble Mpamble

HeunHBa3uBHbIE MHBa3nBHbIE

. ObLeknuHuYyeckoe l

obcnenoBaHve U . . ABX
adHaMHe3
[eHeanorn4yeckumn
MeTon

. JlaBopatopHoe 1
WHCTPYMEHTallbHOE X KOp,ElOLleHTBS
obcnepnosaHue

. AHanua
ambpuocneymcuryeck . Buoncus
mx 6enkoB TkaHew nnoga

. MnaueHToBuon
cus

. AMHMOLEHTES3

. deTockonus

Puc. 1. MeTtoasl npeHaTaIbHON JUArHOCTUKH.

JIroOast mpeHaTabHasl JUArHOCTHKA HAYMHACTCSl CO cOOpa aHaMHe3a MaTepH, U
YK€ Ha 3TOM 3Talle MOXKHO CJIejIaTh KaKue-TO MpeaBapuTeIbHbIe BEIBOIBI. Kitaccnye-
CKHU TIpUMep — ONpeJeicHne prucka cuHapoma JlayHa sl io/ia B 3aBUCUMOCTH OT
BO3pacTa MaTepH.

['eHeasorudecKuii MeTO I MoIpa3yMeBacT aHaIU3 JaHHBIX O HACIEACTBCHHOCTH
B ceMbe OyJyIiero peOeHKa U COCTaBJICHUE Po0CIOBHON. C MOMOIIBIO 3TOTO METO-
J1a MOXKHO, HarlpuMep, OLICHUTh PUCK MOHOTCHHOM MaTOJIOTHH.

JlaGopaTopHOEe M MHCTPYMEHTAIBHOE OOCIICIOBAHNE MATEPH TOXKE SIBISIOTCS

YacThIO MPEHATAIbHOM JAUArHOCTUKUA. OHO OTpa)kaeT COCTOSHUE 3]I0pPOBbSl MAaTEpH,
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OT KOTOPOr'0 HaIpsIMYIO 3aBUCHUT 3JI0pOBbE Oynyliero pebeHka, uis KOTOporo opra-
HU3M MAaTepH SBIIIETCS OKpyKaromen cpenord. Ha ceromHsmHuii AeHb CUMTAETCH,
YTO TO, YCJIOBHSI, B KOTOPBIX HAXOAMWIICA IUIOJ B YTpoO€ MaTepu, ONPEAEISIIOT IUre-
HETHYECKHE MOAU(PUKAIINH, OT KOTOPHIX 3aBUCUT Pa3BUTHE B OYIyIIEM XPOHUUYECKUX
3a0oneBaHuil y pebenka. Hampumep, U3BECTHO, YTO €CIIM Y MaTepH MpH OepeMeHHO-
CTH OblIa TUIEPIIIMKEMHUS], TO Y peOEHKa B T€UEHUE MOCIEAYIOUIEH KU3HU MOBBIILIEH
PHUCK pa3BUTHUSI CaxapHOro nuadera 2 TUMa, OXKUPEHUS U CEPIEeYHO-COCYAMUCTHIX 3a-
OoseBaHUIl.

Ananu3 amo6puocnermpuueckux 6enko (PAPP, XI'H, A®DII) — BaxxHast 4acTh

IPEHATAIBHOTO CKPUHHUHTA, OTHOCAIIASACS K HEMPSAMBIM METOJaM TuarHoCcTUKu. He-
CMOTpS Ha TO, YTO, KaK MPABWIO, BEIPAOOTKA JAHHBIX OEJTKOB MPOUCXOIUT TOIBKO
pu OEPEMEHHOCTH, B HEKOTOPBIX CITy4asix, OHU MOT'YT 00pa30oBbIBATHCS U BHE Oepe-
MEHHOCTH, HallpuMep MPH HEKOTOPBIX OHKOJIOIMYECKUX 3a0o0jeBaHMsIX. BbiBoabl 00
YPOBHE PHCKa POXKJICHHs peOCHKA ¢ TaTOJOTHEeH, OCHOBAaHHBIC HAa aHaJIM3¢e dMOpHOC-
neuupuyeckux 0eaKoB, SIBISIOTCS JIUIIb TPUOIU3UTETHLHBIMU.

K HenHBa3WBHBIM MPSMBIM METOJAM OTHOCSITCS YJIbTPa3BYKOBOE HCCIIEIOBA-
uue (Y3U1), kapaunorokorpaduto (KTT'), maraurope3onancuyo tomorpaduio (MPT)
wioga. Kpome Toro, kK HSMHBAa3UBHBIM MPSIMBIM METOJIaM, MOKHO OTHECTH M HEMHBa-
3UBHBIA MpEeHATAIBHBIN CKPUHUHT, OCHOBAaHHBIM Ha noayueHuu ghemanvHol (niooo-
eoit) ITHK u3 kposu mamepu.

K mHBa3MBHBIM METOIaM TOJYYCHHS TJIOJJHOTO MaTepHuana OTHOCATCS dchupa-
yus eopcun xopuona (ABX), niayenmobuoncus, amHuoyenmes, Kopooyenmes, Ouo-
ncus mxauel nioda. Meronpl aHaIW3bI TJIOJHOTO MaTepraia MOTYT ObITh TIPH 3TOM
pPa3IUYHBl — KapUOTUIITUPOBAHUE, XPOMOCOMHBIH MUKPOMATPUYHBIA aHAIU3, MOUCK
MyTallii, acCCOIMUPOBAHHBIX M MOHOTECHHBIMHU 3a00JI€BaHUSAMU, OMOXUMHYECKHUE
aHaJIM3bl U JlaXke TMCTOJIOTMYECKOe MCCIeIOBaHue (HampuMep, MpHU MOJAO3PEHUH Ha
Oysuie3Hbli snuaepMonn3). Takke K MHBa3UBHBIM METO/IaM OTHOCUTCS (PeTOCKOMus,
HO OJjarojapsi pa3BUTHIO YIIBTPA3BYKOBOW TUArHOCTHKU, METOJI B HACTOSIIEE BPEMS

HCIIOJIB3YCTCA PCAKO.
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¥Y3U B PAHHEM CPOKE BEPEMEHHOCTHU

[lepBoe Y3U OGepemeHHOM KEHIIMHE TIPU HE OCIOKHEHHOW OEpEMEHHOCTH U
OTCYTCTBUH OTSTOLIEHHOTO aHAMHE3a PEKOMEHAYETCS MPOBOJIUTH B CPOKE OepeMeH-
HoctH 11-14 Henens. OnHaKo, €CU B aHAMHE3€ y JKEHIIMHBI ObUTO Oecriioaue, He-
pa3BHBaroIascs OepeMEHHOCTh, CaMOIPOU3BOJIbHBIA BBIKHBIII, BHEMAaTO4YHas Oe-
PEMEHHOCTb, TM0O y HEe UMEIOTCS KaJIoObl Ha OOJU WJIM KPOBSHHUCTHIC BBIJCIICHUS,
WIM Yy Bpaya BO3HUKIIM KaKUE-TO MOJ03PEHUs HA HAJIMYUE OCJIOKHEHU OepeMEeHHO-
CTU (Hampumep, NMpu OMMaHyaJlbHOM BarMHajJbHOM HCCIEAOBAHUM BBISBIEHO HECO-
OTBECTBHE Pa3MEPOB MATKH CPOKy OepemenHoctn) Y3U MoxkeT ObITh MpPOBEACHO
paHbLIE.

B nacrosimee BpeMsi HeT yOeIUTEIbHBIX JTAaHHBIX, CBHIETEILCTBYIONIUX O TO-
BBIIIICHUHM pPHUCKa 3a00JIeBa€MOCTH TUJI0Ja MpHU MpoBeaeHur Y3M B paHHEM Cpoke.
V3U sBasieTcss 6e30macHbIM METOIOM M MO MOKA3aHUAM MOXKET ObITh MPOBEJICHO Ha
JT000M CpoKe O0EpEeMEHHOCTH, OTPAHUYEHHUN MO KOJIMYECTBY MPOBOAMMBIX MO HEOO-
xoauMoctu Y3U Het. IIpu 3TOM HE peKOMEHAyeTCsl MPOBOAUTH JIUIITHUE UCCIIEA0BA-
HUS TIPU OTCYTCTBUU MOKA3aHUMU, TaK KaK yAbTPa3ByK UMEET OIpeaeNeHHbIe (pru3nue-
ckue 3P ekt (HarpeB, KaBUTAaIys ), KOTOPbIE TEOPETUUECKH MOTYT OKa3aTh BIUSHUE
Ha TUTOJ.

Henu Y3U Ha paHHEM Cpoke OEPEeMEHHOCTH:

- OIpENETUTD JIOKAIU3AIUI0 OEPEeMEHHOCTH (MCKIIIOUYUTh BHEMATOUHYIO Oepe-
MEHHOCTb);

- YTOUHHUTH CPOK OEPEMEHHOCTH;

- OTIPEENIUTh KOJIMYECTBO YMOPHUOHOB;

- YCTaHOBUTH, UTO OEPEMEHHOCThH Pa3BUBACTCS.

[Ipoenenne Y3U npocto ans noaTBepkieHus pakrta 6EpeMEHHOCTH HE Tpe-
oyercs.

[Ipu TpaHCBarMHajIbHOM CKaHUPOBAHWM IJIOJHOE SMIIO OMpEENseTcsl He pa-
Hee, 9eM B Cpoke OepeMeHHOCTH 4,5 Hemenu (Korja AWaMeTp TUIOJHOTrO sifna 2-4

MM), cepjilieOneHrne SMOpPHOHa PETUCTPUPYETCS HE paHee YeM B 5 HeJeNb Mpu pas-
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Mepax 3MOpuoHa 2-4 MM (a B cpefHeM — B 6-6,5 Henenb OepemenHoctH). [lpu Tpan-

ca0JJOMUHAILHOM CKaHUPOBAHHUU YKAa3aHHBIC CPOKU CIBHUTAIOTCS HA HEJENO (pHC. 2).

Puc. 2. Y3U B 7 nenens 4 nus (KTP 14 mm) u B 8 nenens 6 aueit (KTP 24 mm)

Hannbie Y3U Taxke cooTHOcATCs ¢ ypoBHeM ropmona XI'Y. IIpu ypoae XI'H
BbIiie 1500 ME/n npu TpancBarnHaiabHOM HccienoBanud B 90% ciydaeB BO3MOXKHO
BHU3yaJIM3UPOBATh IJIOJHOE MO B MATKe, €CIU K€ IUIOAHOE U0 B 3TOM CIydyae B
MaTKe OOHapYXHUTh HE y/1aeTCsl, BBICOKA BEPOSATHOCTh BHEMATOUYHON O€pEMEHHOCTH.

B cinydae ecnu pazMepsl IIOJHOTO SiIA MPEBBILIAIOT 25 MM, a SMOPUOH HE
OTIPEJIEISACTCS, BHICTABISIETCS IUAarHO3 «aHAIMOpuoHus» (cM. puc. 3). Ilpu Hanmmuuum
sMOproHa pazMmepom Oosnee 5 MM B 90% ciydaeB onpenensieTcs cepaleOruenue, oT-
CyTCTBHE cepaneOneHust y SMOpruoHa 6onee 7 MM - HaJIe)KHBINH KpUTEPUi HEepa3BH-

BaroNIeiicss 6epeMEHHOCTH.

Puc. 3. AuamOpuonus (ImycToe mioaHoe Ao pazmepamu 37x18x25 mm).
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[Tomumo BHU3YyaJIN3alluH 3M6pI/IOHa N JTHUAarHOCTHKH OCJIO>)KHCHU M 6€peMeHHO-
CTH, 00s13aTeJIbHO JOJIKHBI OBITH OCMOTPCHBI MaTKa U IMPUAATKH AJIA UCKIIIOYCHUSA UX

ITIOPOKOB Pa3BUTHA U 00BEMHBIX 06pa3013aH1/H71, B TOM YHUCJIC 3] I0KaA4YCCTBCHHBIX.

MPEHATAJIBHBIV CKPUHUHT IEPBOT'O TPUMECTPA
Cornacno npukazy Munzapasa PO ot 01.11.2012 Ne572u (ITopsiaok okazaHus
MEUIMHCKON MOMOIIU MO NPOPUI0 «AKYIIEpPCTBO U THHEKOJIOTH» (32 UCKIIIOYE-

HUEM BCIIOMOTaTENbHBIX PENPOAYKTUBHBIX TEXHOJIOTMI)) IPU CPOKE OEPEMEHHOCTHU

11 - 14 Henenb OepeMeHHas KEHIIMHA HAMTPABISAECTCS B MEAUIIMHCKYIO OpraHU3aluIo,

OCYIIECTBIISIIONIYIO KCIIEPTHBI YpOBEHb MpEeHATaIbHON AMArHOCTHUKH, JJISI MPOBE-
JICHUS KOMIUIEKCHOM TMpeHaTalbHOW AMArHOCTUKHU HAPYIIECHUW pa3BUTHSA peOeHKa.
DTO uccIe0BaHUE BKIIOYAET MpoBeaeHue Y3U BpauamMu-crienuaaucTamu, mpories-
IIMMHU CIIEHHAIBHYIO MOJATOTOBKY M UMEIOIIMMHU JOMYCK HA MPOBEAECHUE YIbTPa3BY-
KOBOT'O CKPUHUHIOBOTO OOCJe0BaHUs B [-M TpuMecTpe, U OnmpeiesiecHue MaTepuH-
CKHX CBIBOPOTOUHBIX MApPKEPOB - CBSI3aHHOT'O C OEPEMEHHOCTHIO TJIa3MEHHOTO TPO-
teuHa A (PAPP-A) u cBoOonHON OeTa-CyObeqUHUIIBI XOPUOHUYECKOTO TOHAA0TPO-
nuHa (0era-XI'Y), - ¢ mOCIeYIOMUM IPOrPAMMHBIM KOMILJICKCHBIM Pac4eTOM HMHIH-
BU/TyaJIbHOT'O PUCKa POXKJEHHUS peOCHKa C XpPOMOCOMHOM MaTOIOTUEH.

Takum obpazom, B cpoke O6epemenHoctu 11-14 nenens (B CBepasioBCKOM 00-
JIACTH PEKOMEHJI0BaH cpok oT 11 Henmenb 5 nHei 1o 13 Hexenb 6 nHEM) OepeMeHHas
YKEHIIMHA HAMPABIISIETCS B MEXKTEPPUTOPHUATBHBIN KaOWHET MpeHaTalbHOW JUarHo-
ctuku (MKII), roe eit mpoBonutcst Y3U u 3a00p KpoBU 1151 aHalM3a OMOXUMUYE-
CKMX MapkepoB pucka. Jlaiee, Bce MOIyYEeHHbIE TaHHbIE (AHAMHECTHUYECKUE CBEJle-
Hus, pe3ynbTaThl Y3U u ananuza KpoBH) BBOJSATCA B CHEIUATBLHYIO KOMIIBIOTEPHYIO
nporpaMmy (4amie BCero MCIONb3yeTcs mporpamma Astraya) u mpoBOAMUTCS pacyer
pHUCKa [0 HAIMYHUIO Y TuioJa cuHapoma JlayHa (Tpucomus 21 XpoMOCOMBI), CHHIpOMA
DOnpapaca (tpucomusi 18 xpoMocomsbl) u curapoma Ilatay (tpucomust 13 xpomoco-
MbI). DTO camble PaclIpOCTPAHEHHBIE XPOMOCOMHBIC AHOMAaJIMHU, TaK 4acTOTa CHH-

npoma JlayHa B momynsiuuu coctaBisieT npumepHo 1:700, cunapoma DnaBapiaca

1:6000-7000, cunapoma ITatay 1:8000-10000.
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[Ipu Y3U ckpununre 1-ro Tpumectpa yTro4HsIETCs CpOK OEPEeMEHHOCTH Ha OcC-
HoBaHuu KTP (kom4unko-TeMEHHOTr0 pa3Mepa) ¥ MPOBOAUTCS OLICHKA aHATOMHUU TLIO-
na. Mapkepamu xpoMocoMHBIX aHoMauit (MXA), KoTopble HEOOXOAMUMBI JJISI OIICH-

KM pHUCKa C TMOMOIIbI0 Mporpammbl Astraya, sBisSIOTCS TOJIIMHA BOPOTHHUKOBOLO

npocrtpanctBa (TBII) u Bu3yanu3anus HOCOBOM KOCTH (B MPOrpaMMmy HE BBOJIUTCS

pa3Mep HOCOBOH KOCTH, B ITYHKT «BHU3YyaJIM3allUA HOCOBOH KOCTH» MOKHO BBECTH JIHU-
00 «ga», 0o «HET», IIO3TOMY IIPpH OTCYTCTBUHU U THUIIOIIJIA3UH HOCOBOM KOCTH PHUCK
IIOACYHUTHIBACTCA O)II/IHaKOBO). HpI/I XpOMOCOMHBIX aHOMAJIMUAX IIJIOJAa XAaPAaKTCPHO

yeeanuenue TBIT 6onee 3 MM M OTCYTCTBHE BU3YAIN3AIMHA HOCOBOM KOCTH (puc. 4).

Taxke MXA B mepBOM TpUMECTpPE SBISAETCS PEBEPCHBIAM KPOBOTOK B BEHO3HOM IIPO-
TOKE, HO NP KOMIIBIOTEPHOM PACUETE PUCKA 3TOT MOKa3aTeNb He yuuTsiBaeTcs. Io-
MHUMO 3TOT0, MHOTHE KPYIHbIE IOPOKU Pa3BUTHUS MOT'YT ObITh BBISIBICHBI YK€ B IEp-
BOM TpPUMECTpE — 3K33HLEe(DaIus (aHOMAIUs pa3BUTH, KOI1a TOJIOBHOM MO3I BBIXO-

JUT 32 Mpeaesbl KOCTel uepena), IByXKaMepHoe CepAlle, OTCYTCTBUE KOHEYHOCTEN U

IpyTHE.

Puc. 4. U3mepenne TBII u Busyanusarust HocoBoii koctu (NB)
npu Y3U B 1 Tpumectpe. *NB — nasal bone (HocoBast kocTb)
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[IpoBeneHre OMOXMMHUYECKOTO CKpPUHUHTA 1-TO TpuMecTpa BO3MOXHO ¢ 8-9
HEJIeb, OJTHAKO C OpPTraHU3alMOHHBIX MO3UIUNA d()PEKTUBHEE TPOBOAUTHL 3a00p KpO-
BU B OJMH JIeHb ¢ npoBeneHueM Y3, 4ToObl B 3TOT K€ JI€Hb MPOBECTH MOJCYET
YPOBHSI pUCKa (KOHUEMUUS KIMHUKU OJIHOro JHsA). B 1-M TpumecTpe nns aHanusa
ucrosb3yercs nBa mapkepa — PAPP-tect u 6eta-XI'Y.

