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BBenenue

[Tpu poxaenun y 2,5-3% HOBOPOXKICHHBIX TUArHOCTUPYIOTCS MOP(HOIOTru-
YecKue BpoKJeHHbIe nmopoku pa3sutus (BIIP). B mocnenyromniye roapl ;xU3Hu va-
CTOTA MX BBISBIISIEMOCTH YBEIMYMBAECTCS 110 5-7% 3a cueT MaToyIoruu, KoTopas Ju-
arHoctupyercss B Oosiee TO3AHEM Bo3pacTe: OOJIE3HHM OpPraHoOB 3peHMs, CyXa,
HEPBHOW U HSHIOKPUHHOM cucteM. [Ipn ydere MaHHBIX O HApyLIEHUSAX COLMAIN3A-
1y (T.H. TOBSJICHYCSCKUIN TepaToreHe3), YTo0 O0OHapyKHBACTCS €IIe MO3KEe, 4acTo-
Ta BPOXKJICHHBIX OTKJIIOHEHHM B Pa3BUTUM MO HEKOTOPBHIM JAHHBIM MOXKET JOCTH-
rath 15-17%.

[IpyuriHAMKM TOPOKOB BBICTYNAIOT HACIEICTBEHHbIE OOJIE3HU U BPOKICHHBIC
3a00JIeBaHUA.

K mnepBelM OTHOCATCA T€, KOTOpbIE BO3HUKIM BCJIEACTBHUE IEPEKTOB B
HACJIEJICTBEHHOM anmnapare KJIETOK (T€HHbIE, XpPOMOCOMHBIE U MUTOXOHAPHAIIbHBIE
MyTaiuun). Cpeau HaclleICTBEHHbIX 3a00J€BaHN T€HHbIE OOJIE3HH BBISBIIIOTCS Y
1% pomuBmmxcs, xpomocoMusie - y 0,5% — 1%, n3 xoropsix 80% cocTaBisroT
aHeyIUIouuM (KJIETKU OpraHu3Ma COAepkKaT M3MEHEHHOE YUCIIO XPOMOCOM, He-
KpaTHOE TaIUIOMJHOMY HA0OpYy: MOHOCOMMSI, TPUCOMHUSI, HYJUIUCOMHS), MUTOXOH-
apuanbHbie myTanuu — 0,02% [4, 6].

Bposknennbie 3a001€BaHus — MAaTOJIOTHS, KOTOpasi BO3HUKIIA U3-3a JIEHCTBUS
noBpexkaammXx (GakTopoB Ha 1m0 (AMOPHUOH) BO BpeMs OEPEMEHHOCTH, KOTOPOE
MPUBEJIO K HEMPaBUIBHOMY Pa3BUTUIO OpPraHa WM OPraHoB MpPU HOPMaIbHOU
HacJeACTBEHHOCTH. [IpumepoM Takoil MaTonoruu MOXeT ObITh aMITyTalusi KOHEe-
HOCTHU TIPU CUHAPOME aMHHOTHUYECKUX MEPETIKEK, BPOKACHHAS THEBMOHUS U TIP.
HacnencreHHble 1 BpOXKACHHbIE 3a001€BaHMs MOTYT IIEpECeKaThCA.

MHOX€eCTBEHHbIE TTOPOKU Pa3BUTHUS IUIOAA YACTO BO3HUKAIOT MPU XPOMO-
COMHBIX MyTamusax. YactoTa XpOMOCOMHBIX aHOMAJIMK TIPHU CIIOHTAHHBIX abopTax
1o 8 Henenb GepeMeHHOCTH BhIsBIsieTcs puMepHOo y 30% u y 50% sMOproHOB B
cpoke recranuu 8-11 Hexenp. B rpyrmne mamueHToB ¢ YMCTBEHHOW OTCTAIOCTHIO
XPOMOCOMHBIE aHOMAJIUM BBISBIISIFOTCS C 4aCTOTOU OT 2 10 35% B 3aBUCUMOCTH OT
MaTOJIOTHH.

Knaccudukanmm XpoMOCOMHOM MAaTOJIOTUU BKJFOYAET MHOKECTBO BapHaH-
TOB nehekToB XpoMocoM. Ho B HUX MOKHO BBIJIEIHUTH 2 OOJbININME TPYMIbl: cOa-
JaHCUpPOBaHHbIEC U HecOATaHCUPOBAHHBIE XPOMOCOMHBIE TIEPECTPONKH.

COanaHcupoBaHHbIE XPOMOCOMHBIE NIEPECTPONKHU HE CONMPOBOXKAAIOTCS TO-
Tepel win No0aBJIeHUEM TeHeTHYeCKoro MaTepuana. Hanpumep, nasepcun (1oBo-
poT y4acTka XpoMocoMbl Ha 180°) miam TpaHCIOKaruu (IepeMelIeHrue Kakoro-
1100 ydJacTKa XpOMOCOMBI Ha Jpyroe mecto). [1o3ToMy HOCHTENHM TaKHX IMOBpE-
KICHUN XpOMOCOM (DEHOTUITUYECKH MOTYT HE UMETh OTKJIOHCHUI OT HOPMBI.
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HecbanancupoBaHHbIE XPOMOCOMHBIE MEPECTPONKH, HANpPUMEP, ACIICLHUH
(BbIMaieHNE y4acTKa XPOMOCOMBI), MyIUIMKanuu (yJABOCHHE KaKOTro-TO y4acTKa
XPOMOCOMBI) CBSI3aHBI C M3MCHCHHEM B CTOPOHY YBEIMUYCHHS WM YMCHBIICHHS
reHeTH4eckoro marepuana. [loaromy mpu HUX HAOJIIOAAIOTCS PAa3IMYHbIE MMATOJO-
TMYECKUE TPOSBICHUS OT CHUXKEHUS (DEPTUIBHOCTH U MOBBIIIEHHON BEPOSITHOCTU
CHOHTAHHBIX BBIKHUJBIIIEH O POXKACHUS MOTOMCTBA C MHOKECTBEHHBIMH BPOXK-
JEHHBIMHM MOPOKAMH Pa3BUTHS, YMCTBEHHOM OTCTaJOCThbIO, HHBAIUIHOCTBIO, YTO
OTIpEICIIAET MX BBICOKYIO COIMAIbHYIO M KIIMHUYIECKYO 3HaunMOocTh [10].

N3meHeHue o6111ero yucia XpoMOCOM HE KpaTHOE MX TariougHOMY Habopy
(23 mapsl) Ha3bIBAIOT AHEYILJIOUIUCH.

Paznmuuator crnenytoume (QopMbl aHEYIUIOWAUMU: MOHOCOMHS (HEAOCTATOK
OJIHOM XpOMOCOMBI; HalpuMep, MOHOCOMHUs Mo X-xpomocome — cunapoM Illepe-
meBckoro-Tepuepa - 45, X0), Hymmcomusi (OTCYTCTBHE Mapbl TOMOJIOTMYHBIX
XPOMOCOM — JIETaJIbHAsi MyTalus) U Tpucomusi (Tpu "oAMHAKOBBIE" XpOMOCOMBI B
OHOW W3 Iap; HanpuMmep, TpucoMus no 21-i nmape — cuaapom JlayHna, no 13 mape
— cunzpowm Ilatay, mo 18 mape — cunapom DBapca).

Jronu ¢ cuaapoM JlayHa — €IMHCTBEHHBIE TPUILIOUIBI YEJIOBEKA C JIOCTa-
TOYHO OOJIBIION MPOJOJIKUTENIBHOCTBIO KU3HU. TPUILIONANS 10 APYTUM ayTOCO-
MaM OOBIYHO MPHUBOAMUT K CEPHE3HBIM aHOMAIUSAM PA3BUTHUS U BHYTPUYTPOOHOM
rudenu MOpUOHa/ TII0/1a, paHHEH HEOHATAIbHOW CMEPTHOCTH.

VYBenuyeHue 4ucia XxpoMocoM KpaTHOE ramiougHomMy Hadopy (B 2, 3,4 u T.
1l.) HOCHUT Ha3BaHUE IOJUIIONIUs». [ eHOMHbBIE MyTallMU N0 TUITY MOJUIIIIOUINN
y 4eJIOBEKa BBISBIIAIOTCS MPU UCCIEAOBAHUM BBIKUBIIIECH HIIM MEPTBOPOKIECHHBIX
IUIOJIOB.

OOHapykeHue aHOMaJIUK pa3BUTHA Yy IJI0JIa TIO3BOJISIET HE TOJIBKO OMpese-
JUTH MPOTHO3 U TaKTUKY BEACHUS OEPEMEHHOCTH, HO M MPEAYCMOTPETh BO3MOXK-
HOCTB ITPEHATAIBHOW U IMMOCTHATAIBHOW KOPPEKLUU 3TUX aHOMAJIUU.

