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MOTHUBALHUOHHAS XAPAKTEPHCTHKA TEMbI
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ExeroaHo okono 8 MiH aeteii (2—6 % ponaHBLIMXCA) B MHPE NOABIAIOTCR HA
CBET C BPOXKACHHBIMH Nopokamiu pa3euTa (BITP), XxpoMOCOMHBIMH H MOHOTEHHbI-
MH 3a00N1EBAHHAMH.

Yacrtora BITP cpenn HOBOPOAICHHBIX COCTARNAET nopaaka 2-3 %, uactora
BITP, prisensemsix B Gonee no3aHue CpokH, noctiraet 5-6 %. B pazsurnix crpa-
Hax BITP auaupyior B CTPYKTYPE NPHYHH MEPTBOPOAIAEMOCTH, MIAICHUECKOH H
panueil aetckoit 3a601CBAEMOCTH, HHBATHAHOCTH H cMepTHOCTH. C HHMH CBA3HI-
BAIOT TPETH CJIY4aes NEPHHATANLHON cMepTHOCTH, 25 % ciyuacs MIaIeHYeCKoH
cmeprHocTH H 15-20 % cayuaer nerckoit cmepriocty. Jlons BITP cpean npuyinn
aerckoil uusanuanocTH cocrarnser S0 %. CTOMMOCTS JICHEHHA, peabHAHTALIHH W
NOAKH3IHEHHOIO COIEPAKAHNA NalHenTa ¢ BpoiacHHO# naronoruei & 100-1000 pas
NPEBLILAET 3ATPATHI HA AHTEHATAILHYIO JHATHOCTHKY, PO HAAKTHKY H KOppeK-
UHIO NATONONHK TUI0AA.

B crpanax Eeponet 15 % mxennix BITP u 25 % cayuaes ruGenn niojos
M HOBOPOXKICHHBIX B MEPHHATANbHOM nepuone ecneactsne BITP obycraosneno
XPOMOCOMHBIMH AHOMATHAMH. HacToTa XpOMOCOMHBLIX Gone3Hel cpean HOBOPO-
AKAEHHBIX cocTasaser 3,5-4.4 : 1000, cpean meprsopokaeHHbIX — 6 %. Ha nomo
AHEYTUIOHANH (HAPYIICHHE YHCIA XPOMOCOM ) NPHUXOAHTCA cBbile 95 % Beeii xpo-
MOCOMHOH NaToNorHK y nioaa.

INpenaranshas (10poaoeas) auarHoctuka BIIP u xpomocomubix Bonesueit
ARNACTCA HEOTHEMICMON HACTbIO OCYJAPCTBEHHBIX MEJHUMHCKMX MPOrpamm.
BO3 u Epponeiickas accouHaums rnepHHaTaibHONH MEIHUMHBI ONpeAeNsIoT npe-
HATATBHYIO JIHANHOCTHKY KAK COBOKYIHOCTL METOJIOB MCCNIEI0BAHHA COCTOSHHA
n104a ¥ GEToNNAUCHTAPHOIO KOMIUIEKCA, HaNpPaBICHHLIX HA J0POAOBOC BbIAB-
NICHHE BPOKACHHBIX ACPEKTOB, NPEACTARNAIOUIHX U3 ceba nobbie aHOMATHH B
MOPPONOTHHECKOM, CTPYKTYPHOM, PYHKUHOHATBHOM H MOJIEKY/IAPHOM Pa3BHTHH,
JIHArHOCTHPYEMBbIE NPH POAKACHHH (HAPYAKHBIE WIH BHY TPEHHHE, HACNECTBCHHBIC
HIH CIIOpPAITHYECKHE, ETHHHYHBIC HIIH MHOKECTBEHHbIE).

TonyyeHHe MaKCHMANBLHO TOMHOIO MPOrHO3a KH3HH M J10POBLA NA0AA A
pelieHHs BONpOca 0 MPOAOHIaUuHH GEPEMEHHOCTH, NPEHATANBLHOM /ICYCHHH, Tak-
THKE poAOpaspeleHus W aaibHedmem Habnonenun 3a pebeHKOM — OCHOBHAA
3a/a4a NPEHATANLHON AHArHOCTHKH.

3a Gonee uem 60-neTHHA NEPHON PA3BHTHA NPCHATAILHOH AHANHOCTHKH
MPEANOKCHBl PAVIHYHBIE METOMB, MO3BONAIOMME ONPEACANTL PHCK HATHYHA
y m1oaa Haubosiee pacripoOCTPAHEHHBIX XPOMOCOMHBIX aHOMAIHA, THArHOCTHPO-
BATH NFEHETHYECKHE HAPYLLIEHHA, CCKBCHHPOBATH IK30M H/HIIH NEHOM NUJI0/IA C MHO-
AKECTBEHHBIMH AHOMATHAMH, MPOBOAMTL MPEHMIVIAHTALHOHHOE TEHETHYECKOe
TecTHpoBaHHe. JlaHHbie, NOYYCHHBIC B XO/1€ BBINOIHEHHS aHTEHATANLHBIX HCCTe-
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A0BAHKH, NO3BONSIOT POAHTEAAM MIPH YHACTHH BPada M C YHCTOM JOCTHIKCHHIA Me-
JMUHHBI OUCHHTL CBOH BO3MOKHOCTH B NU1aHe peaduaHTauMu pedeHka, NPpHHATL
PEWICHHE O NPOAOIKEHHH BHIHAIMBAHHUA WIH O NPEPLIBAHHN OEPEMEHHOCTH.