PAPP (pregnancy associated plasma protein) cekpetupyetcst Tpodhobi1acToM u
JeUUAyaaTbHbIMU KIIETKAMHU Ha MPOTSHXKEHUH BCel OEpEeMEHHOCTH U SIBISIETCS PETyisi-
TOPOM MEXTKAHEBBIX KOHTAaKTOB MEXIY KJIeTKamHu Tpodobiiacta U IeUuIyaTbHON

tkaHu. [Ipu xpomocoMHbIX aHoMausax PAPP cankaercs.

bera-XIT'Y onpenensercs B KpoBU B OepeMeHHOH yxe uepe3 10-12 nueit mocnie
OIJIOJOTBOPEHUS], U JOCTUTAeT MakCUMyMma K CpokKy OepemenHoctu 11-12 Henens.

IIpu cungpome JlayHa 3TOT IMOKa3aTeNib MOBBIIIACTCS, IIPU CHUHAPOME aﬂBaD-

nca u llatay cHUKaeTcs.

buoxuMuueckre mMmokaszaTead MEHSIOTCS B pa3HbIC CPOKH OCPEMEHHOCTH H
ounenuBarorcss B Mom (multiple of median) — u3mepeHHOEe 3HAYCHHE ACITUTCS Ha

CPEIHIOI0 HOPMY JUIsl TAaHHOTO CpoKka OepeMeHHOCTH. B HOpMe mokaszaTenu JOJKHbBI

ObITh B mpenenax ot 0.5 1o 2.0 Mom. Oxrako HauOOJIbIIEe 3HAYCHUS UMEIOT HE OT-

JIEJbHBIC [TOKA3aTENN, & UTOTOBBII PUCK, BBIYACIEHHBIA C TIOMOILIBI0 KOMIIBIOTEPHOTO
II0JICYETA, YYUTHIBAKOLIETO BCE MTOKA3ATEIIN.

B 3akit0o4eHHH 110 IPEHATAIBHOMY CKPUHUHIY |-TO TpuMecTpa yKa3bIBalOTCs
JaHHbIE aHaMHe3a, pe3yabTaThl Y3U, ypoBeHb OMOXMMUYECKUX MapKepoB. B koH1e
YKa3bIBAETCS «OXKHUIAAEMBIM PHCK» XPOMOCOMHBIX aHOMalui. OXUIJaeMblii pHCK
CKJIa/IbIBaeTCsl U3 0a30BOr0 M MHAMBHUIYaJBHOTO pucKa, ba3oBblii pUCK 3TO BO3pac-
THOM PHUCK, OH OJHMHAKOB y BCEX JKCHIIMH OJHOro Bo3pacra. Hampumep, y Bcex
KEHIIUH B Bo3pacte 35 et puck tpucomuu 21 (cunapoma Jlayna) cocrasisiet 1:385.
Puck cunnpoma /layHa B 3aBHCUMOCTH OT BO3pacTa ykaszaH B Tabauue 1. MuauBuy-
AJBHBINA PUCK — ATO PUCK, ITOJACUUTAHHBIN C yYETOM HE TOJIBKO BO3PAcTa, HO M IPYTHUX

AHAMHECTUYECKUX JTaHHBIN, pe3yabTaToB Y3 1 ypoBHS OMOXHMMHYECKUX MAPKEPOB.
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Tabmura 1

Puck cunnpoma /layHa y mioga B 3aBUCUMOCTH OT BO3pacTa MaTepu

Bo3pact matepu Puck cungpoma /layna y niioga
25 1:1250
31 1:909
33 1:625
35 1:385
37 1:227
39 1:137
41 1:82
43 1:50
45 1:30
47 1:18

Cornacno npukazy M3 P® Ne 572H, nHBa3MBHAs AMArHOCTHKA MMOKa3aHa MPU

YPOBHE MHJUBUAYaJIbHOrO pucka 1:100 u BeIiie, MO0 NMpU HAIMYUKA TTOPOKOB pa3BU-

THS 110712 10 pe3ynbTaram Y 3U.

UyBCTBUTEIHHOCTh U CHEIU(PUIHOCTH JAHHOTO METOJa COCTaBISIOT COOTBET-
cTBEHHO 85-90% u 95%. Ilpu coOmroeHnn BCcel METOJOJOTHH CKPUHUHTA OH SIBJISI-
€TCsl JOCTaTOYHO 3(PPEKTUBHBIM, TEM HE MEHEE, BO3MOXHBI KaK JIO)KHOMOJIOKUTEb-
HbIE, TaK U JIO)KHOOTPULIATENIbHBIE PE3Yy/lbTaThl. B cilydae JI0KHO-OTPULIATENIEHOTO
pe3ysbTaTta MOXKET OBITh MPOITyIIeHa XPOMOCOMHAsl aHOMalus y moaa. [Ipu moxHo-
MOJOKUTEIBHBIX PE3YNIbTaTaX MOBBIMIAETCS KOJIMYECTBO HEOOOCHOBAaHHBIX WHBA3MB-
HBIX BMEIIATENbCTB — CPEIU KEHIIMH, HAIIPaBICHHBIX HA NHBA3UBHYIO TUATHOCTUKY
O pe3ylnbTaTaM CKpUHUHTA 1-TO TpuMecTpa, XpOMOCOMHBIE aHOMAJIMH Y IIJI0Ja
umerorcs He Oornee uem y 25-30%.

Ha pe3ynbTaTbl CKpUHMHTa MOXKET MOBJIHATH HETPABWIBHBIA TOJCYET CPOKa
O6epeMeHHOCTH, KBanuduKaiys Bpada Y3, npuem JeKapCTBEHHBIX MPETapaToB, CO-

MaTUYecKue 3a00JIeBaHUSI MaTEpH, yrpo3a CaMONPOU3BOJIBHOIO BBIKUbIIIA. CTOUT
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IIOMHUTb, YTO NPEHATAIBHBIN CKPUHUHT 1-ro TpuMecTpa 3TO HENPSIMOM METOJI AUar-
HOCTHKH, IO3TOMY €0 BO3MOKHOCTH OTPaHUYEHBI.

Jlaxke mpu 4eTKOM COOJIIOJICHUH CPOKOB oOcieaoBaHusi, Mmetononoruu Y3U u
OMOXMMHMYECKOTO HCCIIEOBAHUS, B TPYIIy BHICOKOIO PUCKa IOMAJaeT JUIIb OKOJIO
80% OepeMeHHBIX, UMEIOIMUX Iona ¢ curapoMmoMm J[layna. Iloatomy, TpeOyetcs
JalbHENIIEe yCOBEPIIEHCTBOBAHNE IIPEHATAIBHOIO CKPUHUHIA HA OCHOBHBIE AHEYII-
(0)7010%07 8

IIpuBenem knmHmueckuil npumep. Ilanmentka 38 yer, umeromas B aHaMHeE3e
OJIHY BHEMATOUHYIO0 OEpEMEHHOCTh, OOpaTHIIACh ISl MPOBEAEHUSI CKpUHUHTA | TpH-
MecTpa B cpoke OepeMeHHOCTH 12 Hepenb. Ilo pe3ynpraraM CKpUHMHIA PHUCK I10
cunapomy Jlayna coctaBun 1:750. [Tokazatenu Y3U Obutt B ipenenax HOpMBI B 1, 2
u 3 tpumectpe. B cpoke OepemenHocT 40 Henenb ¢ MOMOIIbIO ONEPALUU KecapeBa
CEUEHHUS POJIUJICA KUBOM JIOHOIIEHHBIH peOEHOK C OlleHKOH 1mo Amrap 7/8 Gamios,
maccor 3020 rpamm. Ilociie pooB KIMHWYECKHM NHArHOCTHUPOBAaH CHHIpOM /[layHa,
npu Y3U cepjiia BbISIBICH BPOXKICHHBIM MOPOK CEpAlla, TUATHO3 MOATBEPXKIACH Ka-

puoTHNMpoBaHHEeM. MaTh OTKa3ajlach OT peOeHKa.

IMPEHATAJIbBHBIF CKPUHUHI BTOPOI'O TPUMECTPA
Y3U-cKpUHUHT 2-TO TpUMECTpa MPOBOAUTCS B cpoke OepemeHHOCcTH 18-21
Hezens. BaxHo, 4ToObl MPY HATMYMK TOKA3aHUM K MHBA3UBHOM JMArHOCTHKE (TIOPO-
KOB Pa3BUTHs) BoBpeMs (10 22 HeIelb) YCIeTh IPOBECTH HHBA3UBHYIO JTHATHOCTHKY,
MOJIYYUTh PE3YNIbTAT U MPUHATH PEIICHWE O HAIWMYUU MEIUIIMHCKUX TTOKa3aHU CO
CTOPOHBI TIJI0]1a JUIsI IPEePhIBaHUSI OEPEMEHHOCTH.
Bo BTOpOM TpumecTpe 00s3aTeNbHO AOJIKHBI OBITh OCMOTPEHBI CIEAYIOIINE
CTPYKTYPBI:
® TOJIOBKA (KOCTH Yepera, MOJOCTh MPO3pavyHON MepPEeropoaKH, cepr Mo3ra, Ta-
JIAMYCBI, KEJYA0UKH, MO3KEUOK, OOJIbIIAsl [IUCTEPHA);
e 10 (TJIa3HUIIBI, TPOPITB, POT, BEpXHSs ryda);

e 11es (OTCYTCTBHUSI OOBEMHBIX 00pa30BaHUi);
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® TIpyAHas KJIETKa (JEerkue, cepeyuHas IesTelbHOCTh, 4 KaMepbl cepAlla, BEIBOI-
HBIE OTJIEJIbI )KEJTYJOUKOB, OTCYTCTBUE MPU3HAKOB THadparMaibHON IPhLKH);

® KUBOT (PKENyIIOK, OTJEJNIbl KHUIIEYHUKA HE PaCUIMPEHbl, 00€ MOYKH, 00JaCTh
MPUKPEIUICHUS MYTTOBUHBI);

e ckener (oTcyrcTBUE AePEKTOB WM OOpa3oBaHHI MO3BOHOYHUKA, HATUYME
BCEX CETMEHTOB KOHEUYHOCTEN U X HOPMAJILHOE PACIIOI0KEHNUE);

e [UIaleHTa (JIOKaIu3alMs, OTCYTCTBUE OOBEMHBIX OOpa30BaHUM, HaIU4YUE JO-
HOJIHUTEIIbHBIX JIOJIEK);

e nynosuHa (3 cocyna);

e TEeHUTAIMUH (Bpad He 00s3aH yKa3bIBaTh MOJ IJI0/1a, OJHAKO AaHATOMUS T€HHUTa-
JIUN OJKHA OBITH OIIEHEHA JJISl UCKJIFOYEHUS IOPOKOB Pa3BUTHA).

[Tpumeps! oTpaxeHs! Ha puc. 5a, 56, 5B, St

Puc. 5a. Cepaue niona Bo 2-M TpuMeCTpeE.
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humerus

—

Puc. 58. IIpoduns mnoga (Y3U, 2-it pumectp).
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Puc. 5r. ITozBonounuk mioaa (Y3U, 2-it pumectp).

Jlist Toro, 4ToObl MPUHSATH PELIEHHE O HEOOXOJMMOCTH WMHBA3UBHON NpeHa-
TaJTbHOW TUArHOCTUKU Ha OocHOBaHWHU Y3V -ckpuHUHTA 2-TO TpuMecTpa, Oblia mpe-
noxeHa OajulbHasg OIEHKAa PHUCKa XPOMOCOMHBIX aHOMAalWM IUIoAa. 3a aHaTOMHYe-
CKME HAPYUICHUS B CTPOCHUH IUIOAA, TUITOIIA3UE0 HOCOBOM KOCTH, TOJIIMHY IIEHHOU
CKJIaJIKU BBIIIIE 6 MM TpHcBauBaeTcs 2 O6ayia. 3a Takue IoKas3aTelu, KaK yTOJIIESHHUE
peHa3ajJbHbIX TKAHEH, YKOpoYeHue OeIPEHHON KOCTH WIIM TJI€YeBOM KOCTH, KUCThI
COCYIUCTBIX CIIeTeHuM, «[ onbGHBIA MsIu» (TUIEepIXOreHHbIN (HOKYC) B JIEBOM XKe-
JTyJOYKE, TUIIEPIXOreHHbIM KUIIEUHUK, MHEJPKTa3uo — 1o 1 6amry. Bomnpoc o mpo-
BEJICHUM MHBA3MBHOW JUArHOCTUKH CTABUTCS MPU HanMMuuu 2-x U Oosnee Oamios. Ha
Hall B3I, KOJIMYECTBO MHBA3UBHBIX JUATHOCTUK MPU TAKOM IMOAXO/E MOXKET PEZKO
BBIPACTH, TAK KaK MHOTHE U3 NIEPEUNCIECHHBIX MaPKEPOB BCTPEYAOTCS OYEHb YacTO U
B HOopMe. [loaTomy, pelieHre 0 HEOOXOJIMMOCTH MPOBEJACHUS MHBA3UBHOU JUATHO-
CTUKH BO BTOPOM TPUMECTPE JOHKHO MPUHUMATHCS MPEHATAIbHBIM KOHCUIIMYMOM B
KQKJIOM CJIy4ae MHIUBUAYAIBHO C YYETOM IOKA3aTeNIe CKPUHUHTA 1-ro TpuMecTpa
Y JaHHBIX aHAMHE3a.

[Tpumepbl MOPOKOB pa3BUTHS MOKa3aHbI Ha puc. 6a, 60, 6B
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Puc. 6a. [Ipoduis mnona npyu HAIMYUHU PacIIeTUHbI BEpXHEN I'yObl U TBep10ro Heba
(Y3U, 2 tpumectp)

30Mar04  TIbOA W
12:16:36 Fr#tre1

Puc. 66. Kocomnanocts y mioaa (Y3U, 2 tpumectp)
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B npukaze M3 P® Ne 572n nepeuncnensl BIIP, gacto coderatomuecs ¢ xpo-
MOCOMHBIMU aHOMaJIHSIMU. DTO omdaroliene, AyoAeHaIbHAsl aTpe3usi, aTpe3us Mu-
IEBO/IAa, BPOXKJEHHAsA quadparMajibHasl rpblka, TOPOKM MOUYEBBIIEIUTEIBHON CHUC-
TEMBI, COIPOBOXAAOIMKEC ManoBoaueM. [Ipn 3TUX MOpoKax cienyer peluTh BO-
IpOC B MOJb3Y MHBA3UBHOM JUArHOCTUKH, TaK KaK BBICOKA BEPOATHOCTb HAJIUYMS
U3MEHEHUHN B XpOMOCOMHOM Habope mioaa. [Ipu 3ToM Takue mopokH, Kak racTpOIIH-
3HC, aTpe3usl KUILIEYHUKa (KpoMe TyOoJeHaIbHOU aTpe3nu), 0ObeMHbIE 00pa30BaHMUS
Pa3IMYHON JIOKAIN3ALHUH, TOPOKHU PA3BUTHS JIETKUX, IIOPOKU PA3BUTUS MOYEBBIIEIIH-
TEJIBHOM CUCTEMBI C HOPMAJIBHBIM KOJMYECTBOM OKOJOIUIOJHBIX BOJ OTHOCATCA K
U30JIMPOBAaHHBIM MMOPOKAM, U XPOMOCOMHBII HaOOp daile BCero OyaeT ompeneseH
HOpMaNbHBIN. [Ipy 3TOM TsXKECTh MOpPOKAa MOXKET ObITh TAKOBA, YTO Ja)Ke MPU HOP-
MaJIbHOM KapHOTHUIIE IUIO/A MPOTHO3 JUIS )KU3HU U 310pOBbS MOXET ObITh HeOnaro-
IPUSATHBIM.

[Tpu Y3U-ckpuHMHTE 2-T0 TPUMECTPA IOMUMO aHATOMUH IIJI0JA OLICHUBAKOTCS €T0
pa3Mephbl U UX COOTBETCTBUE CPOKY OEPEMEHHOCTH U KOJTMYECTBO OKOJIOIUIOIHBIX BO/I.

Jo 2012 roga mumpoKO MCHOJIB30BAICA OMOXMMHYECKHI CKPUHHUHT 2-TO TpU-
MmecTpa - onpeneneHue ypopas ADII (anbda-deronporenna) B 16-18 Henens — npu
cunapome JlayHa ypoeHb A®DII wanie Bcero cHumkeH. OQHAKO COINIACHO IPHUKA3y
5721 «Ilopsiok oKazaHUsT MEIUIIMHCKON MOMOIIH MO MPOodo «AKYIIEpCTBO U T'H-
HEKOJIOTUSI» B HACTOSAIIEE BPEMs OH HE SIBJISIETCS 00s13aTEIbHBIM, TaK KaK YyBCTBH-
TEJIBHOCTh CKPUHHMHIA 2-TO TPUMECTpPA ISl ONPEAEIEHNS XPOMOCOMHBIX aHOMAIINN
coctaBisieT aumib okono 70% (9(pPeKTUBHOCTH CYIIECTBEHHO HWXE CKpHUHHUHTA |
Tpumectpa). [Ipu 3TOM cpenu Tex, y KOro mo pe3ynbraraM OMOXMMHUYECKOrO CKpH-
HUHTa 2 TPUMECTpa ONPENEISIICA BBICOKHI pUCK, CHHAPOM JlayHa MOATBEpKAAJICS
muib y 1 u3 80 xeHmmH. ADII paHee HCIIONB30BAJICS TAKXKE IS ONIPEACIICHUS PUC-
Ka MOPOKOB Pa3BUTHS — OH MOBBIIIEH MpHU JAePeKTax 3apalleHuss HEPBHOU TPYOKH,
oMdasolesne, racTpoln3uce, aHoManusax noyek. OIHAKO JaHHbIE TOPOKU Pa3BUTHS
HaMHOTO 3 pexTruBHEE BRIBISIIOTCS ¢ ToMombio Y3U. CoBpeMeHHbIE BOZMOKHOCTH

BHU3yaJIN3alli1 IIOPOKOB PA3BHUTHUS ITO3BOJINIIM OTKA3aThCA OT HUCIIOJIb30BAHUA A®II.
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NPEHATAJBHBIN Y3U-CKPUHUHI TPETHEI'O TPUMECTPA

V3U-CkpUHUHT 3-TO TPpUMECTPA IIPOBOJUTCI B Cpoke OepemeHHoctu 30-34

Henenu OepeMmeHHOcTH. OCHOBHOM 3ajauedl CKpUHUHTA 3-TO TPUMECTpa SBISETCS

OIICHKA aKyIIePCKOW CUTYyalluM W JUATHOCTHKA aKyIIEPCKUX OCIIOKHEHUH, OJHAKO B
PEOKUX cIydasx B 3-M TPUMECTPE BBISBISIOTCS MOPOKH Pa3BUTHS ILJI0/IA, KOTOPHIC
0 KaKUM-TO MPUYMHAM HEe ObLITM OOHAPY>KEHBI paHee.