OcHOBHBIE BeXU Pa3BUTHSI MPEHATAIbHOI IUATHOCTUKHT

[IpenaTanpHas TUATHOCTHKA MPEACTABISIET COO0M KOMILUIEKC AHArHOCTHYEC-
CKHX METOJIOB, HAMpPAaBJIEHHBIX HA BBISBICHHE MOP(OIOTHUECKUX, CTPYKTYPHBIX,
(GYHKIIMOHATBHBIX WJIM MOJIEKYJISIPHBIX HapYyIICHWA BO BPEeMsI BHYTPUYTPOOHOTO
Pa3BUTHS YEIIOBEKA.

OCHOBHBIMH 337]a9aMH TIPEHATAILHON THATHOCTUKHU SIBIISTFOTCS:

e paHHSA IUATHOCTHKA BHYTPUYTPOOHOM MaTOJOTHH;

e OTIpeJeNIeHNE TPOTHO3a 3J0OPOBBS OYAYIIETO TOTOMCTBA;

o TPEJAOCTABIICHUE OYIYIIUM POIUTEIAM HH(POPMAIIMM O CTEICHW pPHCKa
POXJIeHUs OOJIBHOTO PEOCHKA;

e TpefocTaBiieHHEe MH(POPMAIUK O IEJIECO00Pa3HOCTH TPEpPhIBaHUS Oepe-
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MEHHOCTH, TIEPCTIIEKTUBAX JICUCHHsI OOTHLHOTO PEOCHKA U MOCIEICTBHUIX MPUHATOTO
POAUTENSIMU PELICHUS.

Kak Hay4HO-NpaKTUYECKOE HAIIPaBIICHHE IPEHATalbHAs JTMAarHOCTUKA IIO-
aBwiIach B 70-X rogax mpoUUIOro CTOJIETUS HA CThIKE KIIMHUYECKHUX (aKyIIepCTBO,
TMHEKOJIOT S, IEPUHATOJIOTHS, HEOHATOJOTHsA) U (yHAAMEHTAIbHBIX HAayK (TeHe-
THKA, IUTOTCHETHKA, MOJICKYJISIpHAs OMOJIOTHS, SMOproiorus, ornoxumus). OaHa-
KO €€ MCTOKHM BO3HUKIIM TOPa3J0 paHbIle U, OE3yCIIOBHO, CBSI3aHBI C Pa3BUTHEM
BBITIICYKA3aHHBIX TUCIHUILIANH U 0COOEHHO TeHETHKH.

['eHeTHKa Kak Hayka pa3BUBAJIACh TOCTATOYHO cl0kHO. Ho k cepeaumne XX
CTOJIETUSI C(POPMUPOBATUCH TPU €€ OCHOBOIOJATAIONIMX METOJa HCCICAOBAHUS:
KJIIMHUKO-TE€HEAIOrM4eCKui, OJTM3HEIIOBBIN U OMYJISIIUOHHO-CTATUCTUYECKHI.

[lepBbIit MeTO BKITIOUAT B ce0s1 aHAU3 pPOAOCIOBHOM. biin3HeoBkIil MmeTo
OBLI CBSA3aH CO CPAaBHEHUEM BCTPEUAEMOCTH MPU3HAKOB Y ABYX I'PYIN OJU3HEIIOB:
WUJICHTUYHBIX (MOHO3UTOTHBIX) U HEUJIGHTUYHBIX (IU3UTOTHBIX). [lomynsaimonHo-
CTaTUCTUYECKUNA METO] 3aKJIIOYAJICS] B U3YUECHUH MPU3HAKOB B OOJBIIUX TPyIIax
JOJIEH, pa3INYaroOlIMXCcs MO HACJIEICTBEHHBIM XapaKTEPUCTUKAM WIIM YCJIOBUSM
KU3HU.

Ot Metozbl, 0€3yCIOBHO, HE MOIJIM JIOCTOBEPHO MpEAcKa3aTh HAIMYUE
HACJIEICTBEHHOM MATOJIOTUH Y TUIOJIa TIPYU TaHHOW OEpeMEHHOCTH, HO KaKHue-TO Be-
POSITHOCTHBIE ITPOTHO3BI YK€ HAMEYAJIH.

C cpenunbl XX BEKa MOSIBJISIIOTCS. HOBBIE TEXHOJIOTMH, MO3BOJISIOIINE HC-
CJIEIOBATh KJIETOYHBIE KYJIbTYpPbl U M3y4yaTh KapuoTun yenmoBeka. B 1958 r. K.
Jlexxen, M. TI'otbe u P. Typriun (puc.1, 2, 3) ycTanoBwim Hanuuue "muImHeH" Xpo-
MocoMbl ipu 6oJe3au Jayna. B atoMm ke rogy U. @opx (puc.4) oOHapyXKuI MOHO-
comuro 1o X-xpomocome mipu cunapome lllepemesckoro-TepHepa, a rogOoM N03xkKe
Oblya MOATBEPKICHA XPOMOCOMHas pupoaa cunapomoB [latay u DaBapaca. Uc-
CJIEIOBAHUS B 3TOM HANPABJICHUU NPUBEIIA K BHEAPEHUIO B MEAUIIUHCKYIO TEPMHU-
HOJIOTHIO TIOHSITUS «XPOMOCOMHBIE 0O0JIE3HI.

Puc.1. XKepom Jlexxen
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Puc. 2. Mapra ['oTbe

Puc. 4. Yapns3 Damyna @opa

Co BpeMeHEM HaKOIUIEHHBIN ONBIT M0 XPOMOCOMHBIM OOJE€3HSAM MO3BOJIMII
MPUCTYIIUTh K U3YYEHUIO KAPUOTHUIA TUI0JA IIyTEM HCCIEIOBAHUS €T0O KJIETOK, O-
JYYEHHBIX C MOMOIIbI0 HHBA3UBHBIX JUArHOCTUYECKUX IpoLEayp (CM. HIKE).

C 3TOro MOMEHTa HayajgoCh aKTUBHOE PA3BUTHE KIMHUYECKOW T'€HETUKH U
MEINKO-TEHETHYECKOTO KOHCYJIbTUPOBAHUS OEPEMEHHBIX.
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B 60-e rogst XX Beka Mpowu30IIes HOBBIM MPOPBIB B BO3MOKHOCTSIX MpEHa-
TaJdbHOU MUarHoCcTUKH. [losBUIMCH anmaparsl, MO3BOJISIIOIIME OCMATPUBATH IO,
HAXOJSAUIUICS BHYTPU MATKH, C TIOMONIBIO YIbTPAa3BYKOBOW BOJIHBI (3XOCKOIHSA).
MHoro 1no3e Jyisi 3TOro CTajld UCIOJIb30BaTh MAarHUTHO-PE30HAHCHYIO TOMOIpa-
duro (MPT) u onTtuko-BoJOKOHHYIO TeXHUKY ((eTockonus). bomee Toro, B xo/e
WCIIOJIb30BAHUS BBHINICONMCAHHBIX TEXHOJOTWA Hadyajdd BBITOIHITE JIEYCOHO-
JUArHOCTUYECKHE ONEpPALMK C IJIOA0M M IuaneHToil. Ho sxockonus Kak MeTon
BHU3yaJIM3al[My CaMOT0 ILJI0/Ia U €r0 OPraHOB CTajl 3HAKOBBIM B IPEHATAJIbHOM JHa-
THOCTHKE.

B 80-e roap! mponuioro cToieTHsi MpoOM30ILI0 HOBOE COOBITHE, ChITPaBIIEE B
MOCJIEYIOIEM Ba)KHYIO POJIb B COBEPIICHCTBOBAHUU MPEHATAIBLHON TUATHOCTUKHU.
Torga ObuIM 3aJI0KEHBI OCHOBBI OMOXMMUYECKOTO HCCIEAOBAHUS B KPOBH Oepe-
MEHHBIX CHIBOPOTOYHBIX CYOCTaHIIMI, aCCOIIMUPOBAHHBIX C MATOJIOTUEH pa3BUTHUS
mnoaa. K Hum otHecnu: o-deronpoTenH (IPOAYKT MEYEHHU IUI0J1a), XOPUOHHUYE-
CKHIl TOHAJOTPONUH (MPOAYKT KJIETOK IMTOTOpodoOIacTa MmiIaleHThl), HEKOHb-
IOTUPOBAHHBINA ACTPHOI, TpohoOracTHUEeCKUil B-TIMKONPOTENH, UHTUOUH, OeIoK
S100, accorupoBaHHbIN ¢ OEpPeMEHHOCTHIO M1a3MeHHbIH npoTenH A (PAPP-A)

u J1p.

B Hacrosiiiee BpeMs BO3MOXKHOCTH MPEHATATbHOM JUArHOCTUKHU COBEPIIICH-

CTBYIOTCSI U Pa3BUBAIOTCA.