Hacroswee yuyeGHo-MeTOHYECKOe NOCOOHE COMAHO C LENLIO MNOBbIIE-
HHA YPOBHSA TEOPETHUYECKOH M NPAKTHUECKOH NOANOTOBKH CTYACHTOB 6-r0 Kypca,
pa3paboTaHo B COOTBETCTBHM ¢ paboueil nporpammoii no yueOHo# AMCUMILIHHE
«MeanunHCcKas reHeTHKa» VIR cneuHansHocTH 1-79 01 02 «lleanarpus».

Heas 3aHNTHR: PACUIHPHTL TEOPETHYECKHE JHAHWA O NPHHUMNAX W METOAAX
KOMILICKCHOH JI0POI0BO# JIHArHOCTHKH JUIA BHIARICHHA NATOJOMMH HA CTALHM BHY-
TPHYTPOOHOIO PAIBHTHA, A TAKAE OCBOHTH NPAKTHYECKHE HABBIKH HX NPHMEHEHHA,

3aaaun 3aHNTHE:

1. YcBOMTH 3a01a4H NPEHATANLHON AHATHOCTHKH.

2. M3y4HTh NPAMbIC H HENPAMBIC METO/IbI PEHATANBHOM IHAIHOCTHKH M 10~
Ka3aHHs K HX NPHMEHEHHIO.

3. MpuobGpecTi 3HaHNS O NPeHATATLHOM CKPHHHHIE W, COOCTBEHHO, NpeHa-
TAILHON AHArHOCTHKE.

4. OcBOMTEL MPHHLMMBI MEHKO-TEHETHYECKOTO KOHCY/ILTHPOBAHHA W THITHI
POAOCIOBHBIX (THILI HACCNOBAHMKA ).

5. M3yunTh OCHOBBI GHOXHMHYECKOrO, YALTPA3BYKOBOIO H KOMOHHHPOBaH-
HOIO MPEHATANLHOIO CKPHHUHIA.

6. H3yuuTh NOKAa3aHHA K MHBA3MBHOM MPEHATANBHON JMArHOCTHKE, €¢ Me-
TOAB H MOJIEKY/IAPHO-TEHETHHECKHE CNOCOObI HCCIEIOBAHHA NO/TY YCHHONO Mare-
pHana.

7. lNpuoGpecti 3HaHua 0 KoHTpoae XPPEKTHBHOCTH NMPEHATANBLHOIO CKPH-
HUHIA.

8. YCBOMTH KAMHHMECKHE NPH3IHAKH, OHOXMMHYECKHE MAPKEPhl OTACIBHBIX
CHHAPOMOB TIPH NPEHATAILHOM NATONOrHM M101a.

B x0/1€ 3aHATHA CTYICHTHI NOJKHBI HAY YHTHCA:

~ coGuparh aHAMHECTHYECKHE NaHHbIC W NeHEAOrHYeCKHii aHaMHe3, co-
CTaRNATH POAOCNORHYIO, MPEACTABAATH €€ B rPadHYEcKOM BHIE H AHANH3IHPOBATH
Hac/ienosaHue 3a001eBaHHA WIH NPH3HAKA B CEMbE;

~ MPOBOANTE NPOPHNAKTHHECKHE MEPONPHATHA, HANPARICHHBIE HA Npey-
NPEKACHHE HAcAeACTBeHHBIX 3abonesanuii H BITP, cHHkeHHe YacToTh! IHPOKO
PacrnpocTpaHeHHbIX 3a601eBaHHi MyABTHHAKTOPHANBLHON NPHPOALI;

~ BBIARIATD CEMbH M FPYIIIibl JIKMLL C NOBBILICHHBIM PUCKOM PA3BHTHA TOIO
WIH HHOTO HaC/IeICTBEHHOIO 3a001eBaHuA;

~ HHTEPNPETHPOBATH PE3y/ILTaThi GHOXHMHYECKOrO CKPHHHHIA NPH HacKen-
CTBCHHBIX H BPOXACHHBIX 3a00/1eBAHHAX;

~ ONpefeNATh NOKa3aHHA K MPOBEJCHHIO IHTONeHETHYECKOro,6HOXHMHYe-
CKOI'O H IPYTHX T€HETHYECKHX HCCISA0BaHHI;

i

— NPHMEHATL METOJIbI JTyHeBOH JHArHOCTHKH M HHTEPNPETHPOBATL X pe-
3yABTATH;

— ONpenenATH NOKA3aHHA K HANPARICHHIO NAUHEHTOB HA MEHKO-TCHETHYE-
CKOE KOHCY/TTHPOBAHHE;

~ OCYLIECTBIATH KOHTPO/b PE3YAbTATHBHOCTH MNPEHATAIBHONO CKPHHHHIA.