B 3-m TpumMmecTpe olieHUBaeTCs:

® aHATOMWUS IUJIOJA;

® pa3Mephl IJI0/1a U COOTBETCTBUE CPOKY OEPEMEHHOCTH;
® KOJIWYECTBO OKOJIOTUIOIHBIX BOJI;

® CTPOCHHUE U PACTIOJIOKECHHE IJIAIEHTHI.

B 3-M TpuMecTpe 6epeMeHHOCTH MOT'YT OBbITh BBISIBIICHBI TAKHE COCTOSTHUS KaK
3aJiepikKa BHYTpHYyTpoOHOro pocra mioaa (3BYP), makpocomusi (KpymHBIN ILIOM),
deTo-mnaneHTapHas HeJOCTaTOYHOCThb, MHOTO- M MaJIOBOJIUE, MPEJIeKaHUE TIIalleH-
Thl 1 HU3KOE PACTIOIO0KEHHUE TIIAICHThI, BpacTaHUE TIIAIlCHTHI.

B nHacrosimee Bpemsi cpenn OEpeMEHHBIX IIMPOKO PACIIPOCTPAHEH T'eCTAI[MOH-
HBIM caxapHbI auader, Mpu KOTOPOM Ba)KHO CBOEBPEMEHHO BBISIBUTH JuabeTHye-
ckyto geronaruto. [Ipu Hanuuuu caxapHoro nuabdera, Y3U pekoMeHyeTcsi MPOBO-
TuTh exemecsuHo. [IpusHakamu amabetnyeckod ¢eTomaTHH SIBISIOTCS JTBOWHOMN
KOHTYP T'OJIOBKH TUTO/Ia, YTOJIIICHHUE TTOIKOKHO-)KHPOBOTO CJI0s, aCHMETPUYHAS MaK-
pOCOMUS, YBETMUEHNE Pa3MEPOB BHYTPEHHUX OPTraHOB (TICUCHH W CEJE3CHKH), Kap-
JTMOMETaJTUS U KapANOIaTHsI, MHOTOBOJTHUE.

ITpu npoBenennu Y3UW BO3MOKEH OPUEHTUPOBOYHBIN MOICUET MACCHI IJI0JA.
B coBpemeHHBIX ammaparax mMacca IjiojJa pacCUYMThIBACTCS aBTOMAaTUYECKH, JIJIS 3TO-
ro JIOCTaTOYHO MU3MEPUTh OUIMapUeTaIbHBIN pa3Mep U OKPYKHOCTh T'OJIOBKH, OKPYK-
HOCTb UBOTA U JJIUHY Oeapa. OgHAKO CTOMT MOMHUTh, UTO UMEETCS ONpeeieHHas
MOTPENTHOCTh U3MEPEHHUs, M YeM OOJbIIe BEeC II0/a, TeM OOJbIIe BO3MOXKHAS IIO-

IPELIHOCTb.
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JOHIIJIEPOMETPUSA

JlonmiepoMeTpus — 3TO OIIEHKAa KPOBOTOKA B COCYJIaX C MOMOIIbIO YIIBTPa3BY-
ka. OHa ocHoBaHa Ha (pusmdyeckom dddexre Jlonmaepa, KOTOpPbIEC 3aKIFOYACTCS B U3-
MEHEHUHU YacTOThl MPUHUMAEMOro 3ByKa MPU JBHKEHUU OTHOCUTEIIBHO CPEAbl HC-
TOYHUKA WM MPUEMHUKA 3ByKa. [Ipu cTaHgapTHOM JONIIEpOMETPUU KPOBOTOK OIle-
HUBAETCS B IPaBOM U JIEBOM MAaTOYHOW apTepuu W apTepuu MynoBuHbl. [Ipu pacmm-
PEHHOW JIONIIJIEPOMETPUH JOMOJHUTENBHO OLIEHUBAETCS KPOBOTOK B CPETHEN MO3IO-
BOM apTepuu U aopte 1ioja. J{Jis olleHKH KpOBOTOKA UCIOIB3YIOTCS pa3IMYHbIC WH-
JEKChI, HarpuMep, uHaekc pesucteHTHOCTH (IR), mynscaunonnsiii ungekc (Pl), cuc-
TOJIO-AUACTONMYECKOe cooTHOIIeHue (S/D), mukoBasi CKOpOCTh KPOBOTOKA.

CHIWKEeHHEe MAaTOYHO-TUIAIICHTAPHOTO KPOBOTOKA TIOBBIIAET PHUCK (HeTo-
IJIaleHTapHON HepocTatouyHOCTH U 3BYP. M3Mepenne KpoBOTOKA B CPEAHEN MO3TO-
BOI apTepuu MMEET BaXXKHOE 3HAYEHUE B JHUATHOCTHKE T'€MOJIUTHYECKOW O0Jie3HU
ioza.

BoiiensioT TpU cTenenn HapylieHUs: MaTOYHO-TUIAIIEHTAPHOTO KPOBOTOKA:

| cTenens — HapyIIeHUE KPOBOTOKA JTUOO B MATOYHBIX apTEePHUsX, JIMOO B apTe-
pUSX TYIOBUHBIL;

A cTeneHb: HapyllleHHEe MaTOYHO-IIAIEHTAPHOTO KPOBOTOKA (JOMILIEPOMET-
pUsi MAaTOYHOM apTepHuH) MPU COXPAHEHHOM IUIOJOBO-TUIALIEHTAPHOM KPOBOTOKE
(momriepoMeTpus apTepuH MyOBUHBI);

Ib crenenn: HapylleHHUE IJI0I0BO-IUIAIICHTAPHOTO KPOBOTOKA MPU COXPAHEH-
HOM MaTOYHO-TUIAIIEHTAPHOM KPOBOTOKE;

Il crenens: 0OTHOBpEMEHHOE HAPYIIEHUE MAaTOYHO-ILIALIEHTAPHOTO U TJI0JI0BO-
IJIALEHTAPHOTIO KPOBOTOKA, HE TOCTUTAIOIIEE KPUTHUECKUX 3HAUYCHHUIA;

Il cremens: KpUTHYECKOE HAPYIIEHHUE TUIOAOBO-IUIAIEHTAPHOTO KPOBOTOKA
(HyneBOW  WJIM  OTPUIIATENIBHBIM  JAMACTOJIMYECKUUA  KPOBOTOK).  MaTouHO-
MJIAlEHTAPHBIA KPOBOTOK MPU ATOM MOXKET ObITh coOXpaHeH uiau HapyuieH. C ¢pusuo-
JIOTUYECKON TOUYKHM 3PEHHUS ONpPEJEICHUE HYJIEBOTIO JUACTOIUYECKOr0 KPOBOTOKA B
apTepusx MyNOBUHBI O3HAYAET, YTO KPOBOTOK y IJI0/a B (pa3y AMACTOIBI IPHOCTA-

HaBJIMBACTCA WM UMCCT OYCHb HHU3KYIO CKOPOCTb, CJICI0OBATCIbHO, UMCCTCI IIpAMasd
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yrpo3a JKU3HHU I104A. KpI/IBa}I CKOPOCTH KPOBOTOKA B apTCPHUU ITYIIOBHUHBI ITOKA3dHaA

Ha PUCYHKeE /.

Puc. 7. KpuBasi CkopocTH KpOBOTOKA B apTEPUU ITyTIOBUHBI
(onmyiepoMeTpusi, TPETUN TPUMECTP).

N3mepennie KpoBOTOKa B cpeHel Mo3roBoil aprepuu (CMA) npoBoauTcs 1j1s
JUArHOCTUKH TeMOJIMTUYECKOM OosiesHu mioaa. Ilpu remonmutryeckoit Oone3Hu y
IUI0J]a BO3HUKAET BBIPAXKCHHAS! AaHEMMSI, YTO MIPUBOAMUT K TMIIOKCUU U KOMIIEHCATOP-
HOMY YBEJIMYEHHIO CKOPOCTH KPOBOTOKAa B CpeaHe Mo3roBoii aprepuu. Ha puc. 8
IIOKA3aHO LIBETOBOE JIOMNIIJIEPOBCKOE KapTUpOBaHKUE BUWIIM3KueBa kpyra u CMA.

JlonmiepoMeTpust - 3TO LEHHBIM METOA, UCIIOJIB30BAaHUE KOTOPOr'O IO3BOJISET
NOJIYYUTh BaXKHYI0 MH(OpPMAIMIO O COCTOSHUU IUIO/AA, a TakXKe JUArHOCTUPOBATh
OOBHTHE MYNOBHHBI U HAMETUTHh HAaMOOJEE PAMOHAIBHYIO TAaKTUKY BEIECHHS Oepe-

MEHHOCTH U POJIOB.

Puc. 8. Cpennsist Mo3roBas apTepus 1ioja (IoNIiepoMeTpusi, 3 TPUMECTP)
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B ciydasx mMHOromiogHoil O€peMEHHOCTH MOXKET OBbITh 3aTpyAHEHa OICHKA
KPOBOTOKA B apT€pUU IMYMOBUHBI (BBUIY CIOKHOCTH OIpeJeeHNs, KAKOMY UMEHHO
IJI0/1y IPUHAITICKUT KOHKPETHAS METJIsl MyMOBUHBI). B 3THX ciydasx OLleHKY KpOBO-
TOKa MPOBOSIT HETIOCPEJICTBEHHO BO3JIE€ MECTA MPUKPEIIICHUS TyTTOBUHBI.

B nopme nynoBuHa umeet 3 cocyna — 2 aprepun u 1 BeHy. B psane ciyyaes
BCTpEYaeTCsl Takash OCOOEHHOCThb, KaK €IWHCTBEHHAs apTepusi MyHmoBUHBIL. B 3ToM
clly4yae AMaMETp €IMHCTBEHHON apTepuu MyMOBUHBI OyneT OoJiblle, 4YeM MpUu HayH-
JUU 2X apTepuil, 1 COOTBETCTBEHHO TaKUE MOKA3aTeNId KaK MyJIbCAllMOHHBIA MHIEKC

(P1), uanexc pesucrentocTH (RI) OyayT HIbke.

HEWHBA3UBHBIN NPEHATAJBHBIN CKPUHUHT

ITonbITKM HEMHBA3WBHOW IETEKIIMHA XPOMOCOMHBIX aHOMAJIUK MPOBOASATCS YKE
JOBOJILHO 1aBHO. BHekneTounas ceobonnas JJHK miona onpenensiercs B KpoBu Ma-
TEpU yXKe ¢ 5-7 HEHENb, najee IMOCTOSIHHO Bo3pacTaeT. [Ipu aToM OHa ncuesaer yxe
4yepe3 HECKOJIBKO JTHEW mociie 0epeMEHHOCTH, YTO JENAET 3TOT TECT HauboJee BhICO-
KOCHEeIIM()UUHBIM.

HewnnBa3uBHBIN TpeHATAIbHBIN TECT BIIEPBbIE ObUT BHEAPEH B KIMHUYECKYIO
npakTuky B ['onkonre B aBrycte 2011 roga, ¢ oktsi6ps 2011 roxa tect nmosiBuUics B
CHIA, u nanee Hayan OBICTPO pacpoCTpaHAThCs B cTpaHax EBpomnbl. [lepBbiM qo0c-
tymabiM HUTIT B CHIA ctan Tect MaterniT21Plus nadoparopun Sequenom, koto-
PBIF UCHOJIB30BAJICS JJIs1 AeTeKumnu Tpucomuit 13, 16, 18, 12, 22 xpomocom, aneyn-
JIOUJIAI TTOJIOBBIX XPOMOCOM M HEKOTOPBIX MUKPOEIICLIHA.

B 2014 rony HUIIT cran noctynen B Poccun. Ha ceronHsiiHuii AeHb yXe B
60 crpanax Ha 6 koHtuTeHTax nposoautcss HUIIT. MexayHapoaHbie KIMHUYECKUE
UCCJIeIOBaHUS TOKa3ajJu BBICOKYIO KIMHUYECKYIO 3()(PEKTHBHOCTh HEMHBA3WBHBIX
NpeHATAbHBIX TECTOB, OCHOBAHHBIX Ha BbiAcHeHHH BHekierounod JIHK («cf-
DNAY), 4TO TOBOPUT O TOM, YTO 3TOT METOJl MOKET 3aMEHHUTh CTAHIAPTHBIA CKPU-
HUHT Ha cuHapoMmbl JlayHa, DnBapaca u Ilatay. B pekomeHnnanusax AMepUKaHCKON
Koyuteruu axymepoB-ruHekosioroB (ACOG) oTMeueHo, 4TO JaHHBIA METOJ] MUMEET

OTPOMHBIN TTOTCHITHA.
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Tepmun «HennBazuBHbIM nipeHatanbublii ckpuHUHTY (HUIIC), monpasymeBaet
BbIIeNIeHHE (pparmMeHTOoB MartepuHckoil u ruianeHTapHoi JJHK (kotopyro Tpaguuu-
OHHO Ha3bIBalOT «detanbHO» JIHK) M3 MaTepuHCKOI MmiIa3Mbl ¢ 1ENbI0 UACHTU(H-
Kallui OCHOBHBIX aHeyruiouauii mioga (tpucomuit 13, 18 u 21 xpomocom, MOHOCO-
muio X-xpomocomsl). [lepBoHauanbHO Hcnoib3oBanack abopesuarypa «HUIIT» -
«He WHBa3MBHBIM NpEHATAIbHBIM TECT», OJNHAKO HAa CETONHSIIHUN JI€Hb TEPMUH
«HUIIC» npennoyTuTeneH — CIOBO «CKPUHHUHIY» BMECTO «TECT» MOJYEPKUBAECT, YTO
JNAHHBI aHAJIN3 OTHOCHUTCS K CKPUHUHIOBBIM MCCJIENOBAHUAM, a HE K TUAarHOCTUYE-
CKHMM, ¥ 3TO JOJIKHO Pa3bSICHATHCS MTALIEHTAM.

HUIIC umeer psa mpeuMyIIeCcTB IMepen CTaHAapTHBIM KOMOWHHUPOBAHHBIM
npeHaTadbHbIM CKpUHHHTOM. JloctomnctBom HUIIC sBisieTcs BO3MOMXKHOCTH €rO
npuUMeHEeHUsl B 00Jiee paHHEM CPOKE, YeM CTaHJapTHBINA MpeHaTaIbHbI CKpUHUHT 1 -
ro TpuMmectpa — ¢ 10 Henenb GepeMeHHOCTH (HEKOTOpbIEe TECThI, HarpuMep TecT Pan-
orama na6oparopuu Natera MoxHO MPOBOAUTE C 9 Helenb OEPEMEHHOCTH). DTO MO-
KET MCIOJIb30BATHCS B YACTHOCTH JIJISl PEIIEHUs BOIPOCA O LEIECO00pa3HOCTH MPO-
BEJICHUS COXPAHSIOINIEN TEpalluy B ciydae yrpoxaromero Beikuapima. [Tocae 10 ve-
nens 6epemennoctd HUTIC npu HeoOX0AUMOCTH MOXKET OBITH IMPOBEJICH HA JTI000M
CpoKke O€pEeMEHHOCTH, BILUIOTH /10 POAOB, TOTJa KaK IPU CTaHAAPTHOM IPEHATAIbLHOM
CKPUHHUHIE MOTYT OBITh «yHYIIEHbI CPOKH». B PocCHICKMX KIMHUYECKUX PEKOMEH-
namusix «HeunnBazuBHbld npeHatalbHblil JJHK- CkpuHMHT aHeymiouauil mioja Imo
KPOBH MAaTEPHU METOJIOM BBICOKOIPOU3BOJUTENBHOIO CEKBEHUPOBAHUS» COAEPKUTCS
IpeaynpekaAeHre, 9TO BOMPOC O MPEPHIBAHUHA OEPEMEHHOCTH B CBSI3U C XPOMOCOM-
HBIMU aHOMAJIMSIMH Y IIJI0J1a JOJKEH OBITh PellieH TOJIbKO 10 22 HeAelb OepeMeHHO-
ctu (mpuka3 Ne736 M3 P®D), a npu mojaydyeHUU TMOJOXKHUTEIBHOIO pe3ysibTara Mpu
ucnonbszoBanun HUIIC Ttpebyercst moaTBepkaAeHNE C MOMOIIBI0O UMHBAa3UBHOM Auar-
HOCTUKH, W JI0 TOJIYYEHHUs PE3yibTaTa MPOXOIUT olpenesieHHoe Bpems. [loatomy
npeanoututesibHo ucnoiab3oBaTth HUIIC B cpoke no 17 Heaenb OEpeMEHHOCTH, YTO-
o6l 10 22 Henenb nonyuuth pesynbrar HUIIC, HanpaBuTh manueHTKy Ha WHBA3HUB-
HYIO JIMarHOCTUKY, MOJIyUYUTh PE3yNbTaT JJAOOPATOPHOI'O HCCIEAOBAHUS ILIOHOTO

Marepuana (KapuOTUIIHUPOBAHMS WM XPOMOCOMHOIO MHUKPOMAaTPUYHOIO aHAIIN3a),
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[IPYU HAJMYWHY TTOKA3aHUN U € COrjiacusl MallMeHTKH HAlpaBUTh €€ Ha NpepbIBaHue Oe-
PEMEHHOCTH. YUUTHIBasi, UTO B Psii€ CIy4aeB MOXKET MOTPeOOBaThCA MOBTOPHBIN 3a-
00p kpoBH, ontuManbHo npooauTs HUIIC B 1 TpumecTpe.

VY TectupoBaHusi, ocHOBaHHOrO Ha BeieneHun Cf-DNA, mydme nokaszarenu
YYBCTBUTEIBHOCTH M CIEUU(DUIHOCTH, CIEAOBATEIHHO 3(P(PEKTUBHOCTh TaKOIrO
CKpUHHMHTra OY/ET BbIIIE, @ YUCJIO MHBA3WBHBIX BMEUIATENBCTB C LIEJIbI0 KaPUOTUIIH-
pPOBaHMsI IUI0JIa YMEHBIIUTCA (UTO YK€ Mpousonuio B crpaHax, rae HUIIT mmpoko
ucnoab3yercs). Eme B 2012 roay Nicolaides K.N. mpeamonoxui, ¢To cylecTByro-
Ui CKpUHUHT MoKeT ObITh 3ameHeH Ha HUIIT B 10 nenens ¢ nocaeayronum Y3U B
12 nenens. Jnarnoctuueckue xapakrepuctuku HUIIC nmpencrasnenst B Tabmuie 2.

(MpeacTaBIIeHbI CPEIHUE 3HAYCHHUS IS pa3audHbIX TecToB 1o AaHHbIM ACOG).