MeToabl NPEHATAJIBHON JUATHOCTUKHU

Metoapl npeHaTalbHON IMATHOCTUKU MOAPA3IACISAIOTCS HA HEMpsMbIE, KO-
raa OOBEKTOM HCCIEOBaHUS ABJISIETCS OEpeMEHHAs KEHIMHA, U TPsSMbIE, KOria
00BEKTOM HCCTIEAOBAHUS SBISETCSA IO/,

Cpenu HenpsIMbIX METOJOB OLIEHKHU COCTOSIHUS IUIOJA aKIEHT JeJaeTca Ha
OnpeaereHNe MapKEPHBIX CHIBOPOTOYHBIX CYOCTaHUMN B KpOBU MaTepu (OMOXU-
MUYECKHM CKPUHHUHT); cOOp I€HEaJOrMH4ecKoro aHaMHe3a; MEIUKO-TEHETHYECKOe
KOHCYJIbTUPOBAHUE (T€HETUUYECKUM CKPUHUHT).

[IpsiMble METOJIBI, TO €CTh CBSI3aHHBIE C HEMTOCPEJICTBEHHBIM 00CII€IOBAHUEM
I10/1a, MOTYT OBITh HEMHBA3MBHBIMU. YJIBTPAa3BYKOBOE, PEHTIC€HOBCKOE HCCIIEI0-
Banre, MPT 1 nHBa3MBHBIMU. OHMOIICHS BOPCHH XOPHOHA, TUIAIICHTOOHOIICHS, aM-
HHOIICHTE3, KOPAOICHTE3, (PeTOCKOMMs, OMOICHs TKaHEH IIoa.

HccnenoBanue MoOIyYye€HHOTO TUIOJHOTO Marepuaia Mpu WHBA3UBHBIX BMe-
IaTeIbCTBAX OCYIIECTBIISCTCS MPU MOMOIIU ITUTOTCHETUYECKUX (XPOMOCOMHBIC
00J1€3HN), MOJICKYJISIPHBIX (T€HHBIE 00JIE€3HN ) U UMMYHOJIOTMYECKUX METOIOB.

PyTHHHBIM METOJIOM HCCJIEIOBAHUS XPOMOCOM sIBJisieTcs auddepeHinaib-
HO€ OKpallMBaHHUE, KOTOPOE, CIIOCOOCTBYET UX MACHTU(UKALMUA U OOHAPYKEHUIO

MMEIOIINXCS MOBPEXKIACHUMN.
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[Tpu HemocTaToyHON MHPOPMATHUBHOCTH 0a30BOTO METO/A HCIOIB3YHOTCS
MOJIEKYJISIPHO-IIUTOT€HETUYECKUE METOJbl AMArHOCTUKHU. K mocieTHUM OTHOCSAT
¢daroopecuenTHyto in situ rubpunuzanuio (FISH), cpaBHUTENbHYIO TEHOMHYIO TH-
opunuzanuio (CGH), u xpomocomMHubIii MukpoMatpuunblii ananus (XMA). B oc-
HOBE ATUX METOJIOB JIEKAT MOJIEKYJISIPHBIE TEXHOJOTUH, TTO3BOJISIIONINE B PA3HBIX
aCTeKTaX MCCIIEI0BaTh TOHKYIO CTPYKTYPY XPOMOCOM U MX TTOBPEKICHHUS.

[Ipu omucaHuM KapHOTUIA TEHETUKH MPUMEHSIOT CHerUu(pUYECKHe COKpa-
IICHUsI ¥ YCJIOBHbIE 0003HaueHHs. Yalie BCEro HCMONb3YIOT 3alUCh B CHCTEME
ISCN (1995). B Heli KapHOTHII OIKCHIBAIOT B CICAYIOMICH MOCICAOBATEILHOCTH:
KOJIMYECTBO XPOMOCOM, IOJIOBBIE XPOMOCOMBI. Y CTaHOBJICHHbIE OCOOCHHOCTH Ka-
puoTHIIa 0003HAYAIOT JOMOJHUTEIBLHBIMU CUMBOJIaMH: t - TpaHciokanus, del —
neneuus u ap. [Ipu acMMMETpUYHOM MOBPEKIECHUU XPOMOCOM UX KOHIIBI (TIJIEUN)
MMEIOT pasHylo anuHy. [[nuHHOE 1muiedo oOo3HavaeTcs OykBo "', KOpOTKOe —
OykBoil "p". HopManbHbIM cuMTaeTcsd KapuOTHI, KOTOPBIA MOXKHO OINKCATh Clie-
nyrommmu popmynamu: 46,XX, 46,XY (puc. 5). Ecnu npu nuToreHeTHyecKoM
aHaJIM3€ KapUOTHUI XOTs Obl B IBYX KJIETKaX OTIMYAETCS OT KapUOTHUIA OCTAIbHBIX,
TO Pe3yJIbTAT ONPECIIACTCS KaKk Mo3anyHbIi [11].

B kauectBe mpumepa MPUBOJUM HECKOJIBKO BAPUAHTOB OMHMCAHUS Pa3HBIX
KapUOTHUIIOB:

1. Kapnorun 47,XXY — KapuOTHIl IJIs JIAL MY>KCKOT'O TI0JIa C CHHIPOMOM
Kunsitndensrepa (puc. 6);

2. Kapuorun 47,XXX — KapuOTHII JJIs1 JIUI] )KEHCKOr0 MoJia ¢ TpucoMuein X
(puc.7);

3. Kapuorun 45,XVY,rob(13;14)(q10;910) — maubosee yactas XpoOMOCOMHAsI
TpaHcIoKanus (poOSPTCOHOBCKAs) y yenoBeka (puc.8);

4. Kapuotun 46, XY, t(1;3)(p21;921), del(9)(q22) - kapuoTun ¢ TpaHcioka-
nuent 21-x yuyacTkoB KOpOTKOro (p) u jaynuHHOro 1ied (q) 1-i u 3-it xpoMocom u
nenenuen 22-ro yuyactka JUIMHHOTO 1ieda (q) 9-it xpomocomsl (puc. 9).
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coMax
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mEs am

Puc.9. Kapuorun 46,XY,t(1;3)(p21;921), del(9)(022): moka3aHbl TpaHCIOKAIHSI
(mepenoc dparmenta) Mexay 1-it u 3-it xpomocoMamu, Aenenus (MoTeps y4acTka)
9-if XpOMOCOMBI

HeunnBa3uBHOe Hcciie0BaHUE 117101

Takue HEWMHBA3MBHBIE METOJbl KaK PEHTITEHOBCKOE HCCIEAOBAHME IUIOAA,
MPT mioga npuMEHSIIOTCS ¢ MOMEHTa X BHEAPEHUS B KIMHUYECKYIO MPAKTUKY.
OpHako WX HMCMOJIB30BAHME OTPAHMYMBACTCS OCOOBIMH clydasiMu. [loaTomy mo-
IpoOHee OCTaHOBUMCS Ha HanOoJiee pacpOCTPAHEHHOM U a0COJIIOTHO AOCTYITHOM
METOJIE€ JUArHOCTUKU aHAaTOMMHU IUIOJA, @ UMEHHO Ha YJIbTPA3BYKOBOUM HCCIENO-
BaHUU.

IXOCKONUSA B IPEHATAIBHOMN INATHOCTHKE

DeHOTUIMMYECKUE OTKIIOHEHUS y TUIO/AA, BBISIBISIEMBIC C ITOMOIIBIO 3XOCKO-
MU, COMTPOBOXKIAIOT U30JIUPOBAHHBIC, 4 TAKIKE MHOKECTBEHHBIE BPOXKJEHHBIE TT0-
POKH Pa3BUTHUS, B TOM YHCII€ U XPOMOCOMHbBIE aHOMAJIHH.

Oxorpaduueckue NpU3HaKU NaTOJIOTUH MOIpa3AesiaioTCs Ha ABa BUA: 00JIu-
raTHbIC, KOT/Ia BBISBICHHBIN MPU3HAK OJHO3HAYHO COYETACTCS C BPOXKIECHHOM ma-
TOJOTUEH, HanmpuMmep, aHdHuedamus (puc. 10) U T.H. «MSATKHE, WIK TPEBOKHBIC
npu3Hakmy. [locneanne oTHOCITCS K 3XOTrpaduIecKuM OCOOCHHOCTSIM BU3yalln3a-
[IMU OpTaHa, KOTOpble OOpamiarT BHUMAaHUE HCCIEAOBaTEeNs CBOCH HEOOBIYHO-
cThi0. OHU MOTYT OBITh CBSI3aHBI C TATOJIOTHEH, a MOTYT HE UMETh B OCHOBE MOD-
(doorn4ecKkoro cyocTpara, TO €CTh OBITh aKyCTHUYECKOUW (YJIbTPa3BYKOBOM) «HJI-

JTIIO3UEN.
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K TakuM «TpeBOXHBIM» 3XOCKOITMYECKAM CHUMIITOMaM OTHOCST 3XOTCHHBIM
doxkyc B cepaue (puc. 11), nuenoskrazuro (puc.12), eAMHCTBEHHYIO apTEPHIO M-
noBuHbl (puc. 13), TMIIEPIXOTCHHBIH KUIICYHUK (pHc. 14), KHCThI COCYIUCTHIX
crutetenuii (puc. 15), Opaxunedanuio, BeHTpUKyIoMeranuo (puc. 16), ykopoue-
HUEC JUTMHHBIX TpyOuaThiX KocTel (puc. 17), kmuHogakTuiauio (puc. 18) u mp. Dxo-
rpadguuecKkue MapKepbl aHOMAJIUH MMEIOT pa3Inyusl B paHHUE W TMO3IHUE CPOKH
OEpEeMEHHOCTH, M X TIEPEUYCHD MIOCTOSTHHO OOHOBIISICTCSI.

Puc. 10. AusHuedanus
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1 D0.71cm
2 DO0.8lcm

Puc. 12. ITuenonkrasus
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Puc. 14. I'unep3x0oreHHbI KHIIEYHUK
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Puc. 16. Bentpukynomeranus
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B _
Puc. 17. YkopoueHue JUIMHHBIX TPyOUaThIX KOCTEH

Puc. 18. Knunogaxtrius

B I TpumecTpe 6epeMEeHHOCTH BaKHBIM 3X0TrpadUueCKUM PU3HAKOM XPOMO-
COMHBIX aHOMAJIMH SIBJIIETCS pacIIMpeHHas BOPOTHHKOBas 30Ha y mioxaa (nuchal
translucency - NT). Cama 30Ha Kak TakoBas ONpeAesieTcs abCOMIOTHO y BCEX
107108 B cpokax 10-14 wemens 6epemenHoctr. Ho ee n30bITOUHBIE pa3Mephl da-
CTO COYETAIOTCS C BPOXKIAECHHOM matooruei mioaa (puc.19).
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Puc. 19. Pacuupennasi BOpOTHUKOBas 30Ha

[Ipupona 3Toro siBIEHUS CBA3aHa C TEM, YTO B 3TO BpeMs MPOAYKLUS JTUMQBI
IIPEBBILIAET BO3MOKHOCTH €€ JPEHUPOBaHUs. BO3HHKAET COCTOsIHME aHAJIOTUYHOE
TuMQaTHIECKOMY OTEKY, UTO MPH YIbTPa3ByKoBoM uccienaoBanuu (Y3M) BoIsBIIs-
eTcsi Kak BOpoTHUKOBas 30Ha. K 14 Hegensam OepeMeHHOCTH JHM(ATUKO-
BEHO3HBIN JApEeHaX HAYMHAET MOJHOLEHHO (DYHKIIMOHUPOBATH U U30BITOK CKOIIMB-
reiics TMM@bI OTTEKaeT, a BOPOTHUKOBAs 30Ha rcyesaer [2] .

[TaTonmornyeckass BOpPOTHUKOBAsI 30HA SIBJISIETCS. 3HAYMMBIM U 3(PPEKTUBHBIM
MapKepoM JJIsl BBISIBIICHUS y TJI0Ja CUHAPOMOB JlayHa (TpUCOMUS 1O XpOMOCOME
21), DnBapaca (tpucomus mo xpomocome 18), IlleperieBckoro-Tepuepa (MOHO-
comus 1o xpomocome X) [9]. B yacTHOCTH, YyBCTBHTEIBLHOCTh 3TOTO IpPHU3HAKA
MIpU TUarHocTuke cuHapoma JlayHna Bapeupyer ot 69% mo 75% mpu 5,0% - 8,1%
JIOXHOTIOJIOKUTEIBLHBIX PE3yIbTaTOB [5].

Jlpyrue «TpeBOKHBIE» 3XOrpaduvecKkre MPU3HAKHA, KOTOPbIE MCIOIB3YIOT B
KJIMHUYECKOW MPAKTUKE B KAUE€CTBE YJIbTPA3BYKOBBIX MapKEpOB: OTCYTCTBHE HO-
coBoit koctu (puc. 20), oTpuIaTeIbHBIA KPOBOTOK B BEHO3HOM MpoTOKe (puc. 21),
TPUKYyCIHUaadbHas peryprurtaius (puc.22). HyBCTBUTEIBHOCTD 3THX dXOrpaduue-
ckux MapkepoB jpocturaer 60%-70% npu 3% JI0KHOMOJOXKUTENBHBIX PE3yibTa-
TOB.

VYabpTpa3BykoBoi ckpuHHUHT Il TpuMecTpa OepeMEHHOCTH MO3BOJSET IMONY-
YUTh OoJiee NeTalbHYI0 HHPOPMALIMIO O (PEHOTHUIIE TUIOAA, BBIIBUTH OOJBIIMHCTBO
rpyObIX CTPYKTYPHBIX aHOMAaJUil U MOPOKOB Pa3BUTHUS IJIOJA MO CPAaBHEHHUIO C
YJIbTPa3BYKOBBIM UCCJIEIOBAHUEM B PaHHUE CPOKHU.

Oxorpaduyeckre MapKepbl XpOMOCOMHBIX aHoManuit Bo I Tpumectpe Oepe-
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MEHHOCTH Pa3HOOOpa3HbI U MHOTOYHCIIEHHBI. Harmpumep, oOHapyXkeHHE TOJI0TPO-
39H1Ieanuu (puc. 23) ¢ BEICOKOH BEPOSTHOCTHIO aCCOIMMPOBAHO C TPUCOMHUEH TI0
xpomocome 13 (cunmapom Ilatay), HeMMMyHHasi BOJSHKA IJI0JIa - C MOHOCOMHUEH
0 XpoMocoMe X WJIM TPUCOMHUEH 1Mo XpomocoMe 21, atpe3usi ABEHAAATUIIEPCT-
HOW KHIIIKH - C TPECOMHEH 110 Xpomocome 21 [3].

Pwr 100
Gn -7

Puc. 21. OtpurnatenbHbplii KPOBOTOK B BEHO3HOM IIPOTOKE
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Har-mid
Pwr 100 %
Gn -7

c8 / M7
P2 / E1

— 60

— 40

WP

cm/s

— -20

— 40

Puc. 22. TpukycnuganbHast perypruTaus

—_— —

Puc. 23. T'ononpo3zsuniedanus

C aneymionausaMu y mioa (KOJIM4eCcTBO XpOMOCOM HE KPAaTHOE rarjouaHo-
My HaOOpy: TPUCOMUS, MOHOCOMUSI, HYJIJTUCOMHUSI) CBSI3aHBI HEKOTOPHIE aHOMAJTUH
MOYEK, KUCThI COCYJIUCTHIX CIUIETEHUM, TUIIEPIXOTEHHBIN KUIIIEYHUK, THEI0IKTA-
3Ws1, BEHTPUKYJIOMET AN, YKOPOUEHUE JUTMHHBIX TPyOUYaThIX KOCTEH, KITMHO aK-
TUJTHUAL.

[Topoku pa3BuTHs cep/lia, TOJIOBHOIO MO3ra, 3aMeJIEHHE pOoCcTa IJI0/1a Yallle
acCOIMUPOBAHBI C ACNCIHUSIMU, TOTJa KaK HEMMMYHHAasl BOJISIHKA TUI0JIa U yBEJIH-
YEHHWE BOPOTHUKOBOW 30HBI SIBJISFOTCS TUIIMYHBIMU JJIsI TPUCOMUU U TYTUTUKAIUH.
KoHoTpyHKa/IbHBIE TIOPOKK Cep/illa XapaKTepHbl Juisi Mukpoaenenuu 229 11.2, a
BBISIBJIEHUE NPU YJIbTPA3BYKOBOM HCCIIEIOBAHUM HAJKJIAMAHHOTO CTEHO3a a0pThl
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MOXET YKa3bplBaTh Ha Hamuuue mukponeneuuu 7¢ 11.23 (cunapom Bumbsamca-
Boiipena) y mona.

BaxHO OTMETHTb, YTO MpPH BBIABIECHUU H30JIMPOBAHHOTO 3XOrpauuecKoro
IIpU3HAKa BEPOATHOCTh XPOMOCOMHOM aHOMAaJIUU Yy IJI0Ja CYIIECTBEHHO MEHBIIIE,
YeM MPU HAJIMYKU JBYX U Oosiee MapkepoB (puc 24).

Puc. 24. bepemennocts 18-19 nenens. [lnox ¢ cunapomom layna: a — KopoTkas
HOCOBAs KOCTh; YIUIOIICHHBIN MPOQUIIh; O — TUIIEPIXOTEHHBIN (POKYC B cepIie
IJ10/1a; B - M30BITOK MATKUX TKaHEH B 00JaCTH 1IIeH; T — JIMIIO Tuiofa B pexkume 3D

OObnapy>keHne MOPOKOB W/WUJIM aHOMAJNI Pa3BUTHS MIPH YIBTPa3BYKOBOM HC-
CIEAOBAHUU SIBJSIETCA OJHUM M3 MOKAa3aHWM I MPOBEICHUS NMHBA3UBHOMW ITPEHA-
TQJIbHOW IMarHOCTUKU U UCCIIEN0BAaHU KapUOTHUIIA IIJI0A.