Tabnuua 2
Huarnoctuyeckue xapakrepuctuku HUTIC

Pesynbrar | UyBcTtBUTENnbHOCTh % | CrnenuduyHocts % PPV NPV
Tpucomus 21 99,3 99,8 87 99,99
Tpucomus 18 97,4 99,8 68 99,99
Tpucomus 13 91,6 99,9 57 99,99
Amoman 91 99,6 20-40 | 99,98
1ooBbIX XC

PPV — nmonoxurenbHas IpeAMKTUBHAS OI[EHKA

NPV — orpuiiarensHas npeAMKTUBHAS OLIEHKA

W3navanpHo, AmepukaHckas Kommerus Axymepos-rudekoiioroB (ACOG)
npeiarana uenoiap3oBaTe HUIIC TonbKO B Tpyne KEHIIMH BBICOKOTO PHUCKa, HO Ha
CETO/IHSIIHUHN JIeHb TOKa3aHO, YTO YyBCTBUTEIBHOCTh U CHEIU(PUUYHOCTH TECTa Cpe-
11 BCceX OEpEMEHHBIX JKCHILUH aHAJIOTUYHA TAKOBOM B IPYIINE BHICOKOI'O PUCKA, XOTS
IPOrHOCTHYECKAs] IEHHOCTh MOJIOXKUTEIBHOTO PE3YJIbTaTa B IPYIIE HU3KOTO U yMe-
peHHoro pucka Oyner Huxke. COBpeMEHHbIE MEXIyHAPOAHbIE PEKOMEHIAlUU TpPei-
nosaratot ucnonas3oBanre HUIIC npu GepemeHHOCTH HE3aBUCUMO OT M3HAYalIbHOTO

pucka.
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Cpennuii cpok OepeMEHHOCTH, B KOTOpPOM MAIlMEHTKA HAMpaBISIOTCS Ha
HUIIC, no HammM gaHHBIM, COCTaBMWII 15 Hemens 2 aHSI. DTO OOBICHSIETCS TEM, UTO
00apIIMHCTBO NanueHToK pemaroT caenate HUIIC nociie mpoBeaeHus CTaHAAPTHOTO
CKpUHMHTA |-TO TpUMECTpa U MOJYYEHUS €r0 PE3yIbTaTOB, & HEKOTOPBIE TOIBKO MO-
clie CKpUHUHTIa 2-ro TpuMectpa. A B kadectBe Tecta nepBoil mauun HUIIC B Poc-
CHM, KaK ITPaBWJIO, MCIIOIB3YETCS Y KEHIUUH, KOTOPbIE M3HAYAJIBHO MOMNAJAIOT B
TPYIILY BBICOKOTO PUCKA MO HAJUYUIO XPOMOCOMHBIX aHOMAJIM, MPEXKIE BCETO CUH-
npoma JlayHa, y miona (Bo3pact crapiie 35 JieT, XpOMOCOMHbBIE aHOMAJIUU Yy JIeTeH B
aHamHese). bornee Bbicokas udactota XA, cpeld NAaUMEHTOK, HAIpaBJICHHBIX Ha
HUIIT, o6bscHsieTCs Takke O0see BEICOKUM CPETHUM BO3PACTOM 3THX IMAIIMEHTOK, O
4yeM OBLJIO CKa3aHO BBIIIIC.

MpI npunuii K BBIBOJY, YTO HEOOXOIUMO Oojiee IIMPOKOE HCIOIb30BAHUE
HUIIC B xauecTBe TecTa MEPBOM JUHUM, OCOOCHHO Y MAIIMEHTOK TPYMIIBI BEICOKOTO
pHUCKA IO HAIMYHUIO XPOMOCOMHBIX aHOMaini y ioga. Mcnonb3zoBanue HUIIC B ka-
YEeCTBE TECTa BTOPOM JMHUU (TO €CTh B CIIy4ae BBISBJIEHUS BBICOKOTO PHCKa IO pe-
3yJbTaTaM CTaHJAPTHOI'O CKPHHHUHIA 1-rO TpuUMecTpa) Takke paccMaTpHBAETCS.
HUIIC moxeT ObITh TPOMEKYTOYHBIM 3BEHOM MEXKTY CKPUHHUHTOM, OCHOBAaHHBIM Ha
OIPENEICHUHN CBIBOPOTOYHBIX MAPKEPOB, U NHBA3UBHON JTUATHOCTUKOW. B KOHTEKCTE
NEePCOHUPUIIMPOBAHHOIO KOHCYJIBTUPOBAHUS KaK/as >KCHILIMHA JOJIKHA ObITh MH-
dbopMUpOBaHa O Pa3IUYHBIX CTPATErUSX MPEHATAIBHOTO CKPUHHUHIA, O CTOMMOCTU U
IPEUMYIIECTBAX KaXKI0W U3 HUX, YTOOBI CJIeTaTh OCOZHAHHBINA BHIOOP.

Cyl11ecTByIOT ONpeIesIeHHbIE POTUBONOKA3aHUS U OTPAHUYEHUS AJIS UCIIOJIb-
soBanusi HUIIC. [IporuBomoka3zaHusMH SIBIISIOTCS OHKOJIOTMUECKHE 3a00J1eBaHUs
MaTepHu, MHOTOIUIOAHAs OEPEMEHHOCTh CO CIIOHTAHHOW pPEayKIMEH OAHOr0 M3 IIO-
JI0B (BBICOKHI PHUCK JIOKHO-TIONIOKUTENIbHBIX pe3yIbTaToB). He pekoMeHpoBaHo mpo-
BEJICHHUE TECTA B CJIy4ae, €CJIM Y MAlMEHTKU UMEIOTCS IOHOPCKHUE OpraHbl U TKaHu. B
CJIy4ae BBISIBJIICHUSI CTPYKTYPHBIX aHOMAJIUM y TJ10/1a 10 pe3ynbTatam Y 3U Takxke He
crout npeanararb nauueHtke HUIIT — merogom BbIOOpa B 3TOM ciy4ae SIBISETCS

HWHBA3UWBHAA JUAIrHOCTHKA C IIPOBCACHHUCM XPOMOCOMHOI'O MUKPOMATPHUYIHOI'O aHAJIH-
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3a. 9TO MO3BOJIUT UCKIIOUUTH HE TOJILKO OCHOBHBIE TPUCOMHUHM, HO TTPOBECTHU JIUATHO-
CTHUKY Ha HAJIMYME YUCIIOBBIX U CTPYKTYPHBIX aHOMAJIUM [0 BCEM XPOMOCOMAM.

Ha mpeTecToBOM KOHCYIHTUPOBAHHWH MAMEHTKA JODKHA OBITH MHGOPMHPO-
BaHa 000 BceX MeToAaX MPEHATAIbHONW JUArHOCTHUKHA — aHAJIU3 dMOpHOHCTEITH(prIe-
ckux 6enkoB, HUIIC, naBa3uBHAs TuarHOCTHUKA, € JTODKHO OBITh Pa3bsCHEHO, Ka-
KHe 3a00JIeBaHMsI MOTYT OBITh BBISIBIICHBI NPH HCIIOJIB30BAaHWU TOM WJIM WHOH METO-
JUKH, KakoBa 3(PGEeKTUBHOCTh METOAA, €r0 MPEUMYIIECTBA U HEIOCTATKH, U KaKue
PUCKH COMPSIKEHBI C €r0 UCMOIBb30BAHUEM. DTO MOMOXKET MAIMEHTKE MPUHSTH pPelle-
HUE, YTO €U MPEANoYeCTh. PEKOMEHAYsS TOT WJIM WHOW METOJI MUCCIEIOBAHUS TAKXKE
HEOOXOJMMO YUUTHIBATh KYJIbTYPHBIE U PEIIUTHO3HBIC B3TJISbI MAITUEHTKHU.

C nomomsio HUIIT Bo3MOXXHO ompeaeeHre mnoja mioja, Ho JKeJIaHue Mmaiu-
€HTKHU y3HaTh I0J IUIOJA JOKHO ObITh oTpakeHo B HamparieHuu. HUIIT ne peko-
MEHJOBaH B CJIy4ae, €CJIM €MHCTBCHHOM IENbI0 €ro MPOBEJACHUS SIBJISIETCS OMpee-
JeHue noia mioaa. s Toro, yToosr n3bexats ucnoias3oBanus HUIIT ¢ nensro ce-
JIEKIUH TI0 MOy, Psif aBTOPOB MpeasiaraeT npu pa3padoTKe HOPMATUBHBIX JOKYMEH-
TOB B JAJIbHEHUIIIEM 3alPETUTh BbIady WH(OPMAITUH O T0JIEe TUIOAA HAa PAaHHEM CPOKE
OEpeMEHHOCTH, OCOOCHHO B cllydyae IIMPOKOrO0 BHEJPEHUS HEHMHBA3MBHBIX MpEHA-
TaJbHBIX TECTOB. B HEKOTOPHIX CcTpaHax, HapUMeEp, B [ 'epMannu, 3ampemnieHo cooo-
1aTh MaIMEHTKE MOJ IJI0/1a IPU CPOKe OEpeMEHHOCTH 110 12 Henenb (He3aBUCHMO OT
TOT0, KAKMM METOJIOM OH OBLI ompejiesieH). Takke Mol He OTpa)kaeTcsl B 3aKIIIOUCHH-
sx B UHauM, HO €Cu BBISIBIICHA aHOMAJIUSI B CUCTEME MOJIOBBIX XPOMOCOM, TOTJA 3TO
yka3biBaeTcs. B Poccuun Ha cerogHsAIIHMN AEHb NEUCTBYET 3alPET TOJIBKO Ha CEJEK-
U0 AMOpuoHa 1o noay B mporpammax IKO (D3 Ne323 «O06 ocHOBaxX OXpaHbl 3710-
POBBSI TPaXKJaH»), OAHAKO HE CYIIECTBYET HUKAKHX 3aIlPETOB Ha OINpeJeSIeHUE Ioja
nyteMm Boienenus deranpHo JIHK mo xpoBu matepu. [Ipu 3Tom ecim cpok Oepe-
MEHHOCTH MeHee 12 Hefenb, ®KEHIMHA MOXKET MIPUHATH PEIIeHUE O MPephIBaHUU Oe-
PEMEHHOCTH U HUKOMY He COOOIIaTh O MPUYKMHAX TAKOT'O PEIICHHUS.

[lepen ucnonszoBannem HUIIC manuenTke MOMKHO OBITH MPOBEIEHO JIOTE-
CTOBOE KOHCYJIbTUPOBAHHE, HA KOTOPOM OOCYKJIalOTCS IPEUMYIIIECTBA U HEJIOCTATKU

MCTOAA, a TAKIKC aJIbTCPHATHUBHLIC MCTOAbI BBLIABJICHHA XpOMOCOMHOfI I1aTOJIOTNH
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mwioga. IlanueHTky HeoOXOoAMMO MPOUHPOPMHUPOBATH, YTO HECMOTPS HAa BBICOKHE
MOKAa3aTeNId YyBCTBUTEIBHOCTH U CIELIM(PUIHOCTU TECTA, JIAOOPATOPHOE 3aKITHOUYEHUE
HE O3HA4YaeT MOCTAaHOBKY JAMArHo3a. B cilydae moJIOKUTENBHOrO pe3yibTaTa (BbISB-
JICHUSI BBICOKOT'O PHCKa XpOMOCOMHOM aHoManuu) no pesyabratam HUIIC eit Oyner
IIPEUIOKEHA KOHCYJbTAllUsl I'CHETHMKAa M WHBA3WMBHAs JMATHOCTHKA. Takke HYKHO
o0BsicHuTh narueHTke, yto HUIIT onpenensieT ypoBeHb pucka JHIIb IO OrpaHUYCH-
HOMY YMCIIy XPOMOCOMHBIX aHOMAaJIMM, HAanOOJIbIIasi TOYHOCTh UCCIEAOBAHUS BBISIB-
JSIE€TCSl IPU BBIABIEHUM TpUcoMuUM 18 m 21 XpoMoOcoM, HECKOJIBKO HUXE 10 13 xpo-
MOCOME M MOJOBBIM XpomMocoMaM. OTCyTCTBHE Yy IJI0Jla HApYLWIEHUH IO JTaHHBIM
HUIIT He rapanTHpyeT OTCYTCTBHS aHEYIUIOMIAUHN (YUCIOBBIX AaHOMAJIUN XPOMOCOM)
Y CTPYKTYPHBIX aHOMAJIMM Kak I10 UCCIEAOBAHHBIM, TaK U IO APYTUM XPOMOCOMAM,
II0TOMY PE3YJIbTaThl TECTA OLIEHUBAOTCS JIUIIb B COBOKYITHOCTH C IPYTUMHU KIIMHU-
YECKUMU JIaHHBIMH, B YaCTHOCTHU pe3yibratamu Y 3M. KpoMme Toro, He Bce HacineacT-
BEHHbIE 3a00JIeBaHUSl B MPUHIIMIIE CBS3aHbl C U3MEHEHHEM 4YKClIa XpOMOCOM. MHO-
rUe MOPOKU PA3BUTHUS HE COMPOBOKIAOTCA U3MEHEHUSMH B TEHOME IIJI01A, TO3TOMY
HopManbHbIN pe3ynbrat HUIIT He 3amensieT skcnieptHoe Y3U. V manueHTKH MOryT
BO3HUKHYTb TAKHE BOIIPOCHI, KaK: «BO3MOXKHO JIM JUArHOCTUPOBATH C IIOMOLIBIO ATO-
ro Tecta Mmu3ohpeHuto?», «rapaHTUPYET JIM HOPMAIbHBIA pe3yibTaT TecTa, YTO Y
pebenka He Oynet HIII1», «kakoi TecT BbIOpaTh, YTOOBI BBIIBUTH MOPOK Cepa?» u
T.11. [ToaTOMYy HEOOXOIUMO TIPOrOBOPUTH, HA KaKUe KOHKPETHO 3a00JI€BaHUs MTPOBO-
JUTCS TECTUPOBAHUE.

C 2014 rona nosiBUIMCh HEMHBA3UBHBIE NIPEHATAIIBHBIE TECTHI ISl ONpeEee-
HUS psla MUKPOJCICHUOHHBIX U MHUKPOAYIUIMKALMOHHBIX CHUHIPOMOB: CHUHIPOMBI
Hu-Jxopmxu, Ilpanepa-Bumnm, Amnrensmana, Komausero kpuka, Bomnbda-
XUpHIxopHa, Aenenuu 1p u zp., Ho, B HACTOsIIee BpeMsl, BAIMIUPOBAHHOCTH MO100-
HBIX HCCIeoBaHUM HejoctaTouHa. PPV mpu onpeneneHun mogoOHBIX COCTOSTHUMN
CYILIECTBEHHO HIXKE, M COCTABJSET MO pa3HbIM JaHHbIM oT 11 mo 48% (B cpennem
19%). EcTb omacenwus, 4To OOJBIIOE KOTUIECTBO JIOKHO-TIOJIOKUTEIBHBIX PE3yiIbTa-

TOB TIOBJICUET 3a COOOH HE 00OCHOBAHHYIO MHBA3MBHYIO JHArHOCTHKY, U 3TO IOMeE-
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aeT JoCTUYL ogHoM m3 riaaBHBIX neineit HUIIT — cHmkenns koamdyecTBa MHBA3UB-
HBIX JUArHOCTHYECKHUX MPOLIEAYP.

HeponyctuMo npuHUMAaTh pEIICHUE O HAIMYUU MEAULIMHCKUX MOKA3aHUM IS
npepbiBaHus OepeMeHHOCTH Jniih Ha ocHoBanun HUIIT 6e3 nomomHUTENBHOTO HC-
MIOJIb30BaHUSI UHBA3UBHOW JTUATHOCTUKH, TaK KaK METOJ SIBJISICTCS CKPUHUHTOBBIM, U
HE WCKIIIOYACT JIOKHO-TIOJOXKUTEIIbHBIE pe3yabTaTel. lIpyu mnomydeHun JI0XKHO-
MOJIOXKUTENIBHOTO pe3yiibTaTa HEOOXOIHUMO MOMNBITAThCS BBIICHUTH NpuuuHy. [lpu-
YUHON MOXET ObITh HEMAarHOCTUPOBAHHAS JIBOMHS C pEerpeccoM 2-ro Ijiojaa B paH-
HeM cpoke. Takke, JI0KHO-TIOJI0KUTEIbHBIN PE3YyIbTaT MOXKET OOBSCHITHCS HATUYH-
€M IJIAIEHTapHOIO0 Mo3aulu3Ma (CUTyalus, KOrJa 4acTh KJIETOK IUIAllEHThl MMEET
HOPMAJIbHBIN, @ YacTh MATOJOTHYECKUN XPOMOCOMHBIN HaOop). He uckmrogaercs u
HaJIM4KUe MO3aullUu3Ma y MaTepu, OCOOEHHO €CIU peyb UAET O YMCIOBBIX aHOMAJHUIX
IIOJIOBBIX XPOMOCOM. B pszie ciyyaeB y MalMEHTOK C JIOKHOMOJIOKUTEIBbHBIMUA PE-
3yJAbTaTaMU BBISBIISUICS OHKOJIOTMYECKUM MpoIecc, Mpyu ATOM, KakK MpaBuio, oOHa-
PYKUBAIOTCA COYETAHHBIE HAPYUICHHMS, 3aTPArvBarOIIME HECKOJIBKO XPOMOCOM, WIIH
OTMEUAeTCs CTpaHHAs, aTUITMYHAS KapTHHA B 00pa3iie KPOBH.

Psin HeMHBa3WBHBIX TECTOB MOYKHO MPOBOJUTH MPU MHOTOIUIOJHBIX OepeMeH-
HOCTSIX (JBOMHEHN WJIM Ja’Ke TPOMHE ), XOTS Ha CErOHAIIHUN IEHbh POCCUIMCKUE KITH-
HUYECKME PEKOMEHIALNM, TAK K€ KaK U aMEpUKaHCKue, He pexkoMmeHayroT HUIIT
IIPY MHOTOIIOJIHBIX OepeMeHHOCTsIX. OAHAaKO, K COXXAICHUIO, B KIMHUYECKOU Mpak-
TUKE OBIBAIOT CUTYallMM, KOrJa MOXKET nmorpedoBarhesl ucnonb3zoBanue HUIIC. Ha-
IpUMEp, €CJIM y TAIMEHTKH TPH MHOTOILIOTHONM O€pEMEHHOCTH BBISBIICH BBICOKHI
PHUCK IO pe3ylbTaTaM OMOXUMHYECKOTO CKPUHUHTA, a OT MHBA3UBHOW JTUArHOCTHKU
OHa KaTeropuyecku OTKaszbiBaeTcs. UyBcTBUTENbHOCTh U crienuduunocts HUIIC B
ATOM ciiydae OyJIyT CHUXKEHBI, TeM HE MeHee, OHM OyIyT BBIIIE, YeM TMPHU CTaHIAPT-
HOM IpEHATATbHOM CKpUHUHTE (3()PEKTUBHOCTH KOTOPOrO TAKKE HIKE MPU MHOIO-
MJIOJTHBIX OEPEMEHHOCTSIX).