HenHBa3uBHBI NPEHATAJIBLHbIA CKPUHUHT

Hcxonst m3 OCHOBHBIX 3a7]a4 NMPEHATATLHON TUArHOCTUKH W CIIOKHOCTH BBI-
SIBIICHUSI MHOTOOOPA3HBIX IIOPOKOB Pa3BUTHS B MOBCEIHECBHON MPAaKTHKE, B TPaK-
TUYECKOW MEIUIIMHE CTaJ MPUMEHSATHCS METOJ] 0TOOpa JKEHIWH, Hanbojee yrpo-
KAEMBIX TI0 Pa3BUTHIO Y MX TJIOJIOB BPOXKIAEHHBIX aHOManui. OH MOTy4Yus Ha3Ba-
HUE «CKPUHUHTA» (K CKPUHUHTY - IPOCEUBAHUE, OTOOD).
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OTOT METOJ BBICTPAMBAJICS HAa JIByX OCHOBHBIX MPHUHIIMIAX: MaKCUMalbHOMI
UH(OPMATUBHOCTH IO BBISIBIICHUIO BPOXKICHHBIX AHOMAJIMHU Yy IJI0JI0B NP MUHU-
MaJbHBIX 3aTpaTax €ro MacCOBOTO MPUMEHEHHS B TEUEHHUE JIMTEIBHO OTpe3Ka
BPEMEHHM (JICCSITUIICTHH).

CouyeTanue ynabTpa3ByKOBOIO M OMOXMMHUYECKOIO HCCHEoBaHUs (IO OTHO-
IICHWIO K IUTOJY 3TO HEHHBA3WBHBIC METOJIWKH) JAaeT BO3MOXKHOCTH BBIICIIHTH
cpenu OEpEeMEHHBIX TPYIITYy BEICOKOTO PHCKA MO BO3MOKHBIM XPOMOCOMHBIM aHO-
MavsiM y mioAa. M uMeHHO B 3TOM rpymine BBINOJHITH JOMOJHUTEIbHBIE HCCIIe-
JIOBaHUS, BKJIIOUas MHBA3UBHBIE.

ABTOMAaTHU3UPOBAHHBIN pAaCUET UHJIMBHUAYATBHOTO PUCKA UCIIOJIB3YET PE3yJib-
TaThl CTATUCTUYECKOW 0OpabOTKM paHee MOJYYECHHBIX JaHHBIX MPU TMOMOIIM CIie-
[IUATBHBIX KOMIBIOTEPHBIX TporpamMm. KadecTBO CKpUHUHTa OMPEIEISIETCS €ro
YyBCTBUTEJIILHOCTBIO (YPOBHEM BBISBICHUS OOJbHBIX IJIOAOB) U CHEHU(PUIHOCTHIO
(YpoBHEM, BBISIBIICHHS 3JI0POBBIX IUIOJOB, T. €. JIOKHOIOJIOKUTEIBHBIX PE3yiIbTa-
TOB). UeM BbIllI€ YYBCTBUTEIHHOCTh CKPUHUHTA, TEM MEHBIIE KOJIUYECTBO «IIPO-
MYIIEHHBIX)» CIIy4aeB MaTojaoruu. Yem BhbIllle YPOBEHB JIOXKHOIOIOKUTEIBHBIX pe-
3yJbTAaTOB CKPUHHMHTA, TEM BBIIIE JIUArHOCTHYECKAsi arpeccusi, HampaBlieHHAs Ha
YCTAHOBJIEHHE MCTUHHOTO COCTOSIHUS 3J0POBbS IUIOJA, TO €CTh BBIIIOJIHEHUE, MO
CYILIECTBY, M3IUIIHUX HHBA3UBHBIX Tpouenyp. [lociennue moBeIIalOT pUCK ca-
MOIIPOU3BOJIBHOTO BBIKUBINIA. [[03TOMY MoOKa3zaTtenn 4yBCTBUTEIBHOCTH M CIiE-
HU(PUIHOCTH KpaliHe BaKHBI MPU OLIEHKE KaueCTBAa CKPUHUHTA.

B pesynbTare npoBeAeHHBIX UCCIEAOBAHUM OepeMeHHass MOXET ObITh OTHE-
CEHa K IpyMnIe BbICOKOTO pUCKa (CKPUHUHT-TIOJOXKUTENIbHAS) IMOO K TPYINe HU3-
KOTO pUCKa (CKpUHUHT-OTpHUIaTeNbHas). Pa3aenenre Ha COOTBETCTBYIOIINE TPYII-
bl BBITIOJTHSETCS HA OCHOBAHUM TMOPOTOBBIX 3HAYEHUW pUCKA. B pazmuyHbIX CKpHU-
HUHTOBBIX TIPOrpamMmax MOPOTOBbIE 3HAaYeHUs MOryT kojiebatbes ot 1:100 mo
1:300 [1]. B Pb noporoBeiM 3HadeHueM sBisieTcst puck 1:360. OgHaKo OTHECCHHE
K TOW WJIM MHOM TPYIINE HE YKAa3bIBACT HA HAJIMUUE WM OTCYTCTBUE IMATOJIOTUU Y
IJ10/1a, @ TOJBKO OMpeeNsieT pUCK (TMOBBIIICHHBIA WM TMOHUXEHHBIN) POXIACHUS
pebeHKa ¢ XpOMOCOMHBIMU AHOMAJIMSIMU MO CPABHEHUIO C OOIEMOMYJISIIIUOHHBIM
PHUCKOM.

Buabl CKpUHHHTA

KomOunupoBanubiii ckpuHMHT I TpUMecTpa 0epeMeHHOCTH.

Brimonusercs B cpokax 6epemennoctu OT 11 no 13 Henens + 6 qHeii. Pacuer
pHUCKa y miiofa MPOBOAMUTCS HA OCHOBAHUHU BO3pacTa MaTepH, TAHHBIX YJIbTPa3BY-
KOBOT'O MCCIEAOBaHUS TUI0/a (YUYUTHIBAETCS pa3Mep BOPOTHUKOBOM 30HbI, HOCOBOM
KOCTH y TUIOJIa U JAPYTHE), YPOBHEH B MATEPUHCKUE CHIBOPOTKU aCCOLUHPOBAHHO-
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ro ¢ OepemeHHocThi0 TasMeHHoro mpotenHa A (PAPP-A) u cBoGomHo#t [3-
CyOBbEeIMHHUIIBI XOPHOHHUYECKOT'0 TOHa0TponrHa yenoBeka (B-XI'Y) [71.

BaxHO OTMETHUTB, UTO yIBTPa3BYKOBOE MCCIICIOBAHUE TIIOA JTOJKHO TIPOBO-
TUTHCSI TOJBKO CIIEMAIBbHO OOYYCHHBIMHU CTCIIHAIUCTAMH - BpauyaMH YJIbTPa3By-
KOBOW TUATHOCTHKH TPU HATMYUHU 000PYyT0BaHHS BBICOKOTO KJIacca TOYHOCTH.

Cxpununr Il TpumecTpa GepeMeHHOCTH.

Breimonasiercst ¢ 16 mo 22 nexemto rectaruu. OCHOBAaH Ha aHAIM3E PE3yJIbTa-
TOB BO3pacTa MaTepH, MoKa3aTelel copepaHus B CHIBOPOTKE KPOBH MaTepH O.-
¢deronporenHa U P-cyObEeIUHUIIBI XOPUOHUYECKOTO TOHAJOTPONHMHA YelIOBEeKa
(1BOITHOM TecT); a- deTonpoTenHa, B-cyObeIMHUIIBI XOPUOHUYECKOTO TOHAI0TPO-
OMHA YeJOBEKa U HEKOHBIOTMPOBAHHOIO 3CTpHOjia (TpPOMHOM TecT); o-
(peronporenHa, B-cyObeAMHUIBI XOPUOHUYECKOIO TOHAJOTPONMHA YEJIOBEKa,
HEKOHBIOTUPOBAHHOIO 3CTpHOJia U UHTHONHA A (4eTBepHOU TecT). UyBCTBUTEIIb-
HOCTh CKPUHHMHIA BTOPOrO0 TPUMECTPA MOBBIIIAETCS MPU HUCIOIB30BAHUM OOJIbIIIE-
ro 4Yucla MoKa3aTelel, Tak Mpyu TPOMHOM TecTe OHa cocTaBisieT 75%, a Impu 4eT-
BEpTHOM JocTturaet 81%.

HNurerpupoBanubiii ckpuHUHr I u Il TpumecTpos

Brmomnnasaercs ckpunuHTr [ TpuMecTpa, a 3arem B KOHIE 16 Henene oueHuBa-
eTcs 4eTBEpTHOM TecT. Jlanee aHamu3upyrOT OOIIMI pe3yabTaT AJis BCEX BBIMOJI-
HEHHBIX UCCJIEIOBAHUA B KOMIUIEKCE. Pe3ylbTaTMBHOCTH WHTETPHUPOBAHHOTO
CKpUHHMHTa MOXKeT gocturatb 90%. OpHako pe3ynbTaThl CKpuHUHTA | TpumecTpa
HE JIOJKHBI PacKpblBaThCs, IIOKa He OyJeT npoBeneH ckpuHHUHT II Tpumectpa Oe-
PEMEHHOCTH.