[IpoBenenHre GOIBITMHCTBA HEMHBA3UBHBIX TECTOB HE PEKOMEHIOBAHO TIPH HC-

MOJIb30BAHUU JOHOPCKOU stilliekyieTku B nporpammax JKO u npu cypporaTHOM Mma-
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TepuHCTBE. OJIHAKO HEKOTOPBIE TECTHI MOTYT MPUMEHSATHCS U B 3TOM CIIy4ae, XOTs
JOCTOBEPHOCTh TAKUX UCCIIETOBAHUN OTPaHUYCHA.

[Ipu mpoBeneHUU TECTUPOBAHMSA, OCHOBAHHOTO Ha BBIIEICHHU (DeTaabHON
JIHK, MoxxHO monyduTh WH(OpMAIIHIO HE TOJBKO O HAIMYUU XPOMOCOMHBIX aHOMa-
JUH y TUIO/IAa U €T0 T0JIE, HO U ONPEAETUTh pe3yc-pakTop mioja y 6€peMeHHBIX C OT-
puLaTenbHbIM pe3ycoM. K coxxalleHHIo, Ha CEroJHsAIIHUN JA€Hb IIPOBEACHO HEI0CTa-
TOYHO HUCCJIEIOBAHMM, YTOOBI MOXKHO OBLJIO OTKA3aThCA OT AHTU-PE3YCHOTO HUMMY-
HOrJI00YJIMHA B CIIyYae, €CJIM HEMHBA3UBHBIN TECT OMPENIETUT, UTO Yy IJI0/1a PE3YC OT-
pULIATENBHBIN, KaK U Y MAaTEPH, OJJHAKO B HEKOTOPBIX CIy4YastX 3TOT TECT MOXKET CHU-
3UTh YPOBEHb O€CIIOKOMCTBA y O€pEMEHHOM, KOTOpask MEPEKUBAET HU3-32 BO3ZMOXKHO-
CTH pa3BuUTUA pe3yc-KoHGHkTa. [IoMuMoO 3TOro, CyliecTByeT HEMHBA3WBHBIM TECT
JUISL OTIPEJIENIEHHS] OTLOBCTBA. IIpUMEHEHMS ATOro0 TeCTa CONPSHKEHO C HEKOTOPBIMHU
ATUYECKMMHU MOMEHTAMH — JKEHIIMHA MOXET MPUHATH PELIEHUE O MpepbIBaHUU Oe-
PEMEHHOCTH CO 3I0POBBIM ILTIOAOM, TEM HE MEHEE, Ha CETOAHAIIHNMN JE€Hb 3aKOHOIa-

TEJILHO MPUMEHEHHE ITOTO TECTa HUKAK HE PEryJIUpyeTCs.

NHBA3UBHAS ITPEHATAJIBHASA IUAT'HOCTUKA

WNHBa3uBHAsI TUAarHOCTHUKA SIBJISIETCS HAMOOJee TOYHBIM METOIOM JIJIsl OIpee-
JIEHUsI XPOMOCOMHBIX 3a0oneBaHuid mwioaa. OaHaKo, Kak U Jr00as MHBa3UBHAs MaHU-
NyJISILKS, OHA COMpPSDKEHA C ONpPEACICHHBIM PUCKOM OCIOKHEHMH. YacToTa 0CioX-
HEHUM CYIIECTBEHHO Pa3/inyaeTcs B Pa3HbIX CTPAHAX U B Pa3HBIX MEAUIIMHCKUX I[SH-
Tpax, U 3aBUCHUT, MPEXKJIE BCETO, OT KOJIMYECTBA BBHIMOJHSAEMBIX MPOLEIYpP U, COOT-
BETCTBEHHO, OIbITa Bpauda. Hampumep, B OMHOM M3 CHUCTEMAaTHYECKHUX 0030pOB C
npoBeieHneM MeTa-aHanmu3a B 2015 romy ObUIO MOKa3aHO, YTO KOJUYECTBO OCIIOXK-
HEHUM MOCJI€ MHBA3UBHBIX MPOLIEAYP B MOCIEAHUE TOJbl CHU3UIIOCH, U BEPOSTHOCTh
CaMOMPOU3BOJBLHOTO BBIKMBIIIA TIOCIE aMHHOLIEHTE3a cocTaBiseT juib 1:909, a
nociie ABX — 1:454. Xots B n1pyrux nyOJuKaIusX coaepkKaTcs TaHHbIe O 00Jiee BhI-
COKOM ypoBHe pricka — nopsiaka 0,5-1%. B Poccun ob1iee KommuecTBO OCIOKHEHUN
10CJIe UHBA3UBHOW JUArHOCTUKU B CPEHEM COCTaBIsIeT 1-2% W 3aBUCHUT OT METO/Ia

3a00pa II0AHOTO MaTepHuaa.
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Bo3moxkHBIE OCIIOKHEHUS OCIIC MHBA3UBHOM HpCHaTaHBHOfI AUAardHOCTUKU:

® KpPOBOTECUYECHHE;
® CaMONPOU3BOJILHOE MPEephIBaHNE OEPEMEHHOCTH;
® YIPOXKAKOIIUK BBIKUIBIII;
® UH(]EKIMOHHBIE OCIOKHEHUS (XOPUOHAMHUOHHT);
® MPEXKIECBPEMEHHOE U3JIMTUE OKOJIOIUIOAHBIX BOJ;

MeTtoansl HHBa3UBHOU JUArHOCTHUKU:

1. Acnupanus (Onorcusi) BOPCHH XOPHUOHA — 3a00p MYyHKITMOHHOW UTJION KJie-
TOK XopHuoHa/mianenTsl (ABX);

2. AMHMOLEHTE3 — 3a00p OKOJIOIIOIHBIX BOJ;

3. KopnoueHnres — 3a00p MynOBUHHON KPOBH.

Bce Metoasl uMeroT onpenereHHbIe MperuMylecTBa U Hegoctatku. [Ipenmy-
niectBoM ABX sBisieTcsl BO3MOKHOCTB MPOBEICHUS TaHHOW IPOLENYPhl B IIEPBOM
TpuMecTpe 0epeMeHHOCTH. OHaKO B JAHHOM ciay4ae (DaKTUYECKU MMPOU3BOAUTCS 3a-
O0p KJIETOK HE caMoro II0/1a, a IUIALIEHTHI, U B PEAKUX CIy4asX B YaCTH KJIETOK ILia-
LEHTBl MOXET OMPEIEISAThCS aHOMAJIbHBIA XPOMOCOMHBIN HAa0Op, MPHU 3TOM Yy IIJI0Ja
BO BCEX KJIETKAaX KOJMYECTBO U CTPYKTypa XPOMOCOM COOTBETCTBYET HOpME (Takoe
SBJICHHE HA3bIBACTCS M30JIMPOBAHHBIN IUIALIEHTapHbIM Mo3auim3M). [lpu amHHOLEH-
Te3e HAOJI0JAaeTCs caMOe HU3KOE KOJMYECTBO OCioKHEeHHU. KopaoneHTes sBisercs
HanOoJee TOYHBIM METOJOM HCCIEJI0BAHMS, OJJHAKO, KOJIMYECTBO OCIOXHEHUU MpU
3TOM METOJE MAaKCHMAaJIbHOE.

O6HII/IG INPOTHUBOIIOKA3aHUA TJIS IIPOBCACHU A WHBA3UBHOM JUAarHOCTHUKU:

® JIMXOPAJI0YHOE COCTOSIHUE OEPEMEHHOI;

e ocTpblc HHPEKITMOHHBIE 3a00JICBaHHUS;

® BBIPAKCHHBIN 00JIEBON CHHIPOM;

® KPOBSIHUCTBIC BBIJICICHUS U3 TIOJIOBBIX MyTEH;
® [OATEKaHUE OKOJIOILUIOAHBIX BOI;

® HCTMHKO-LIEPBUKAIbHAS HEIOCTATOUYHOCT;

¢ MHOMATO3HBIC Y3JIbI, PACIIOJIOKCHHBIC B ITPCAIIOJIAraCMOM MCCTC BBCACHUS UIJIbI;
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e uH(pEeKIMOHHbIE 3a00JIEBaHUSI KOXKH TMEepeaHEl OPIOIIHON CTEHKH U MPOMEX-

HOCTH (THOMHHMYKOBAS ChIlb, FEPIIETHUECKUE BBICHIIIAHUSA U AP.).

[lepen uccnenoBaHueM ManUeHTKa JOJKHA MPOUTH 00CIEIOBaHUE: KOHCYJIb-
TAIMIO aKylIepa-THHEKOoJIora U TeHeTHKa, aHaiu3 KpoBu Ha BUY, cudunuc, renaru-
Tel B u C, oOumii ananu3 kpoBu, OOLINI aHAIU3 MOYM, aHAJIU3 Ma3Ka U3 MOJIOBBIX
nyTel, ompenenaeHue Tpynnbl KpoBU U pe3yc-pakropa miuona, Y3 u Ouoxummuue-
CKMI CKpUHMHI. Eclli ManueHTKa CBOEBPEMEHHO BCTaja HAa y4YeT, BCE PE3YJIbTaThl

OTHUX I/ICCJ'IGI[OBaHI/Iﬁ K MOMCHTY IIPOBCACHMA WHBa3UBHOU JUATrHOCTHUKMU .

Tao0mmma 3
MeToabl MTHBa3WBHOW MTPEHATAIIBHON JTUArHOCTUKHU
Cpok 6epemen-
HOCTH, B KOTOPOM
Meton Marepuain 115 aHanm3a Bo3MoXxHEIE OCII0KHEHUA
MIPOBOAMTCS JaH-
HbeI Meto 1T
YTPOXKAIOUINI BBIKHIBIIIL,
ABX/ nmnarnen- 10-15 Hexens Bopcunsr npepbIBaHre OEPEMEHHOCTH,
TOOHOIICUS XOPHOHA/TIIAIICHTHI reMaTroma IUIaleHThl, HHPEK-
HMOHHBIE OCIIOKHEHUS
AMHHOTHYECKAS o
[TPIIII, yrpoxaromiuit
AMHHOLIEHTES 17-20 wenenn JKUIKOCThH C KJIETKaMU
BBIKUIBIIII
SIUTENUS II0AA
aHTeHaTaJbHas TU0eb IIoaa,
035l CAMOIIPOU3BOJILHOIO
Kopnouentes 18-22 nenenu Kpossb mnona yrp P
BBIKH/IBIIIA, TeMaToOMa
ITYTIOBUHBI

Manunynsuuu BBIIOJHSAKOT B MajOW OIEPALMOHHOW IIOJ YJIbTPa3BYKOBBIM
KOHTpOJeM. B OONBIIMHCTBE Cily4aeB MAHUMYJISIUK BBIMOIHSIOTCS 0€3 aHEeCTe3uH,
BO3MOXHO MCIIOJIb30BAaHUE MECTHOM aHecTe3nu. Yaile Bcero ucroyb3yercs: TpaHcao-
JTOMUHAJIBHBINA JIOCTYII, PEKE — TPAHCLEPBUKAIIbHBIN NOCTYIL. Pe3yc-oTpuniaresibHbIM
OepeMEHHBIM MTPOBOJUTCS MPODUIAKTUKA Pe3yC-CEHCUOUIN3AIMU — BBEJICHUE aHTH-
PE3yCHOTO UMMYHOTJIOOYJIMHA B TE€UEHHUE 72 YacOB MOCJIE MAHUITYJISIIUN.

IIpu npoBeneHMH WHBA3UBHOW IPEHATAIBHOM JUATHOCTUKU BO3MOKHO BbISIB-
JICHUE YHUCJIOBBIX U CTPYKTYPHBIX QHOMAJIUM BCEX XPOMOCOM, YTO IIO3BOJISET BbI-
SABUTh ropa3fo OoJblliee KOJIMYECTBO MATOJOTUM, YeM KOMOWMHUPOBAHHBIA MpeHa-

TaJbHbIN CKpUHUHT nin HUIIT.
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Ha cerogHsiminuii 1€Hb, PEKOMEHAYETCSI CTPEMUTHCA ONPENECIUTh MOKa3aHU
JJIS1 UTHBA3UBHOW JTMAarHOCTUKH M MPOBECTHU €€ B 1-M TpUMecCTpe, OJTHAKO B PSAAE CIy-
4yaeB MOKa3aTeM CKPUHUHTA 1-ro TpuMecTpa MOTYT OBITh B MpelesiaXx HOPMBI, a Ha
VY3U Bo 2-M TpuUMeECTpE BBISBIISIIOTCS MapKepbl XPOMOCOMHBIX aHOMAJIUN TIIOAA.

Yame Bcero mocie 3abopa IMJIOJHOTO MaTepuana MPOBOIUTCS LIUTOTEHETHYE-
CKO€ WuccieloBaHue (KapuoOTHN) JJisi JAUArHOCTUKH XPOMOCOMHBIX aHOMAJUU
(cm. puc. 9a, 906).

bonee TOYHBIM METONOM SBIIETCA XPOMOCOMHBIM MHUKPOMATPUYHBIM aHAJINU3,
paspelIeHre y KOTOPOro BO MHOI'O Pa3 BBIIIE, YEM Y LIUTOTEHETUYECKOIO aHaIu3a,
YTO TMO3BOJISIET BBISIBUTH HAMHOTO 0O0Jiee MENKHUE MOJOMKH (IeNeUU U TyTITUKAIUN
xpomocom). [ToMuMO XpOMOCOMHOM MaTOJIOTUH, MPU MPOBEJACHUHA WHBA3UBHOM M-
arHOCTUKHM BO3MOYKHO OMNPEIENTUTh MPAKTUYECKU JII0ObIE MOHOTEHHBIE 3a00JI€BaHUs
(Oosie3HU, K KOTOPHIM MPUBOAUT KOHKPETHAs MyTallds B ONPENEICHHOM T'€HE), YTO
Ba)KHO, €CJIM B CEMbE CYILIECTBYET BBICOKHI PUCK 3a00J€BaHUs U U3BECTHA MyTallus,
KOTOpas AaHHYIO 00Jie3Hb BbI3bIBaeT. ECIM B ceMbe MMEETCSl BBICOKUM PUCK T'€HETH-
YecKoro 3a0osieBaHus M HEOOXOAUMO NPOBEJICHHE HHBA3UBHOW JIMArHOCTHUKH, €€
MOKHO JIeJlaTh, HaUMHAs cO cpoka OepemeHHocTH 10 HEmenb METOJOM acIHpaluu

BOPCHH XOPHOHA.
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Puc. 9a. Kapuorun mioa »eHCKoro noja ¢ cuaapomom Jlayna
(Tpucomust 21 XpOMOCOMBI)
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Puc. 96. HopManbHbII KapuOTHII IJI0/1a MY>KCKOT'O TI0JIa.

Becbma BaxHO NMPOBOAUTH KOHCYJIBTHPOBAHUE MAIIMEHTKH IO pe3ysibTaTraM
IpeHaTalbHON TUArHOCTUKU. B cilydae BBISABIIEHUS MMATOJIOTUU II0JA, € HEOOXOIU-
MO TMPEIOCTaBUTh MAaKCUMAJIbHO MOJIHYIO MHGOpMaIuio o0 UMeroIeMcs 3aboseBa-
Huu. CrnemyeT m30erath TUPEKTUBHOTO KOHCYIBTHpPOBaHUA. B ciydae HeOmarompu-
ATHOTO TIPOTHO3a MallMeHTKa JOHKHA ObITh HHPOPMHUpPOBaHA O BO3MOXKHOCTHU MPEPHI-
BaHUSl OEPEMEHHOCTH, OJIHAKO PEIICHHE B ATOM CIIy4ae OCTAeTCs 3a POAMTEISIMHU.
Hepenko nanmeHTK HHTEPECYIOTCS, YTO ObI clieall Bpad Ha ee MecTe.

B nanHoMm ciiydae OyaeT mpaBUIIbHBIM OTBETUTH, YTO, HAIPUMEP, HEBO3ZMOXKHO
OKa3aThCs Ha €€ MeCTe, KK/bIM cllydail yHuKaneH. JlomycTuMo cka3ath, Kakoe pe-
[I€HUE MPUHUMAIOT MAIUEHTHl B OOJNBIIMHCTBE CIYy4aeB B aHAJIOTUYHOW CUTYAIIUH.
Crout BbBIIATh MAalMEHTaM Kakue-Tu00 00pa3oBaTENbHBIE MaTEpHalbl KacaTelIbHO
BBISIBJICHHOTO CHHAPOMA W/MIU CHHCOK CAalTOB, TJ€ B JOCTYMHOU (hopme mpeacTaB-
neHa nHpopManus 0 KOHKpeTHOM 3aboneBanuu. Ecin 3TOro He cnenarb, NaleHThl
OyAyT 3aHUMAaThCSl MOMCKOM MH(pOpPMAIMU CAMOCTOSATENbHO, U HE MCKIIIOUEHO, YTO
UMHU OyIyT UCHOJIb30BaHbl MCTOYHUKH, TE€ COJIEPKUTCS HENOCTOBEpHas MHGPOpMa-

Iy, 1 9TO, B UTOIC, IOMCIIACT MIPHUHATD IIPABHUJIBHOC PCIICHUC.
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KAPJIUOTOKOI'PA®US (KTT)

Kapaunorokorpadus — 3To0 OAHOBpEeMEHHOE rpaduueckoe H300paKeHHE cep-
JIEYHOTO pUTMa IIo/a (KapauoTaxorpamma), U3MEHEHHUs TOHyca MaTKH (TOKOTrpam-
Ma) M peructpauus meseneHuil mioga. B Hacrosmee Bpems KT — Benymuii meron
OLIEHKH (DYHKIIMOHAJIBHOTO COCTOSIHMS IUIoja. JlaHHBIH METOA OLIEHKH COCTOSTHUS
1o07a uHpopmMaTuBeH B cpoke OepemeHHocTu Oonee 33 Henenb. Bo Bpems 6epemen-
HOCTH NPUMEHSIOT HapyxkHyto (Hempsimytro) KTT. B pomax MoxeTr mpuUMEHSThCS
npsivast (BHyTpenHsis) KTT .

Nudopmanuio o cepAedyHON AEATENbHOCTH IUIOAA MOJIYYaroT MPU MOMOLIU
CHEIHNALHOTO JaT4rKa, paboTa KOTOPOro ocHoBaHa Ha 3¢ dekte gommiepa. JaTauk
HAKJIQJBIBAIOT HA MEPEIHION0 OPIOIIHYIO CTEHKY JKEHITUHBI B MECTE HAUITYUIIIETO BhI-
CIIYIIMBaHUS CepALleOMEHHUs TII0/Ia M 3aKPEIUISIOT TIPHU MOMOIIU CHEUAILHOTO PEM-
Hs1. JKeHIHa npy 3TOM HaXOAUTCS B MOJIOKEHUH JieXkKa Ha CIIMHE, Ha OOKY WUITU CUJIS.
C nomoI1b0 AOMOJHUTENBHOTO JaTYUKA PETUCTPUPYIOTCS IEBEJIEHUS TII0/a.