OTOT OpraHU3alMOHHBII MOMEHT MOXET OBbITh NPUYMHOW HEOINpaBIaHHO
JUIMTEJIbHOTO COXPAaHEHUs! a0CONIOTHO OEeCHepCrleKTUBHONM OEpeMEHHOCTH M TO-
BBIIICHUS PUCKA 30POBBIO KEHIIMHBI PU BBIOJIHEHUH TIPEPhIBaHNA OEPEMEHHO-
CTU B mo3aHeM cpoke. Ho, ¢ npyroil CTOpoHbBI, OH CAEPKUBAET HANMPSKEHHOCTh
BOJIFOHTAPUCTCKUX PEIIEHUN CO CTOPOHBI MEANEPCOHANA U ATUYECKUX MPOOJIEM CO
CTOPOHBI TOTEHIIUAIBHBIX POAUTEIICH.

He3aBucuMbIi 0oC/1€10BaTEeIbHbIIA CKPUHUHT

[IpuHIIMIT HE3aBUCUMOTO IIOCIEI0BATEIBHOIO CKPUHUHIA OCHOBAH Ha aHaJHU-
3€ pacueTa y OJIHOM OepeMEHHOM JKEHIIIMHBI IBYX HE3aBUCHUMBIX WHIWBUAYAIbHBIX
puckoB npu ckpununrax I u Il TpumectpoB G6epemenHoctu. Pacuer pucka Bo Il
TPUMECTPE MPOBOJAUTCA HE3ABUCHUMO OT PE3YyJIbTATOB JAHHBIX, MOJYYECHHBIX B [
TpuMecTpe O6epeMeHHOCTH. UyBCTBUTEIHLHOCTh TAKOTO BUAA CKPUHUHTA TMOBBIIIA-
ercst ¢ 88% 10 94%, npu ATOM CIEUPUIHOCTh METO/IA TEPSETCS M3-3a yBEJIHMUE-
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HUS YaCTOTHI JIOKHOIOJIOKUTEIBHBIX pe3ynbTaToB ¢ 5% 10 11%.

[Toteps cneun(UUHOCTH MOXKET ObITh HUBEIMPOBAHA IPU MOMOIIM CTYIEH-
4aToro IOCJIEAOBATENbHOIO CKpuHUHTa. [Ipm momagaHuu OepeMEHHBIX MOCIE
CKpUHUHTa | TppMecTpa B CKPUHUHT-IIOJIOKUTEIBHYIO TPYIILY UM IIPOBOJUTCS MH-
Ba3UBHAs JAMArHOCTUYECKAas IPOLEAypa C IOCIEAYIOIUM KapUOTUIIMPOBAHUEM
miona. B ciydae ycTaHOBIEHUsS HM3KOrO pUCKA mocie ckpuHuHra I tpumecrpa
MIPOBOJIUTCA JONOJHUTENbHBIA CKpUHUHT 1] TpuMecTpa OepeMeHHOCTH.

KOHTHMHIeHTHBIN CKPUHMHT

[Ipumensierca st onpeeneHus HeoOXOAUMOCTH JOMOJIHUTEIBHOIO 00cCIe-
noBaHusi 6epeMeHHbIX BO Il TpuMecTpe B 3aBUCUMOCTH OT BEJIMYMHBI PUCKa, pac-
cuutadHoro B I tpumectpe. OOcienoBaHHble OEpEMEHHbIE JENATCS Ha TPU KOH-
TUHI'CHTA: )KEHIIUHAM C BBICOKHM PUCKOM Cpa3y PEKOMEHIyEeTCs MHBA3UBHAS IUa-
THOCTHKA; JKEHIIMHAM CO CpeAHUM (IIPOMEKYTOUYHBIM) PUCKOM WHBa3WBHAsI MPO-
Leaypa peKOMEHAYETCS B Cilydae MOBBIIIEHUS! PUCKA MOCTE TONOJIHUTEIbHBIX 00-
cinenosanui Bo Il tpumecrtpe; )xeHIMHAM C HU3KUM PUCKOM BO Il TpumecTpe uH-
Ba3MBHas Mpoleypa 1 ONOXUMUYECKUN CKPUHUHT HE PEKOMEHIYIOTCSI.

Pe3ynbTaTUBHOCTP KOHTUHIEHTHOTO CKPUHHUHTA jaocturaer 85%, obcnenona-
Hue Bo Il TpumecTpe pekomenayercs 25% KEHIINH, a KOJIUYECTBO JIOXKHOITOIOKHU-
TEJBHBIX pe3ynbTaToB Juilb Ha 0,1% BbIe, 4eM Npy NpOBENEHUN UHTETPUPOBAH-
HOTO CKpUHHMHTa. TakuMm 00pa3oM, KOHTUHIT€HTHBIN CKPUHUHT SIBJIIETCS albTepHA-
TUBOW MHTETPUPOBAHHOMY CKPUHHUHTY, C IPEUMYLIECTBOM B 3aBEPILIECHUH MPOLEC-
ca CKpUMHHUHIA Y€ B | TpuMecTpe i KEHIIUH C HU3KUM PUCKOM, a TaK K€ SABJIS-
€TCSI ONITUMAIBHOM TI0 COOTHOIIICHUIO ce0eCTOMMOCTH M 3 (PEKTUBHOCTH.

B xone uccrnenoBanuii ObLIO 3aMEUEHO, YTO OEpEeMEHHbIE, OTHECEHHBIE B
rpymniy NpoMeKyTOYHOTO pUCKa, Oyyun 00€CTIOKOCHHBIMU pe3yJibTaTaMu MEePBO-
ro CKpUHUHTA, BHIOMPAIOT MPOBEICHUE MHBA3WBHOM JMATHOCTUYECKOMN MpOIEeay-
pBI, HE TOXKUIASACh CKpUHUHTA BO Il TpuMecTpe, yBeIM4YMBas TEM CaMbIM 4acTOTY
JIO’KHOIOJIOKUTENBHBIX CIIYy4a€B U CHIXKAA CIEHU(PUYHOCTh KOHTHHIEHTHOIO
CKpHUHMHTA.

BaxxHO MOg4epKHYTh, UTO HEWHBA3UBHBIA MPEHATAIBHBIN CKPUHUHT d(DPek-
TUBEH HE TOJIBKO ISl OLIEHKH PUCKa IO TPUCOMHHU 21 y TuI0ga, HO TakKe U pucKa
TPUCOMUU 110 XpoMocoMam 13 u 18.

Bri6op Buaa mpeHaTaJbHOIO CKPUHUHIA OMpEAesieTcs ToCyAapCTBOM WIIU
aAMUHUCTpPALIMEN TOTO MM MHOTO PErMOHa W 3aBUCUT OT OOECIIEYEHHOCTHU MEu-
LIUHCKOTO YUYPEXKIEHHUs MMOATOTOBICHHBIMU KaJIpaMHU, SKCIEPTHBIMH YJIbTPa3BYKO-
BBIMU anmnaparamu U J1abopaTopHbIM 000PY/I0BaHUEM, JOCTATOYHBIM (DMHAHCHUPO-
BaHUEM.
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HepCHEKTHBbI HEHMHBA3UBHOI'O MIPCHATAJBHOI0 CKPUHUHI'A

B 1948 rony B mna3me kpoBH 4esioBeka Obuti oOHapyxeHbl dpakiuu JJHK,
HE CBS3aHHBIC C KJIeTKaMu X03suHa. [Ipeanonaranoch, 4To OHU SBISIIOTCA “‘00JI0M-
Kamu'" paspylieHHbIX KiIeToK. T.e. "oOmuratHele” BHYTPUKIETOYHBIC, TOYHEE
BHYTPUSJACPHBIE MOJIEKYJIbl, B JEHCTBUTEILHOCTH MOTYT OKa3bIBaThCS 3a Ipeje-
JIaMU HE TOJIBKO sIJEp KJIETOK, HO U CaMUX KIIETOK.

B nauvane XXI| Beka ObUIO yCTAaHOBIIEHO, YTO IUIOJHBIE KJIETKH IUI0Ja OOHA-
PYXKUBaIOTCA B MEpUPEepUIECKON KPOBH MaTepH yKe C 5 Helenu OEpeMeHHOCTH, a
K 9 Henene recrallii UX KOJIUYECTBO JOCTUTAET YPOBHS, JOCTATOYHOIO JJIA JIHA-
THOCTUKH MOPOKOB €r0 pa3BUTHA. B 3TOT MpOMEKyTOK BPEMEHU B KPOBU Marepu
HAYUTAIOT BBIABIATHCSA M camu Motiekynbl JIHK mnona. [Ipu sTom mHTEpeceH TOT
(akT, 4TO yKe uepe3 yac nocine poaos BHekieTouHas JIHK pasnaraerca u He 00-
Hapy>KUBAaeTCs] B KPOBU MAaTEPH.