ITpoeeaenue npsimort KTT' BO3MOKHO B poAax mocjie U3JIATUS OKOJIOMIOIHBIX
BOJI M PacCKpBITUs IIEHKH MaTKU Ha 3 cM u Ooree. Ha romoBky mioga HaKIaapIBatOT
CIUPAJIbHBIN AJIEKTPOKapAUOTpadUuecKuil AIMEKTPO, APYrod IIEKTPOJ MPUKPETLIs-
10T Ha Oefpe KEHILUHBI.

OcnoBuble mapametpsbl KTT:

- basanbHbIl pUTM;

- BapualenbHOCTb CepJIeYHOTO PUTMA;
- Hannuwne akuenepauuid;

- Hanuuue neuenepanuii;

- HectpeccoBslil TecT moaa;

- MarouHble COKpaIlICHHUS.

[Ipy ucnonb30BaHUM COBPEMEHHBIX MOHUTOPOB Yall€ BCErO UCIOIb3YETCS aB-
TOMaTH4YeCKasi OIlEHKa KapJUOTOKOIpaMMbl Ha ocHOBe KputepueB Jloy3a-Penmana.
Opnako Bpady HEOOXOAMMO MPOBECTH M COOCTBEHHYIO BU3yaibHyI0 orneHky KTT.

I[J'I?I 9TOI'0 UCIIOJB3YIOTCA PA3JIIMYIHBIC OaJJIbHBIC CHCTEMBI.
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Haubonee pacnpoctpaneHHass u3 HuUX — cucrema duiiepa B MoAu(UKAIIU

Kpebca (cm. Tabnuiy 4).

Tabnuua 4
bannsuas onenka KTT mo ®umepy B Moaudukamuu Kpedea
Mokasaten Ornenka, 0aJuIbI
0 1 2
bazanbHas yacro-
Ta CEePJCYHBIX CO- <100 100-110 120-160
KpalllcHHUI, B MUH
BapuabenpbHOCTh
aMILTATY/AQ OC- <5 5-9 10-25
UJIISIUNA, B MUH
Yacrora ocuniuis-
B <3 3-6 >6
115, B MUH
[Tepuonnueckue uim
Akuenepanuu 0 PHOA Cnopaguueckue
cropaanyeckue (1-4)
[ToBTOpstromIMECH
MO37HUE WK BbI- | BapuaGenbHbie Uin OTCyTCTBYIOT
Heuenepanuu a P YTCTBYIO
paXeHHBIC Bapua- | €IUHUYHBIC MTO3THUE WM paHHUE
OeJIbHbIC
Huco meBeneHui
0 1-4 5
moza 3a 30 MuH

Onenka 8-10 6amioB CBHAETETLCTBYET O HOPMAJbHOM COCTOSHHUW TLIOAA,

5-7 GannoB — 0 HAYAJNBHBIX HAPYIIEHUAX, 4 Oamia 1 MEHee — O BBIPAKCHHOM BHYT-
pUYTPOOHOM CTpaJaHUM IUIO/A.

I'paduueckoe n3zobpakeHue ocHoBHbIX mapameTpoB KTI' n3obpakeHo Ha pu-
cynke 10. (CBepxy — KpHBasi 4aCTOThI CepAIICOMEHUS, CHU3Y — KpUBasg MaTOYHOM aK-
TUBHOCTH).

[Tox 6aszanvrou uwacmomoiul CEPACYHBIX COKpAIIEHWN TOHUMAIOT CPETHION0
UCC mnona, coxpansroniytocs B TeueHue 10 MmunyT u Oosnee (03 ydera akienepanun
U Jenenepanuii). B HopMme mpu JOHOIIEHHOM OepeMeHHOCTH OazaibHbIM puTM 120-
160 yn/mun, npu HenoHomeHnHoi — 110-150 yn/mun. Ilpu yBennuenuun YCC no 160-
170 yn/mun roBopst o ynerko maxuxapouu, YCC mnona Beime 170 ya/MuH paciie-
HUBACTCA KakK TsDKelas Taxukapaus. [[puauHamMu TaxwKapAu# Yy IUI0Ja MOTYT OBITh

TAIIOKCHU IJI0JAA, TSDKEIasA aHCMHUA MAaTCpu WM IJI0Ad, XOPHMOAMHHOHMNT, HeﬁCTBHe
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HEKOTOpBIX JIEKapCTBEHHBIX MpenapatoB. B cpoke Gepemennoctu menee 30 Henenb

MOXXET OBITh (PU3HOJIOTUYUECKAS TaXUKAPAUSL.
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Puc. 10. KTT mona.

Cuamxenne YCC mnona menee 110 yn/muH — smo 6paduxapousi. OHa MOXKET
obiTh yMepenHas (UHCC 100-110 yn/mMuH, npu IepeHOIIIEHHOW OEpeMEHHOCTH MOYKET
obITh BapuanTtoM HopMmbl) U Tspkenas (UCC mioma menee 100 ya/mun). [Tpuaunb
OpaauKapuu 1J10/1a — 3TO TUIIOKCHS, TPU 3TOM, Opaaukapaus siBisieTcs Oosee mo3a-
HUM W TPO3HBIM TPHU3HAKOM THIIOKCHH, YeM Taxukapaws. [lepexaTwie MymOBHWHBI,
CIaBJIEHUE HUKHEHN MOJI0 BeHbl y OEpEMEHHOM, TPUEM HAPKOTHYECKUX MpenapaTos,
pa3pbIB MaTKU MOT'YT JISKAaTh B OCHOBE OpaIuKap Inu.

O sapuabenvbnocmu cepoeunoco pumma CyaaT IO TOSBICHUI0 MTHOBEHHBIX
OCHWIISIIUNA — OBICTPBIX HEOOJBION MpoaoiKUTEIbHOCTH oTKIoHeHu UCC ot Oa-
3aJIbHOTO ypoBHS. [losiBIIeHHE BBICOKMX OCHMIIIALMM (0ojiee 6 B MUHYTY) CBUIETENb-
CTBYET O XOpOIIIEM COCTOSIHHH IUI0Na, @ HU3KUX (MeHee 3 B MUHYTY) — O €r0 Hapy-
meHun. [loBbieHHast BapuadbenbHOCTh (Oosee 25 ya/MuH) CBUIETEIBCTBYET 00 OCT-
poli THUMOKCHHM IIJI0Ja, JIMOO O C)KaTWW MYMOBUHBI miofa. CHUKEHHas Bapuadelnb-
HOCTh MOKET OBITh MO MPUYMHE THIOKCUU TUIOJA, JIUOO TOBOPHUTH O TOM, YTO TIJIOJ
cnuT ((aza rmy6okoro cHa He AomkHaA npeBbimarh 40-70 mun). [lomepauuas (Hyne-
8as1) sapuabenbHocms (MeHee 2 YO/MUH) ni0X0U NPOSHOCMUYEeCKUL NPUSHAK, MAK KAK
OHa ceuOemenbCmeyenm 0 HApYUeHUY HePeHOoL, 2YMOPANTbHOU U CepOedHOU camopez)y-

JIAYUU.
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Axyenepayus — sto yBenuuenne YCC. Ha rpaduxe KTI' akneneparuu BoITIIS-

JST B BHJIC 3y0OYMKOB ¢ 0OpallleHHOM BBEpX BeplIuHOU (cM. puc. 6). B HopMme akiie-
JepalMy MOSBISIOTCS B OTBET HA IIEBEJICHHE IJI0/1a WM Ha cxBaTKy. OLEHKa peak-
U CEPJICYHOr0 PUTMA IUIOJA HA COOCTBEHHYIO JBUTATEIbHYIO aKTHBHOCTH HOCHUT
Ha3BaHUE «HECTPECCOBBIN TECT.

Henenepayus — 310 Ha060poT, MOMEHTHI ypexxeHust YCC, KOTopble BBITISIAT

KaK 3yOIlbl C BEpIIMHOMN oOpallieHHON BHU3. Pa3znuyaroT Tpu TuIa Jereseparmii:
Tun | — pannue deyenepayuu, BO3HUKHOBEJCHUE JelIeNiepalluii ¢ HAYaJIOM
CXBATKH, IUIABHOE HAYAJI0 U OKOHYAHHE, TPOIOJIKUATEIBHOCTh KOPOUYE WIIM COBITAIAET

C JUTUTEJIbHOCTBIO CXBATKHU (CM. puc. 11a).
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Puc. 11a. Pannue neuenepamnuu
Tun |l — noszonsas oeyenepayus, Bosnukaet yepe3 30c u 6osee nocsae Havana

COKpalICHHA MAaTKH. Yacrto umeer KpYyTO€ Ha4Yajio U Ooinee IMOpOroBOC BbIpaBHUBA-

HUE, JUTUTEIHHOCTh 00JIee MPOAOIKUTEILHOCTH CXBaTKU (cM. puc. 110).
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Puc. 116. Ilo3guue nenenepanuu

Tun |l — sapuabenvuvie deyenepayuu, pa3nuaHbIe IO BPEMEHU BOSHHUKHOBE-

6anus YCC (cm. puc. 11B).

[

HUS 110 OTHONICHUIO K Hayaly CXBaTKH, UMEIOT pa3HOOOpa3Hyto popMy, Ha BEPIIIUHE
Jeuenepaunid OnpenessoTCs TONOIHUTEIbHBIE KOJIe

m.. i! } I w\ 5% WVA.
H 18 ] }
BEikil Irirr | ﬂ ..ln.m
| i | i
e : 8-+8-4- +
MR BSR4 ;
T LB i hid
S ERNEA AEEES NARK I !L&.\._
| | | | 1 i |
] t v Tl .M h“
. . s 3 S48 i
».u 2 $ + i <uN 1
i =
i S
nun [ ] 41 s
i 1 1
e - e : el e lof < Mo
i 11t ~ \ 1 2 i
1 _ﬂw - | .’.
L] | .
i1l 1 ) } \
NG ! fa
] 1l BT %LJ
| lll«r -
| i 11
=T S -g4-84-9-8
Li{+d+ | :
M ]
1 ' ]
Uil ! 1
ol ]lg! : AT 8
(R it 18-H3H e L.1 1%
RN S E 24 ! i i
| | 1 m_< i
SEENR ! J ‘ 4 V.
i i | ] i 2 I
_; N \ i 3 wru < M ) .”-_o
| I : L ﬂJW
s R e
| _W ! M
SR T
1 T - I«M.
] 11 e 3 4
| ) b
A -
i1 | | ) 11
4 198 1 3 T
e 4_11 .M ~ - 34 Lk
ot gl gLl gl] sidgt!! 2! ] 41
R 1838 pas
i 5 |1 ,._ PMI 2 I o S
OO d

Puc. 118. BapuaGenbHble aenenepanuu

FpaMOTHOG ucnojp3oBanne KTI mo3posiser CBOCBPCMCHHO JHAIrHOCTHUPOBATH
42
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HapyIIEHUE COCTOSHUE TUIOAA U CIIOCOOCTBYET CYIIECTBEHHOMY CHUKEHHUIO MEepUHa-
TaJdbHOU CMEPTHOCTH.



Hecmpeccosblii mecm — 3TO peakuiusi CepJeYHOro puTMa Iuiofa Ha COOCTBEH-
HYIO JIBUTaTEIbHYIO aKTUBHOCTh. B OTBeT Ha mieBenenue 3a 20 MUHYT 3alUCH TOJK-
HO OBITh HE MEHEE JIBYX aKleJiepaliil B OTBET HA IIEBEJICHUE TUI0/A.
KTT mpumensieTcsi He TOJIBKO B T€UCHHE OEPEMEHHOCTH, HO U BO BPEMS POJIOB.
B psne ciyyaeB npu HamM4MM MEIULMHCKHUX MMOKa3aHUNW HEOOXOAMMO MPOBEJICHUE
HenpepbsiBHOro KTT' MonuTopuHra B ponax, to ecth 3anuck KTI' mpoBogutcs B Te-
YEHUE BCEX POJIOB.
ITokazanus miis HenpepbiBHOro KTI'-MoHUTOpUHTa IETATCS HA TPU TPYIIIBL:
1. Tloka3zaHusi CO CTOPOHBI MaTEpU:
- pyOerl Ha MaTKe MOCIie MPEAIIECTBYIOICH Onepaluy KecapeBa CEUeHHs], JT1-
00 KOHCEpBAaTHUBHOM MHOMAKTOMUH,
- MOPEdKIaAMIICHS;
- CpOK O€peMEHHOCTH Ha MOMEHT PoJIoB Oosiee 41 Henenu;
- JIIUTENbHBIA 0e3BOAHBIN nepuo/ (0omnee 24 uv);
- UHAYUHUPOBAHHBIC PObI,
- caxapHbIl AUa0ET Y pOKEHUIIBI, B TOM YHCJIC TECTAIMOHHBINA CaXapHbBIN Ara-
oerT;
- [PU3HAKU HENPOIPECCUPYIOUIEH OTCIOWKY IUIALEHTHI (A0POIOBOE KPOBOTE-
YEHUE);
- pe3yc-KoH(pIUKTHaAs OEPEMEHHOCTD;
- coMaTH4YecKue 3a00JieBaHUs MaTepH (HapUMeEp, MOPOKU CEep/Iiia)

2. TlokazaHus co CTOPOHBI TUIOAA:

3aJlep’KKa BHYTPUYTPOOHOTO pOCTa MII0MA;

- NpEeXAEBPEMEHHBIE POJBI;

- MaJIOBOJIME WJIM MHOTOBOJIME;

- HapyllIeHHE IUI0A0BO-TUIALEHTAPHOI 0 KPOBOTOKA 10 IaHHBIM JIONIIJIEPOMET-
puu (HapylIeHHe KPOBOTOKA B apTEPUH MTyTIOBUHBI);

- Ta30BOE IPelJIeKaHNE TUIOAA

3. Ilokazanus, CBA3aHHbBIE C TEYCHUEM POJIOB:

- POOOCTUMYJIIANNA OKCUTOIHMHOM,
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- JUIATENbHAs SNUAYypalibHas aHECTE3US;
- BarvHaJbHOE KPOBOTEUYEHHUE BO BPEMS POIOB;
- JMXOpaJKa y MaTepu BO BPEMS POOB;

-  HaJIW4YKUC OKOJIOIIIOAHBIX BOA, OKpAIICHHBIX MCKOHHUCM.

MATI'HUTO-PE3OHAHCHAS TOMOI'PA®UA (MPT)

B nocnennee necsatunerus MPT akTMBHO Hadamy MCHOJIB30BAaTh B aKyLIEPCT-
Be, 0OBIYHO BO 2-3 TpuMmecTpe (M3-3a HEIOCTATOYHOM M3YYEHHOCTH BIUSHUS Mar-
HUTHOTO pe30HaHca Ha 1iog B 1-M Tpumectpe). Metonq MPT nosBonsier Gonee ne-
TaJbHO OLEHUTh AHATOMHUIO BHYTPEHHHX OPraHOB Y IJI0JIa, OCOOEHHO MpPU COYETaH-
HBIX TTOPOKAaxX Pa3BUTHSL.

ITokazanus miis npumenenust MPT B akymiepcTse:

® uCCJeI0BaHUE OCOOCHHOCTEHN Tomorpaduu U COCTOSSHUE BHYTPEHHUX OpPraHOB
IJ1I0/1a TIPY BBIABJIEHUU IO pe3ysibTataM Y3 MOpOKOB pa3BUTHS, TOApPa3yMe-
BAIOILHUX [IOCTHATAJIIBHOE XUPYPIUYECKOE JICUCHNUE;

® KCCJICIOBAHUE IUIOAA IPU OTCYTCTBUU OKOJIOILUIOIHBIX BOJI;

® UCCJIEIOBAHUE NPU IOJO3PEHUM HA BpPaCTaHUE WA IUIOTHOE MPUKPEIUICHUE

TIJTIALICHTHI.

[IpotuBonokazanus ajns MPT sBistoTcs kinaycTpodoOust y MmarueHTKH, Halu-
Yhe B OPraHu3Me 3JICKTPOHHBIX MEIUIIMHCKUX MPUOOPOB (HAIIpUMED, KapIUOCTHMY-
JsTOpa), BEC manueHTk 6omnee 120 Kr u/wim oKpy>KHOCTh xKuBOTa 60see 150 cm, BbI-
cokasi BO30YyIMMOCTb U HECTaOMIbHOE MCUXUYECKOE COCTOSTHUE TTAIUEHTKH.

[peruMmIaHTAUMOHHAS TeHeTHUYeCKass AUATHOCTHMKA — DJTO IPOBEICHHUE
JUArHOCTUKHU T€HETHUYECKHUX MOJIOMOK SMOpPHOHA B MPOrpaMmax 3KCTPaKOpropalib-
HOT'O OIIOJJOTBOPEHMUSI.

B Hactosimiee BpeMs pasnenstOT MNOHATHS MPEIUMIIAHTAIMOHHAS TE€HETUYe-
ckas guarHoctuka (III'J[) m mpeauMIIATalMOHHOE T€HETHYECKOE TECTUPOBAHHE
(IIT'T). [pu nmposenenun I1I']] y sMOproHa MpOBOAUTCS MOMCK KOHKPETHBIX MYyTa-
uni, npu nposegaeHud [II'T — mpoBOAUTCS MOUCK YHUCIOBBIX AHOMAJIMH, JCIEUUN U

I[yrIJII/IKaHI/Iﬁ 1O BCECM XpOMOCOMaAM.
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[IpoBeneHue npeaUMITIAHTAIIMIOHHON T€HETUYECKOW AMArHOCTUKU HE TOJBKO
CHIDKAET PUCK POXKJEHUsI peOeHKa ¢ MaToJoruel, HO U MOBKIMAET 3(PPEKTUBHOCTD
HKCTPAKOPIOPATBHOTO OIIOOTBOPEHUS, TaK KaK 3HAYUTENIbHAs 4acTh HeyAad 00Yy-
CJIOBJIEHAa XpOMOCOMHBIMU aHOMAJIHSIMU Yy SMOPHOHA.

B nacrosimee Bpems III'JI mpoBonuTcss Ha 5 cyTku ku3Hu 3MOpuona. [lpu
ATOM JiJIs aHajau3a OoT AMOpuoHa otnaensoT 5-10 kiertok (61actomepoB). Hanbonee
apdextuBHo nposenenue III'T metomom NGS (cexkBeHMpoBaHHWE HOBOTO MOKOJIE-
Hus). [Ipu mpoBeaeHnN UccienOBaHUs UCCIEyeMbIN 00pa3el] cpaBHUBAETCS C pede-
PEHTHBIM, IPOBOAUTCS THOPUAM3ALIMS HA MUKPOMATPUILY, COAEPKALYIO 30H/bI, pac-
NOJIO)KEHHBIE HAa BceX XpoMocomax. [Ipu yBenrueHnn uin CHUKEHUU KOMMUMHOCTY B
001acTH Kakoi-TO XpOMOCOMBI mpoucxoauT (mroopecuenus. [locne mposeneHus
III'T metomom NGS uacrora HacTymieHus 0epemeHHOCTH cocTaBisaeT 10 70% (6e3
nposenenus [1I'T 3ToT nokazaresnpb cocTaBisieT okoiio 35%).