B03MOXHOCTb MOJTydeHHUs TEHETUUECKOTO MaTepuasa 3MOpUoHa U 1ioja 0e3
MHBA3UBHOI'O BMEIIATEIbCTBA OTKPHLJIA HOBYIO CTYNE€Hb B 00JIACTH MPEHATAILHON
IuarHoctuku. IlInpokoe BHEIpPEHUE 3TOM TEXHOJIOTMH Ha CETONHSIIHUNA JICHb
OTPAHUYUBAETCS] BHICOKOW CTOMMOCTBIO aHajM3a U BO3MOXHOCTBIO OIIMOOK, CBS-
3aHHBIX KaK C HEOMpPEACICHHOCThIO ncTounuka nocryruieHus JJHK (a3mOpuoH, xo-
PHOH), TaK U C HEBO3MOKHOCTBIO BBISIBJIEHUSI XPOMOCOMHOM MATOJIOTMH IIOAA MPU
MO3aUYHOM BapHaHTe.

[ToaTOMy OOHapy» eHuEe HACIEACTBEHHOM MaTOJOTUH IJI0/1a IO aHAIU3Yy KpPO-
BU MaTe€pH YCTYNAET B TOUHOCTH UCCIEIOBaHUS MaTepHralia, HEOCPEACTBEHHO MO-
JIY4EHHOT'O OT MPOAYKTOB 3a4aTHsi, HO SIBJISIETCSA B BBICIIEH CTENEHU NEPCIIEKTHB-
HbIM HaNpaBJI€HUEM UCceAoBaHusA. Ha ceroqHsIHnil 1eHb HEMHBAa3UBHOE MPEHA-
tanpHoe TectupoBanue HUIIT (Non-Invasive Prenatal Testing, NIPT) ne 100%
TECT U HE 3aMEHSET NHBA3WBHBIE METO/IbI JUATHOCTUKH.

B nacrosimmee Bpemst cymiectsyet psia BapuantoB HUIIT [8], koTopeie moryT
npuMeHsThes ¢ 9-10 Henenu recranuu. OHU OTIMYAIOTCS MEXIY COOOM METO/IU-
YECKUMH OCOOCHHOCTSIMU U CIIEKTPOM BBISIBISIEMOI ATOJIOTHH.

Ho MOXxHO npeanonarars, 4To CyLIECTBYIOIIME HA CETOHAIIHUN 1€Hb HENO-
CTaTKU yXe JCMCTBYIOUIMX BApUAHTOB NMPEHATAIILHOTO TECTUPOBAHUS OyIyT mpe-
OJIOJIEHBI U B OyJyIlIeM IMOJIHOCTHIO OTMAAET (32 PEAKUM HCKIIOUEHHEM) He00XO0-
JUMOCTh B MHBAa3UBHBIX METO/AX MUCCIIEAOBAHMS BPOKIAECHHOM MMaTOJIOTUH TUIO/A.

HNnuBa3uBHas NnpeHaTaJdbHas INarHoCTUKAa

HMuBa3uBHas InpeHaTajlbHasad AWArHOCTHUKaA IPCAIoJaracTt B3ATHC ouoJiornye-
CKOI'o Mmarcpualia u3 NpoAyKTOB 3a4aTH:I.
AOCOIIOTHBIM IMOKa3aHUEM JJIs1 IIPOBCACHUA npeHaTaanoﬁ OUTOT'CHCTHYC-
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CKOM JMArHOCTUKH B HACTOSIIEE BPEMS SBIISIOTCS:

® HOCHUTEJIBCTBO CEMEMHOW XPOMOCOMHOM MEPECTPOVKH;

® MOHOI'€HHBIE 3a00JIEBaHMsI B CEMbE, €CJIM YCTAaHOBJIEHA MYTalIUS;

® [IOJIOKUTENBHBIA pPE3yJbTaT HEMHBA3UBHOI'O IMPEHATAIBHOIO CKPUHUHIA
Ha aHEYIIOMAUIO (BBICOKHH PUCK);

® AHOMAaJIMM Pa3BUTHUSA IUIOJA, BBIIBICHHBIE ITpU Y 3,

e BO3pacT OepeMeHHOM 35 JeT U cTapie.

B HexoTopbIx 1abopaTopusax mocienHee U3 Moka3aHui (Bo3pacT OepeMeHHOi

35 neT u crapiie) OLEHUBAETCS KAK COMHUTEIBHOE, B PYTUX SIBISETCS OCHOBAaHU-
€M JUJIsl IPOBEACHUS NIPEHATAIbHON UTOM€HETUYECKON TUAarHoCTUKU. OOOCHOBBI-
BAETCsl 3TO TEM, YTO PUCK NIPEPBIBAHUSA OEPEMEHHOCTU BCIIEJICTBUE BBIIIOJHEHUS
MHBA3MBHOM JMArHOCTUYECKOM MPOLETypbl MEHbIIIE, YEM PUCK POXKACHUS OOJIBHO-
ro peoenka. B Pb xeHmuHbl ctapme 35 neT B penpoayKTUBHOM MONYJISLHUU B
2019 rony cocraBisin 16-17% (B r. Muncke - 19,8%). Boisbmioe KoJIn4ecTBO
MIPUMEHEHUsI MHBA3UBHBIX MPOLEIYpP OMACHO YBEIMYEHHEM YACTOTHI STPOrE€HHBIX
3a0oneBanuil. TeM He MeHee, Bo3pacT OepeMeHHbIX KeHIUH B benapycu 35 ner u
CTaplle SBJIAETCS IOKA3aHUEM K IIPOBEJICHUIO MPOLIEAYPBHI.

NuBa3uBHbBIE JMATHOCTHYECKHE MIPOLEAYPbI

NHBa3uBHBIE mpoLEaypbl MPEAHA3HAYEHBI IS MOJYYEHUS T'€HETHYECKOTO
Marepruasa mioga. OH MOXET NMPUHAIEKATh HENOCPEIACTBEHHO IUIOAY B MOMEHT
3abopa matepuana (Hampumep, KpoBb MPU KOPAOIEHTE3) UM OBITh NMPUUYACTEH K
€ro KM3HU (KJIETKH IUI0/1a B aMHHOTHUYECKON XKUAKOCTH). B 3aBucuMoOCTH OT pe-
IIaeMbIX 3aj]]a4 BbIOMpaeTcs Ta WIM MHAs MHBa3UBHAS METOAMKA MOJIyYE€HHUS TeHe-
TUYECKOTO MaTepuaIa.

Bb160p MHBa3UBHOW MpOLEAYpHI 3aBUCUT OT CpOKa OEpEMEHHOCTH, KIIMHUYe-
CKOT'O COCTOSIHUS KEHIIWHBI, TOKa3aHUW JJIs1 IPEHATAIbHOTO MCCIEN0BaHus, KBa-
muuUKaUu Bpaya-Xupypra U Bpadya-UUTOT€HETHKA U OT OPraHU3alMOHHOUN (op-
MBI IIPEHATAJIbHOM JTMATHOCTHKM B TOM WJIM MHOW cTpaHe. VIHBa3uMBHBIE AMArHo-
CTUYECKHE MpOoUEeAyphbl (acmupaiusi BOPCUH XOPHUOHA, aMHUOLEHTE3, MIIALIEHTO-
LIEHTE3, KOPAOLIEHTE3) BBIMOJIHAIOTCS MO KOHTposieM Y 3.

B 1 TpumecTtpe GepeMEeHHOCTH OCHOBHOM JHArHOCTUYECKOM MPOIEAypOil sB-
JSeTCA acnupalys BOPCUH XOPHUOHA - MOJYYEHHE XOpPHAJIbHOW TKAaHH, KOTOpas
MO>KET ObITh BBIMOJIHEHA TPAHCIEPBUKAIBHBIM UM TPAHCAO0JOMHUHAIBHBIM ITYTEM.
[IpeumyiiecTBO UMEET TpPaHCAOAOMHUHAJIBHBIN CIOCOO MOJYYEHHUS XOPHUATBbHON
TKaHU BBUJY MOJY4YEHHUs OMOJIOTMUECKOTO0 Marepuaja BBICOKOTO KayecTBa - YH-
CTOTa BOPCUH U MPAKTUYECKU MMOJTHOE OTCYTCTBUU MPUMECH AEUUIYAIbHON TKAHU.
ITpoBoautcsa B uaTepBaie ¢ 10 no 14 Hexento rectauu, ONTUMAIIBHBIN CpoK - ¢ 11
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o 13 Henenro 6epeMeHHOCTH. B 3TH cpoku OGepeMEHHOCTH KOJIMYECTBO TOJTyUCH-
HOTO OMOJIOTMYECKOT0 MaTepHayia JOCTaTOYHO, PUCKHU OCJIOKHEHUHN NHArHOCTUYE-
CKOM TIpOIeAypbl MUHUMAJIbHBIC, & TIPU OOHAPYKCHUHU TSHKENBIX BPOXKJICHHBIX U
HACJIEJICTBEHHBIX 3a00JICBAaHUI BO3MOXHO BBIMOJHEHUE MEIUIIMHCKOTO adopTa Io
T€HEeTUYECKUM TTOKa3aHHIM.