[Ipyn HasMuuMM B Ce€MbE BBICOKOTO PUCKA MOHOT€HHOM maTtojioruu (3abolieBa-
HUS, TPU KOTOPOM XPOMOCOMHBIN HaOOp HOPMaJbHBIN, HO UMEETCS KOHKPETHAs re-
HETUYECKas MyTalMs B ONpeaesieHHOM reHe) MoxHo nposectu 1T/l smOpuoHa Ha
Haju4ue 3a0osieBaHusl. BRICOKMI pUCK T€HETUYECKOMN MAaTOJIOTHU MOXKET OBbITh MOKa-
3aHueM il Hanpasiienus narueHTku Ha KO He ¢ uenwio npeogoiaeHus: 0ecrionus,

a c nenbto npoBeaenus [1I']] u cenexunn sSMOprOHA C HOPMAJILHBIM T'€HOTHIIOM.
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Ilpunoscenue 1

OBPA3IIbI BJIAHKOB U 3AKJIIOUEHUIA

O0pa3en opopmiieHnst pe3yabTaTOB NPEHATAIBHOIO
CKPMHHMHIA MEPBOro TpUMeCTpa

HanpasuBWWK AOKTOP: 1L, AHOPIOWWHE BULMI | UM J IBHUHE
Nara poxaenun: 16.03.1982 Lara uccnenoganna:  10.09.2018

¥Y3W B I-m TpumecTpe (B T.4. MapKepk! XPOMOCOMHOM NATONOrMKW NNOA3):
Cpox 6epemenHocTy (CB): 12 Hea. + 5 avewn no KTP

NAP no ¥3W: 20.03.2019

Cepneynan OeATenbHOCTL NNoAa ONpenenseTcs

YCC nnopa 160 ya./mun i
Kon4uko-Temennon pasmep (KTP) 63,0 Mm i
Tonwmka sopoTHukoBOro npocrpaxcrea (TBIM) 1,60 Mm

Koctk Hoca: onpegensercs, [onnnepoMeTpus TPUKYCNHAANEHOro knanaqa: Hopma, [onnnepomerpys BeHoaHoro npotoka: 1,00,
BHOXMMUA MaTEPUHCKON CLIBOPOTKM:
Mpoba 003906693 ; pnata zabopa martepuana; 10,09.2018. ; uccnegosaxue nposegeqo 11.09.2018. obopynosanne: BRAHMS

Kryptor.
Ceobognan beta-cyGbeamHuua XM4y: 20,92 ME/n/ 0,599 MoM
PAPP-A: 1,126 ME/n/ 0,324 MoM

Pacuyer puckos
MNMaumerTre AaHs! Boe HEOOXOAMMSIE 0BLACHEHIUA 1 OHA NOATEEPKAAET, YTO NOHUMABT PAILACHEHUA.
FMF Onepartop: Oxcana YcruHosa, FMF Id: 163801

CocmosiHue Baz08hill PUcK MHduaudyansHbill (CKOPEKMUPOBEHHLI) PUCK
Tpucomus 21 1:196 1:3914

Tpucomun 18 1: 476 1. 4958

Tpucomus 13 1: 1494 1: 16830

53308k PUCK XPOMOCOMMbIX BonesHed (aHeynnonami) y Nnoaa oCHOBaH Ha cnegdylowmx axTopax:so3pact marepu (36 net).
MHauauayansHbid (CKOPPEXTUPOBAHMHBIN) PHUCK - 3TO PUCK HA MOMEHT NPOBEAEHUA CKPUHNHIA, PACCHYMTAHHLIA Ha ocHoBe Baloeoro
PUCKA, YNLTPAIBYKOBLIX MAPKEPOR (TOMLKHA BOPOTHAKOBOIO NPOCTPAKCTEA NNOLA, KOCTH KOCA NNOAA, AONNNEPOMETPHA KDOBOTOKA
Hepe3s TPUKYCHHAANLHLIA KNanaH, A0NNNEPOMETRUS BEHO3HOMO npotoka, YCC nnoaa) v BUOXMMUHECKHX MAPKEPOE MATEPHHCKON
culpopotem (PAPP-A (accoymnpoBadkbin ¢ BepemerkocTsio Ganok A), free beta-hCG (ceobBoaHan Gera-cyBueauHnua XOpHOHUHECKOND
FORAA0TPONUHA)).

Ilnn BOEX BHOXMMUYacKnX Mapkepos npn HEOGXOI.’MMOC‘I’M BBOAWTCA NONPaBKa, yMUTHIBAKULARA QaHHEE O MaTepn, Takue xaKk pacosas u
ITHUMECKAR NPUHAANEKHOCTE, BEC, POCT, KYPEHWE, METOA 384a8THA 1 YKUCND POAOE B BHAMHESE,

PacueT pucka BINONHAETCH C MCNONb30BaHKeM nNporpammMHoro obecneserns FMF-2012 (sepcvs 3,4) v OCHOBaH Ha AaHHbIX,
NONYYEHHbIX B KPYNHLIX MHOTOUEHTPOBbLIX MCCNENoBaHURAX, KoopauHupyemblx ®orgom Meanuwnksl Mnona (Fetal Medicine Foundation,
UK Registred Charity 1037168). PacyeT pucka MOXET CYNTaTLCR AENCTBHTENBHBIM TONLKO B CIyYae,ecni ynbTpassykosoe
WCCNEeN0BaHNE BHINONHEHO CNIBLMANNCTOM, MMEIoWMM GeHCTBYIOLLYIC NHUeH3uo FMF « ceoespemerHo Npoxoasiwum npoueaypy
ayanTa (KOHTPONA Ka4ecTsa) pesynbTaTos UIMEPEHHH (CM. CNUCOK CneunankcTos Ha caute: www.fetalmedicine.org),

Baxuo! PeaynuTaTe! ckp 2 noapasy , 4TO MHANBHAYANLHLIO AAHHLIO NALMENTEN YKa3anbl NPABMNLHO, MOBLILENHOS IHaYOHHE
PHCKA CNYXUT P L[auuen K npog ANATHOCTHMECKHX Npoueayp. MOHIKEHHOE JHANEHHE PUCKA HE UCKNIONALT BEPONTHOCTL
poxgeHun pebenka c xp navonoruen. Cuuxenne ypoeua PAPP-A ke 0,5 MOM n/unu noesiwenne yposua Free hCGb Gonee 2

MOM npu HOPMANLNOM PACHETHOM PHCKE NPOANONAraeT OBCNEAOBANNE Ha CHIBOPOTONNKE Mapkepul AFP 1 Free hCGb no stopom

TpumecTpe BepemenHocTy, B 16-17 Hegens.

Konuuko-remeHHON pasmep Trgumm AOPOTHUKOBOrO NPOCTPANCTEE  Puck TpMcomuu 21 8 I-M TpumecTpe
5% ‘
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IIporokoa Y3U B 10-14 Heneab OepeMeHHOCTH

Hazpanue neueGHoro yupexmeHus, TejedoHn

IMPOTOROJI CKPHHHHI'OBOTI'O VIBTPA3BYKOBOI'O HCCIENOBAHHA
B 10—-14 HEJl BEPEMEHHOCTH

« » 200 T. Ne mcenenoBaHmug

@.1.0. maureHTKH BO3pacT et
[TepBEIi TeHb TocenHeH MeHCTpYaLlHKA CPOK BepeMeHHOCTH HEl TH
[IpeanomaraeMag Jata polioB « » 200 T

Bua vccenegobanys: TpaHCAOMOMHMHAIBHELN, TPAHCBATMHAIBHEL

B ronocty MATKH BHU3YATHIHPYETCH, HE BU3YATHM3HpYeT A riosa(a)
KomuMKo-TeMeHHOM pasMep IUIoJa MM, COOTBETCTBYET, HE COOTRBETCTBYET MEHCTpPY-
ANLHOMY CPOKY GepeMeHHOCTH

YacToTa cepoeyHBIX COKpalieHH m1oaa yoapos B 1 MuH

TommHa BOPOTHHKCBOIO IPOCTPAHCTBA MM

ZKeNTOUHBLI MELIOK: BU3YAI3UPYETCH, He BU3YAIU3UPYETCH

CpenHuii BHYTpeHHHWI THAMETP XKeTTOUHOTO MeLIKa MM

[TpenmylecTBeHHAS NOKATM3ALMA XOPHOHA: MEePeaHsis, 3adHA:, NpaBasd, neBas OoKoBas
CTeHKH, IHO MATKH, 00JIaCTh BHYTPEHHETO 3eBa

CTpyKTYypa XOpHUOHA: He H3MeHeHa, H3MeHeHa

OcobeHHOCTH NMPHIATKOB MATKH

OcobeHHOCTH CTpOEHHA CTEHOK MaTKH

Buzyanmuzalys: yIORTeTROPHUTeIIBHAS, 3aTPYIHEeHA

OcobeHHOCTH:

JakimoueHne:

PekoMeHTaTTH;

VnbTpasByKoBOI KOHTPOME B HeJT
@.1.0. ppaua, IIONIMCH
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IIpotoxoa Y3U Bo 2-3-m TpuMecTpe GepeMeHHOCTH

NMPOTOKOJ1 CKPUHUHIOBOIO YNbTPA3BYKOBOIO UCCNEOOBAHWA

(2-3 TpumecTp)
OaTta uccnenoBaHuA Ne nccneposanmn
@©.1.0. naumneHTKK Bospacr
1-1 feHb NOcNeaHen MeHcTpyauum cpok BepemMeHHOCTH HEefens
Mpeagnonaraeman gara pogos
B maTke onpenenaeTca HUBOW NNoga B npeanexanui
DeTomMeTpUA:
BunapuertanbHblii paaMep ronoskK MM, QKPY#HOCTE rONoBL MM
NoBHo-3aTbINOYHbIM pasmep wmn. CpegHuid QuaMeTp/oKpyKHOCTE KMBOTA MM
OnuHa DeapeHHON KOCTU: NeBow MM npasown MM
[OnuHa KOCTer roneHu: neeon MM npasown MM
OnuHa nne4eson KocTu: nesow MM npasowu MM
[nuHa KocTel npegnneYsa: Neson MM npaeon MM
Pa3smepsi nnoga coOTBETCTEYKT Heq,

HenponopuMoHankHe! 1 He NO3BONAT CYAWTb O Cpoke BepemeHHocT.
AHaTomuA nnoga:

BokoBele #enyqoukn Moara Moameuox
Bonbwasn unctepHa

ueBble CTPYKTYPbI: Npodunns MMmazuuukl
Nerkue

Mo3BOHOYHMEK

YeTeipexkamepHeld cpea cepaua Cpea yepes 3 cocyaa
Henynok MNeueHs.

KuweyHunk

MoukK

MoueBol nysbips

MecTo npukpenneHns NynoBuHLl K nepeaHen GPIOWHOR CTeHkKe
MnaueHTa, okononnoAaHkIe BOAbI, NYNOBKMHA:
MpeumyllecTBeHHAR NOKANW3aUMA NNAUeHTLI: NepeaHss, 3agHan, npasas Gokosan, nesan DOKOBAA CTEHKU MATKM,

AHO, 0BnacTe BHYTPEHHEro 3eea
TonuMHa MnaueH sl MM, CTENEHb 3PEnocTy

Konuuecrao OKONONNoAgHe!X BOO: HOpMaNeHOE, MHOMOBOOWE, Manoeogwne

MeTns NynoBuHLI B WEAHOM TPEYTONbHWKE: ECTb, HET

NynoBuHa uMeeT

BpoxaeHHble NOPOKK pa3BWTHA NNoAA: faHHLIX HE 0BHapyXeHo
ObHapymeHb!:

Oco6eHHOCTH CTPOBHUA WEHKN U CTEHOK MaTKu

O6nacTe npupartkos
Buayanusauua: ynosneteopuTensHas, aaTpyaHeHa
3aknoyeHue:
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Oobpasen 3axaouenuss HUIIT (B HopMe U Ipu NATOJIOTHN)

[amuent: Kyapssuesa Enena Bnagumuposna Jara 3abopa marepuana: 06.04.2016
Hata poxnenns: 13.05.1982 JaTa noctynienus maTepuana B

Cpox GepemennoctH (Hemens): 9 na6oparoputo: 11.04.2016

Homep Habopa: 1621344 Jara roroBHocTH aHanu3a: 15.04.2016

Howmep uccrnenoBanus: 767583

PE3YJIbTATbl UCCITEAOBAHUA
®pakuua deransHon AHK: 7.3% Puck Huskum
ITon mona: XKenckuit
U ccnenyemas xpomocoma BbuMcneHHbIN pyUCK MO pesynkTaram K ommeHTapumin
nabopaTopHOr 0 UccrenoBaHUA

T pucomus 21 (CuHgpom [layHa) <1/10000 (<0.01%) Puck HusKuii
Tpucomus 18 (Cungpom dpBapaca) <1/10000 (<0.01%) Puck HusKHi
T pucomus 13 (CuHgpom Maray) <1/10000 (<0.01%) Puck HusKuii
M oHocomus X (Cungpom TepHepa) <1/10000 (<0.01%) PuCK HU3KUH
T punnonamsa/U cuesaromnm GnmsHew, Puck Hu3Kuii

3akntoyeHue: Tlo pesynsraram uccnenoanust JJHK 1o, BelaeeHHON U3 KPOBU MAaTepu, PUCK POXKIACHHUS
pebenka ¢ Tpucommeit 21, 18, 13 xpomocombl, MOHOCOMHEEH X XPOMOCOMBI MM TPUILIOUIHEH/CHHAPOMOM
ucuesaromero 6nmsHena cocrasinsetr meHee 0,01%.

Balu puck (113,718, T21, MX, Tp/u6)

P Huskwdpuck BLICOKMit pHCK

<1/10 000 1/500 1/100 10/100 >99/100
(<0,01%) (0,2%) (1%) (10%) (>99%)

BaxHaa nHdopmauma: Hu ogHO U3 CyHIeCTBYIOIIUX UCCIICIOBAaHUI HE MOXKET TapaHTHPOBATh OTCYTCTBHS
y Oyaymero pebeHKa JIIoObIX OTKIOHeHWH. HenHBa3WBHBIN MpeHATaNbHBIN TECT SIBISIETCS CKPHHUHTOBBIM
METOJIOM, OCHOBaHHOM Ha aHajm3e cBoOoaHouupKyupyromei JTHK miona. HemHBa3suBHBIN peHaTaIbHBIN
TECT BBISABIISICT PUCK TONbKO TprcoMun 21, 18 n 13 XpoMocoM, YUCIOBBIX aHOMAJIMH MOJIOBBIX XPOMOCOM,
TPUIUIONIMN Y TJIOAa W CHHApOMa Hcyesaromero OsmsHerna. C ero MOMOIIBIO HEJB3Sl BBISIBUTH BCE
TeHETHYECKHE WM HETeHETHYECKHe MpOoOJIeMBbl, KOTOpBIE MOTYT ObITh y Oymymiero pebenka. Jlaxe ecnm
Pe3yNbTaThl TECTa OTPHLATEIBbHBIE HEBO3MOXKHO TOJHOCTBIO HCKIIOYHTH BCE MOTCHIHAIBHBIE MPOOJIEMBI,
cBszannble ¢ 21, 18, 13 u mosoBBIME XpOMOCOMaMH, HalpUMep, MUKPOJAEICINH WIH MHUKPOIYTIIHKAINN
HEeOOJBIINX YYaCTKOB 3THX XPOMOCOM. MeToIuKa HCCIeIOBaHHS HE TO3BOJIAET MCKIIOUUTH MO3aUIM3M Y
W03 W/WIM IUTACHTAPHBIA MO3aWMIU3M MO 3TUM XpoMocoMmaM. J[ns mMpaBHIBHOM HMHTEpIpeTanuu
pEe3yIbTaTOB UCCIIEAOBAHMUS, TOJyYUTE JOIOTHUTENBHYIO KOHCYIBTALIUIO CIICIHAIIICTA.

Bpau-renetux Kynpssuesa E.B.
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JaramaCHHE

no pe3vALTATaM HCHHBAIHBHOH NpeHATAILHOH IHATHOCTHEN TpHcoMui no 13, 18 »
21 xpomOcoMaM, MOHOCOMHEHN X XPOMOCOME B TPRICTOETHE HCYe3a01ero GaNInena

Herrormesirr sursiscio 8 salfperopes MATERS, CUIA (Nakrs, ke 30 Inddasira] Koad Soic 210 San Carles, CA 29000 wemzou
MECTFICT IERA TICTMNE D CCERCERPC AR RS ¢ Ser i assnonnck ofpeliorecl o eoroperrany MATUS

[Tagneer: Doplismees Mapma Hesanons Jara mbapa sarepsana: 2509 2014
Aara posneima: 2406 1980 JlaTa OCTYILIEHHA MATERHAND B
Copoe fepovenmocmy (np=== e 73 | nabaparoqaie: 03102074

Homep nocmesosar Jlara romossocTE asenoa: 100102014

PEIYIILETATE HCCJIETOEBAHAH
pakone deraenail JTHE: 8,0
[Tov oo M yseckod

Hecneayesan xposiocosa BrastAcieHAbI pAcK 00 pesyasrartas | Kossedn TapEi
AAbEPATOPHOND HCCIEI0BAHES
Tpueosmaa 21 (Cangpos Jdavaa) =0T (=99%) Buicokni peck
TI]HE'IIHH! 18 [EHH.IFIIJH B'JHil}ﬂ_tﬂ.} < 10 =] %) Pscw i
TI]HE'IIHH! 13 [,EEMPEH "i'l'ﬂ.}'} < 10 =] %) Pscw i
Monaocosus X (Cuaapos Teprepa) <100 (<L.01 %) e
Tpanceea i Hesesawniai Gansaen oK sl

Jamenne: [Io poyarraray wocncoonanna JJHE mwonogs, smasnomoil #s kpond samepa, misos

peeenernd pefenk o rpiecasmei 21 [Cencposs Jayna), cocramnmmer Gonee 9%

DiHapyHeHd BLICOKAH BEPORTHOCTE CHEApoM JavHa ¥ mioga

Baw prex T21 1L

e T T Hun pca ; BiCOKHA pHOK
< 110 [N 1340 11 1Lk [IN3 | L
[y (L) [1%) LR e

Basenan mrhopyannen: PorponTard Jammo TocTa ocmoBiiL? 16 IREsas necreesnae ferairnii
SUHED DK nosose, pnpeyrmpyronped = xpone sarepe]. Teor ofnamaer ougrs Becasail T o,
CLFHAKKD, B HEROTUPLE, 0EHL TEAKIEE COTY AR, IO BT TE LIRS PESYIETATE oy T G
DESVILETATONM [UIALEHTARNOIT SORHITIESL

PoROMEHIFETCN KOHEYILTALME HPAME-TEHETHEY 128 PEILEIEHA BOMPose o neodxonMsosTi
NIOTHERGRIEHIE AHAIHO0E METOANS HHBASHINOH [PeHaTAILKE THANNOCTHEIL

Bpau-renerse M.H. Kznunen
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CUTYALMOHHBIE 3ATAYHN

3amada 1. bepemennas 30 et B cpoke OepemeHHOCTH 12 Henenb 4 qHS MPoO-
1uia npeHataibHblid ckpuHUHT 1 Tpumectpa. [To Y3U KTP 62,2 MM (COOTBETCTBYET
cpoky 6epemennoctu 12 nenens 3 musi), TBII 1,6 MM, HOCOBast KOCTh BU3yallU3HP Y-
ercsa. buoxummdeckue moxkazarenu: Oera-XI'U 37,3 ME/x (0,892 Mowm), PAPP-a
6,160 ME/n (2,326 Mom).