Bo II TpumecTpe GepeMEeHHOCTH ISl TOTYYESHHSI KJIETOK TUI0/a UCTIOIB3YIOT:

- aMHUOIICHTE3 - MYHKIHS aMHUOTHYECKON TMOJOCTU C IEIbI0 TMOJTYYEHUS
OKOJIOTUIOAHBIX BO. [IpoBoanTCS B Cpoke rectanuu - 16-22 Heneny;

- TUTAIIEHTOIIEHTE3 - acIupalldsl BOPCHH XOpHUoHa B OoJiee mo3auue (mocie 15
HeJeb) Cpoku 6epeMeHHOCTH. ONTUMAIBHBIN CPOK MPOBEICHUS TIIAIlEHTOIEHTE-
3a - uHTepBai ¢ 15 no 18 Henenu recranuu;

+ KOPAOLIEHTE3 - MYHKIUSA COCY/IOB IYNOBUHBI C ILEJIbI MOJYYEHUS KPOBH
o4a JUIsli TMAarHOCTUKU XPOMOCOMHBIX aHOMaJMi NpUMeEHseTcs penko. Onrtu-
MaJIbHBIN CPOK MpoBeAeHMs - uHTepBal ¢ 21 no 22 Heaenu 6epemennoctu. K sto-
My BpEMEHHU MYMOBUHA JIOCTUTAET OMpPEACICHHON TONIIHUHBI, UTO 00JieryaeT MyHK-
0. O6bem monydaemont kpoBu (0,5—4,0 M B 3aBUCHMOCTH OT BHJA JHArHO-
CTUPYEMOM MaTOJIOTHH) MPAKTUYECKH HE OKa3bIBACT OTPUIIATEIIHFHOTO BIUSHHS Ha
IO/,

CampiM 0e30macHBIM MHBA3WBHBIM METOJIOM HCCIICAOBAHUS SBIISCTCS aMHHO-
LIEHTE3, MOCKOJIBKY YacTOTa BBIKUABIIIEH MOCHEe HEro He npeBbimaet 1%. OmxHako
HEOOXOJIUMO OTMETHUTh, UTO BCE MHBA3UBHBIE METObI UCCIICIOBAHUS COMPSKECHBI
HE TOJIbKO C TpepbIBaHUEM OEPEeMEHHOCTH, HO M C PSJIOM JAPYIHMX BO3MOXKHBIX
OCJIO)KHEHUH (pa3BUTHE TPYNIOBOIO WU Pe3yc-KOHPIMKTA, WHPUUHUPOBAHUE
mioja u T. A.). [lo3ToMy COOTHOIIEHNE PUCKOB HATMYUS XPOMOCOMHBIX aHOMAaJIHI
y IJI0/Ia ¥ €T0 MOTEPH, MPU UMEIOIIEHCS COIMAIIbHON 3HAYUMOCTH JieMorpaduue-
CKHX IIOTEph, OOYCIaBIMBACT IEJIECOOOPa3HOCTh W OOOCHOBAHWE HWHBA3WBHBIX

MpOLEYP.
HccaenoBanue xpomocom mioaa

Knaccnueckum METOIOM M3YUEHMS YHCIIA U CTPYKTYPbl XPOMOCOM SIBIIAETCS
MeToa ux auddepeHIupoBaHHOTO OKpamuBaHus. OH MPOBOAUTCS CHEIUATLHBIMU
KpacUTEIISIMU, KOTOPBIE BBISBIIAIOT OINPEICICHHbIE JUCKU WM 00JIaCTH XPOMOCOM,
MO3BOJISIIOLIME UACHTU(GULIMPOBATH UHANBUIYAbHBIE XPOMOCOMBI U OOHAPYKUTh
OOJBUIMHCTBO XPOMOCOMHBIX aHOMAJIUH.

Korga ¢ momomipto 3T0ro MeTosa yCTaHOBUTh OKOHYATENbHBIN HUTOIE€HETH-
YECKUI JMarHo3 HEBO3MOKHO, UCIIOJB3YIOT BBICOKOPA3PEIIAIOIINE MOJIEKYISPHO-
LIATOI€HETUYECKUE METO/IbI TUAarHOCTHUKHU.
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K Hum otHOCATCS cnepyromue:

* (moopectienTHas rudpuausanus, win FISH - murorenernyeckuit meron,
KOTOPBIN MIpUMeEHsieTcs 171sl onpeaenenus nocneaoparensHnoctd JJHK na meradas-
HBIX XpOMOCOMax WK B HHTep(ha3HbIX sapax in Situ. B ero ocHoBe JIeKHUT crieiu-
¢uyeckoe cBs3bIBaHUE (ITIOOPECIEHTHBIX METOK C OINPEACIEHHBIMUA YYaCTKAMHU
XPOMOCOM;

* CTIICKTPAIbHOE KAPUOTUITUPOBAHUE — METOJ] ITMTOTEHETUYECKON UACHTU(HU-
KAl XPOMOCOMHBIX HAPYIICHUH TPH COMHEHUSX B MCTOYHHUKE XPOMOCOMHOTO
MaTepHana;

* cpaBHHUTeNIbHAs reHomHas ruopuamszaius (CGH) — npennasHaueHa s 00-
HapY>KEHUsI KOJIMYECTBEHHBIX U3MEHEHUH IKCIPECCUU I'€HOB HETIOCPEJACTBEHHO Ha
XpPOMOCOMaX;

* XpOMOCOMHBIA MUKpOMaTpuuHbIil aHamu3 (XMA) — MeToJl mO3BOJISIOIIUI
HCCJIEIOBATh CTPYKTYPY TeHOMA 0€3 KYJIbTUBHUPOBAHUS KIICTOK.

[IpuMeHeHre pa3IUYHBIX METOJIOB OOECIICUNBACT BO3MOYKHOCTH IOYYCHHS
uHpopMaIuu 00 UHAUBUAYATLHOM T€HOME, ONPEIEIUTh NPUPOIY, JIOKATU3AIIHIO,
pasMep U CTPYKTypy AucOajaHca B T€HETHYECKOM arapare, YTO SIBISETCS BaXK-
HBIM DJIEMEHTOM B 3(()EKTUBHOM MEIUKOTEHETUYECKOM KOHCYJIHTUPOBAHUS Ce-
MBH.

3akioueHue

CymiecTByroniass CTpaTerusi HEWHBA3UBHOTO MPEHATAJIBHOIO CKPUHHUHTIA
HampapjieHa Ha paHHee (HOPMUPOBAHHME Cpelu OCPEMEHHBIX TPYIIbI BBICOKOTO
PHUCKA [0 HAIMYMIO Y TIOAA BO3MOXKHBIX aHOMAJIMU Pa3BUTUS U CBOEBPEMEHHOIO
ompeseeHus MoKa3aHW K WHBA3WBHBIM BMENIATENIbCTBAM, a TIPU OOHApYKEHUU
NATOJIOTUH MPUHSTHE B3BEIICHHOTO PEIICHUS O JaJbHEHIIIeH TaKTUKE BeeHus Oe-
PEMEHHOCTH UJIU POJIOB.

B HacTosiiee Bpemsi pe3ynbTaThl UCCIEIOBAHUS MOCIE€ WHBA3UBHOM MpOIIe-
IypPbl, ABISECTCS ONPEACISIONIMMHY, B IPUHATHU PEIICHUS O COXPAHEHUH WM Mpe-
pbIBaHUM OEPEMEHHOCTU. PHCK camMONpOW3BOIBHOTO BBIKUJBIIIA MOCIE HUX CO-
ctaBisgeT B cpeaHeM 1-2%. OH HEeBBICOK, HO cyiiecTByeT. [loaTomy npu dhopmupo-
BaHWUU TIOKa3aHUM K MPOBEACHUIO HHBA3UBHBIX UCCIIEIOBAHUM, HEOOXOIUMO COMO-
CTaBJISITh PEATbHBIA PUCK MOTEPH OEPEMEHHOCTH BCICACTBUE TPOBEACHUS JUATHO-
CTUYECKOU MPOLETyPhl C PUCKOM POXKACHUSI 00JIBHOTO peOCHKA B CEMBE.

B 9T0i1 cBSI3M CTaHOBUTCA aKTyaJbHOM pa3paboTKa clOCOOOB HEMHBA3UBHBIX
METOJIOB MPEHATAIHLHON JUATHOCTUKH, MO3BOJISIIOIINX MPOBOAUTH aHAIU3 T€HETH-
YECKOro craryca Ijioaa 06e3 yrpo3sl s KeHIIUHBI TPEeKICBPEMEHHO 3aBEPIIUTh
OEpEeMEHHOCTb.
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