OxngaeMblii pUCK XPOMOCOMHBIX aHOMAJINN:

CocrosHue ba3zoBblli puck NunuBuayanbHbIN pUCK
Tpucomus 21 1:590 1:11808

Tpucomus 18 1:1430 <1:20000
Tpucomus 13 1:4490 <1:20000

Ouenute pe3yabTaTbl CKpUHUHTA, BAllld PEKOMEHIAINN?

3agaya 2. [loBropHOOEpeMeHHas JKEHIMHA 42 JeT Mpoluia MpeHaTalbHbIN
ckpuHUHT | TpuMecTpa B cpoke OepemenHoctu 13 Henens 3 ans. Ilo Y3U KTP 84
MM (COOTBETCTBYET CpoKy OepemeHHocTH 14 Henens), TBII 1,2 MM, HOCOBast KOCTH 2
MM. brnoxummdeckue mokazarenu: 6era-XI'd 50,4 ME/n (2,096 Mowm), PAPP-a 3,14

ME/n (0,953 Mom). OxkugaeMblil pUCK XpOMOCOMHBIX aHOMAaJTHH:

CocrosiHue bazoBblit puck NuauBuyambHbIA pUCK
Tpucomus 21 1:53 1:135

Tpucomus 18 1:142 1:2842

Tpucomus 13 1:442 1:8844

OI.[GHI/ITG PC3YIbTAaThl CKPUHUHT'A, BAIllA peKOMeHI[a]_II/II/I?

3agaya 3. IloBTopHOOEpEeMEHHas >KeHIMHA 29 JIEeT, UMEET JBOUX 3I0POBBIX
neredt 3 u 6 net, oOparuiiach Ha KOHCYJbTALMIO IO PE3ysIbTaTaM CKpUHHUHTA 1 Tpu-
Mectpa. CKpUHUHT TIpoBeAeH B cpoke OepemeHHocTH 12 menmens 1 nmens. [lo Y3U

TBII 3,09 MM, HOCOBast KOCTh HE BU3YaJIU3UPYETCS, TOPOKOB PAa3BUTHSA IIOAA HE BHI-
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sBieHo. buoxumuueckue mokazarenu: Oera-XI'U 167,4 ME/n (4,6 Mowm), PAPP-a

1,202 ME/n (0,68 Mom). OkuiaeMblii puCK XpOMOCOMHBIX aHOMAJIHA:

CocrosHue ba3zoBblli puck NHnuBuayanbHbI pUCK
Tpucomus 21 1:571 1:4

Tpucomus 18 1:1291 1:3892
Tpucomus 13 1:4075 1:5817

OHCHI/ITC PE3YJIbTAaThbl CKPUHHUHTA, BalllA peKOMeHI[aHI/II/I?

3amada 4. B cpoke OepeMeHHOCTH 28 HEAENb MPOBEIEHA TOMILUICPOMETPHSL.
KpoBoTok B apTepuu mynoBUHBI CHUXKEH (HEMHOTO MOBBIIIEH UHACKC PE3UCTEHTHO-
ctu). B mMaTouHol apTepun crpaBa KPOBOTOK B HOpPME, ClieBa — CHMKEH (TIOBBIIICH
WHJIEKC PE3UCTEHTHOCTH). OLIEHUTE CTENEHb HApYLICHHS MaTOYHO-ILIALlEHTapHOTrO

KpoBoTOKa. Kakue ocinoxHeHuss 6epeMeHHOCTH BO3MOKHBI B JAHHOW CUTYyaIuu?

3agaya 5. B cpoke OepemenHoctu 37 Henmenb mpoBeieHa KTI. bazanbhbiii
put™ 137 ynapoB B MUHYTY, BapuaOeIbHOCTh PUTMA § yAapOB B MHHYTY, 4acTOTa
OCHWUISIUN — 5 B MUHYTY. 3a BpeMsl ucciaeaoBaHus (25 MUHYT) OTMEYEHO 7 IIEeBe-
JeHul 1ioja, 3 akuenepauuu. [enenepaunii He 3apeructpupoBaHo. OueHuTe pe-

3ynbtaThl KTT'.

Omeemyl Ha 3a0aqu

3aoaua 1. Pe3ynbTarhl MPEHATAILHOTO CKPUHUHTA 1-TO TpuMecTpa B HOpME, UTOTO-
BBII PUCK HU3KHI, CIIeJlyeT PEKOMEHI0BaTh CTaHAApPTHOE BeJeHUE OEPEMEHHOCTH.
3aoaua 2. HecMoTps Ha BO3pACT >KEHIIUHBI 42 ro/1a U TOBBIIIEHHBIN 0a30BbIN PHUCK
(1:53), uroroBsiit puck Hu3ku - 1:135 (Hmxke, yem 1:100), nokazarenu Y3U B HOp-
Me, ClIeIOBaTeIbHO, MHBA3UBHAs JUArHOCTUKA HE MokazaHa. OJIHAKO yYUTHIBas, 4TO
PHUCK TIOBBIIIEH IO BO3pPACTy, MOXHO PEKOMEH]IOBATh MPOBEJACHUE HEHMHBA3UBHOIO
IPEHATAIIBHOIO TECTA (110 KEJIAHUIO U C COIIACHS MAllUEHTKH).

3aoaua 3. Y malMeHTKU MOBBIIIEH PUCK cUHApoMa JlayHa (MHAMBUIYaTbHBIN PHUCK

1:4 — Boie, yem 1:100). IToBBIIEHHBIN PUCK Y MAMEHTKHU MOTYYHIICS U3-332 HAJIH-
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Yus MapKEePOB XPOMOCOMHBIX aHoManuii o Y3U (yBenmuuenue TBII, orcyrcTBue Bu-
3yajii3allid HOCOBOM KOCTH) W U3MEHEHMS YPOBHS OHMOXMMHUYECKHUX IMOKa3aTesieu
(6eta-XI'Y nossitien, PAPP Ommke k HrxHEH rperniie HopMbl). [larmenTke cnemayet
PEKOMEHI0BaTh NHBA3UBHYIO MIPEHATAJIbHYIO IUArHOCTUKY — aCIUpalusl BOPCUH XO-
pHOHA.

3aoaua 4. Y naumentku umeetrcss HMIIK |l crenenu, Tak kak KpOBOTOK CHUKEH U B
apTepuil MyMOBUHBI, U B OAHOW M3 MaTO4yHbIM aprepuid. IloBbImeH puck ¢eto-
mJaneHTapHoi HegoctatouyHoctd, 3BYP, runokcuu mioga, aHTeHaTaaIbHON THOEIU
1J10/1a, HEOOXOAUMO TPOBEJEHUE AomnimiepomeTpun u Y3 B nuHamMuke sl CBOe-
BPEMEHHOW JUArHOCTUKU HAPYLIEHUsI COCTOSHUS TUIOJA U PEMIEHUS] BOIIPOCA O POJIO-
paspemeHnu

3aoaua 5. llokazarenu KTT B mpenenax HOPMBI.
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TECTbBI )i CAMOKOHTPOJIA

Brib6epute oarH BEpHBINA OTBET

1. AO0conlOTHBIMH 3XOrpadpuyecKkuMH NPHU3HAKAMH Hepa3BUBamlleics Oepe-
MEHHOCTH SABJIAIOTCS:
a) OTCYTCTBHUE CEPJICUHON JIEATETLHOCTH YMOPHOHA
0) JOKaNIbHOE YTOJIICHUE MUOMETPHS
B) JIOKaJU3aIus IJIOAHOTO SHIa B CPETHEN TPETH MOJOCTH MaTKH
I') U3MEHEHUs (POPMBI IJIOTHOTO SAHLIA
2. Cpok npoBenenusi Y3U-ckpuHuHra 2 TpuMecTpa:
a) 20-24 nenenu
0) 20-22 nenenu
B) 18-21 Henens
3. K npuznakam auadeTtundeckou peTonaTuv He OTHOCUTCH:
a) MHOTOBOJIUE
0) renaTo- U CIJICHOMETaIus
B) YBEJIMUEHUE PA3MEPOB )KMBOTA
') IBOMHOW KOHTYpP T'OJIOBKH U TYJIOBHIIA JIOJA
1) ruapornedanus
4. Panuss BU3yaIM3auus IUVIOJHOI0 AMLA NPU TPAHCBAIMHAJBLHON 3Xorpaguu
BO3MO’KHA:
a) ¢ 5-6 HeneIb
0) ¢ 4-5 Henenb
B) C 3 HENEIb
r) ¢ 7 HEeJeIb
S. AHamMOpuoOHHMS - ITO:
a) OTCYTCTBUE SMOPHOHA TIPY HATMYUHU TUIOTHOTO silia pazMepamu bosee 25 MM
0) JTOKaTbHOE YTONIIEHNE MUOMETPHSI
B) OTCYTCTBHUE JKEJITOYHOTO MEIIKA

T') U3MEHEHUs (POPMBI ITOTHOTO ST
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6. Cpox nposenennst Y3U-ckpununra 3 tpumectpa:

a) 30-34 nenenu

0) 30-32 Hemenu

B) 32-34 nenenu

r) 28-32 Henenu
7. XpoMocoMHbIe a0eppauyy MPU racTPOIIM3UcCe 0TMEYaKTCH

a) 4acTo

0) HeJacTo
8. K uHBa3MBHBIM MeTO1aM NMPEHATAJIbHONH THATHOCTUKHA OTHOCSATCS:

a) aMHHUOIICHTE3

0) acriiparys BOPCUH XOpHUOHA

B) OMOXMMUYECKUI CKPUHUHT

I') KOPJIOIIEHTE3
9. Kak mensirorcst moxkasaresn PAPP u 0eta-XI'1 npu cungpome layHna:

a) o0a moka3aTelIsi OBBIIAOTCS

0) 00a mokaszaTessl CHIKAIOTCS

B) PAPP cumxaercs, XI'H noblaercs

r) PAPP noBeimaercs, XI'Y camxaetcs
10. bepeMeHHas ’KeHIIMHA HATIPABJISETCS HA MHBA3UBHYIO0 JUATHOCTHKY, €CJIN Y
Hee BbISIBJIEH MHAMBU/IYAJbHbIA PUCK M0 KAKOMY-J1H00 U3 XPOMOCOMHBIX CHH-
APOMOB NPEBbINIAET:

a) 1:10

0) 1:100

B) 1:250

r) 1:1000
11. Puck Kakux CMHAPOMOB OLICHUBAETCS MIPH MPOBEIEHNU NMPEHATAJIBLHOI O
ckpuHuHra 1 rpumectpa

a) MOOBIX XPOMOCOMHBIX CHHAPOMOB

0) cuaapoma /layna

B) CUHJIpOMa DBapica
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r) cunnpoma Ilaray

1) YUCJIOBBIX aHOMAJIMH MOJIOBBIX XPOMOCOM
12. B HopMe OMOXUMHYECKHE TOKA3aTeJIM HAXOAATCA B Mpeaesaax

a) 1,0-1,5 Mom

6) 0,5-2,0 Mom

B) 0-5,0 Mom

r) Hopmbl B MOM 3aBUCST OT cpoka OEpEeMEHHOCTH
13. K nopokam pa3BuTHS, YaCTO COYETAIMNMHUCS ¢ XPOMOCOMHBIMHM AHOMA-
JIMSIMU, OTHOCSITCSI

a) omarorerne

0) aTpe3us MUIIECBOIa

B) TacTPOIIU3UC

') 00bEeMHBIE 00pa30BaHMS PAZTUIHON JIOKATU3ALIUH
14. CrangapTHas 1ONIJIEPOMETPHUSA BKJIKYAETCSH B ce0sl OLIEHKY KPOBOTOKA B
CJIEeAYIOIIMX COCyAax:

a) MaTOYHBIX apTEepUAX

0) aopre moa

B) TIOJIB3/IOIIIHBIX apTEPUIX

I') apTepUH MyTTOBUHBI
15. Kaxkoii cTeneHn HapylIeHUs MATOYHO-IIALEHTAPHOI0 KPOBOTOKA COOTBET-
CTBYET HYJICBOW IMACTOJUYECKUI KPOBOTOK

a)

0) Il

B) 11

r) JlanHasi 0COOEHHOCTH HE SIBISETCS MPU3HAKOM HAPYIIEHUS MaTOYHO-
IUIAlleHTapHOT O KPOBOTOKA
16. Puck KakuX XpOMOCOMHBIX AaHOMAJIMI MOKHO THATHOCTHUPOBATH MPH MPO-
Benennun HUIIC:

a) cungpoma JlayHa

0) cuaapoMa DaBapjca
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B) YHMCJIOBBIX aHOMAJIMI MOJOBBIX XPOMOCOM
r) cunpoma Ilaray
1) TF0OBIX XpPOMOCOMHBIX aHOMAJTUN
17. Ilpu npoBeieHUU KOPAOIIEHTE3a MATEPHAJIOM JIJISl AHAJIM3A SIBJIsSIETCS:
a) BOPCUHBI XOPHOHA
0) TKaHb IJIALCHTHI
B) OKOJIOTJIOJ{HBIE BOJIbI
I') IyIOBUHHAs1 KPOBb
18. YUacToTa cepiedYHbIX COKPALLICHUH 1JIOJIA B HOPMeE COCTaBJIsIeT:
a) 80-100 yn/mun
6) 100-110 yn/mun
B) 120-160 yn/mun
r) 180-220 yn/mMmun
19. B oTBeT Ha 1IEBeJIeHUE TLUI0A cepAneOueHe B HOpMe
a) yJanaercs
0) ypexaercs
B) HE U3MEHSIETCS
20. Hantuume mo3AHUX Jelesiepanuid CBUAETeJIbCTBYET 0
a) HOPMaJIbHOM COCTOSIHMH TUIOJa
0) HapyIIEHUU COCTOSTHUS IO/
B) HE SIBJISIETCS. KPUTEPUEM COCTOSIHUSA ILIOAA
21. Puck cunapoma JlayHa npu yBeJIMUeHHH BO3PACTa 0epeMEeHHOM KeHIMHbI
a) TOBBIIIAETCS
0) cHKaeTcs
I') HE U3MEHSIETCS
22. Cunapom Ilaray — 310
a) Tpucomusi 21 XpoMOCOMBI
0) Tpucomus 18 XpoMOCOMBI
B) Tpucomus 15 XpoMocoMbI

r) TpucoMusi 13 XpoMOCOMBI
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23. YacToTa BCTpPE4aeMOCTH CHHAPOMA JBap/Aca
a) 1:600-700
6) 1:1000
B) 1:6000-7000
r) 1:10000
24. MPT npu 0epeMeHHOCTH
a) abCOJIIOTHO MPOTUBOITOKAa3aHA
0) MPOBOJUTCSA O MOKA3aHUIM MO 2-3 TpUMeECTpe OepEMEHHOCTH
B) TIPOBOJUTCS BCEM OEPEMEHHBIM B 3 TPHUMECTPE
25. YcaoBus nis nposeaennst npsimoi KTT
a) 1eJbIA IIOAHBIN MY3bIPh
0) OTCYTCTBHE IIOJHOTO MY3bIPS
B) OTCYTCTBUE POJIOBOI JESITEIILHOCTU
') OTKPBITHE IIEHKH MATKU HE MEHee 3 cM
26. IIpu BbISIBJICHNHM XPOMOCOMHBIX AHOMAJIMI Y IU10/1a IPpepbIBaHUe OepeMeH-
HOCTH MOKeT ObITh IPOBEIEHO:
a) 1o 12 Hemenb OEpEeMEHHOCTH
0) 1o 14 Henenb GEPEMEHHOCTH
B) 110 22 Henenb OepeMEeHHOCTH
r) 10 28 Henellb 0epEMEHHOCTH
1) Ha JIIOOOM CPOKe
27. Han0oJ1ee TOUHBIM METOIOM JHATHOCTHKH XPOMOCOMHBIX AHOMAJIHH TU101a
SIBJISIETCSI:
a) Y3U
0) OMOXMMHUYECKHUI CKpUHUHT 1 TpumecTpa
B) HeMHBa3UBHBIN npeHaTanbHbId TecT (HUTIT)

F) HWHBa3WBHAasA JUArHOCTHUKA
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28. YkaxuTe NpOTUBOINOKA3AHMS JISl IPOBEIeHUSI HHBA3UBHOM NMPEHATAJIbHOMI
AMATHOCTUKH:
a) CpoKk OepeMEHHOCTH MeHee 22 He/elb
0) TUXOpaI0YHOE COCTOSTHUE OEPEeMEHHOM
B) MHOTOIUTOIHAsI OEPEMEHHOCTh
') KPOBSTHUCTBIC BBIJICTICHUSI U3 TIOJIOBBIX ITyTEH
29. Hau0oJiee TOYHBI METO/] OLIEHKHU CePAeYHOIl 1eITeJIbHOCTH ILUI0A:
a) Y3U
0) gomnmiepomMeTpus
B) KTT
r) MPT
30. IIporuBonokazanus Ajs nposeaenuss MPT:
a) 3 TpuMecTp OEpEeMEHHOCTH
0) knayctpodobus
B) HAJIMUKE Y MAIMEHTA KapAUOCTUMYJIATOpa

r) 3BYP

OTBETHBI HA TECT:
l-a;2-8;,3—n1,4-06;5—-a;6—a;7-0;,8—-a,0,1;9-8B;10-06;11-0,B,T;

12-6;13-4a,0;14—-a,1;15-8B;16—2a,06,B,1; 17 —1; 18 —B; 19 —a; 20 — 0;
21-a;22-1;23-8;24-0;25-0,1;26—-B;27—-T1;28-0,1;29 —B; 30— 0, B.
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