TpeGoBanHs K HCXOAHOMY YPOBHIO 3HAHMIA, JLNa NOJHOMO YCBOCHHA TEMBI
CTYAEHTY HEOOXOAHMO NMOBTOPHT!

~ W3 MEJIHUHMHCKOH OHONOrHH M 00lIeH reHEeTHKH: NIOHATHE O MporpaMme
«leHoM YENOBEKAY; HACIENCTBEHHOCTL H HIMEHYHBOCTD, THIbBI HACCOBAHMA,

— OHONOrHYECKOH XHMHH: MONEKYJIAPHbLIC OCHOBBI PA3BHTHA NaTOIOrHYe-
CKHX MPOLIECCOB;

— AHATOMHMH YEJIOBEKA: OCOGEHHOCTH OPraHH3Ma YE/OBEKa B MEpPHOA BHY-
TPHYTPOOHOIO PAIBHTHA;

~ FHCTOMIOMMH, UHTONOM MM, IMOPHONOrHH: 3AKOHOMEPHOCTH NPEHATAILHOIO
PAIBHTHA OPraHH3IMAa H COCTARIAIONUINX €r0 KJIETOK, TKaHed H OPraHos;

~ HOpMANBLHOH GH3HONOTHH: PHIHONOrHYECKHE OCHOBbI KHIHCACATENLHO-
CTH KJICTOK, OPraHoB, TKAHeH N LEJOCTHOID OPraHH3IMa YCI0BCKa B YCIOBHAX €10
B3aHMOAEHCTBHA CO CBOEH Cpeloil oOHTaHua;

— NATONIOMHYECKOH AHATOMMH: HACTHYIO NATOJIOrHYECKYIO AHATOMMIO (ITH-
OJIOTHA, NAaTo- ¥ MopdoreHes, KIacCHPHKAUNA, CTPYKTYPHAA XapaKTepHCTHKA Ha
MaKpo- H MHKPOYPOBHSX, aroMopdo3, HCXO/IbI H OCIOKHEHHA, TAHATOreHE3) ne-
PHHATANBHON NATONOMHH;

~ MNATONOrHYCCKO (PHIMONOTHH: XapAKTEPHCTHKY OCHOBHBIX GOe3HETBOP-
HBIX PaKTOpPOB;

— Gapmakonoruu: GakTopel, onpeaensionne nobouroe neHcTene npenapa-
TOB; TEPATONEHHOCTHL H TOKCHYHOCTS JICKAPCTBCHHBIX CPEACTB.

KOoHTpoaibHbIE BONIPOCH] 110 TEMe 3AHATHS:

1. U3MCHUHBOCTL HAC/ICACTBEHHBIX MPH3HAKOR KAK OCHOBA NAaTOIONHH.

2. BKia HaC/NCACTBEHHOCTH B PA3BHTHE NATOJIONHM Y JI€Tel, B nokazareau
CMEPTHOCTH.

3. Llenw v 3ana4u NPCHATANLHON AMArHOCTHKH,

4. Tunbl HACNCA0BAHHA.

5. TMonsTHe 06 aHEY NIOHIHAX: MPHYHHE! H GOpMBI.

6. MeTo/ibl HCCIENIOBAHKA B KIIHHHYECKON NEHCTHKE: NCHEANOrHYECKHHA, LM-
TOreHEeTHYECKHH, MOIEKYIApHO-reHeTHUYCCKHT, OHoXHMHUuecKHil, Gnn3HeuoRsIii,
NONYAAUHOHHBIH,

7. DdpexTnl XPOMOCOMHBIX AHOMAIHH B OHTOrEHE3E,

8. MoHATHE O MEAHKO-TEHETHYECKOM KOHCY/IETHPOBAHHH.

9. Crpyktypa H QyHKUHH MEIHKO-reHeTHyeckoro uentpa. [NokasaHua ans
HANPARICHHA CEMbH B MEIHKO-NEHETHYECKHH UeHTp.

10. TTpHHUMNBI COCTARIEHHA H @HANTH3A POIOCIOBHOM.
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11. Drans! npeHaTansHOM NHArHOCTHKH XPOMOCOMHBIX GonesHeil.

12. CKpHHHHIOBBIC MCTO/Ib IPEHATAILHON JHArHOCTHKH H CPOKH NpoBeEe-
HHA NPEHATAILHOIO OHOXHMHUCCKOIO CKPHHHHIA.

13. [paMbic METO/ILI NPEHATANBHOMN AHAMHOCTHKH.

14. TpanuuMOHHBIH H HEMHBAZHBHBIA NPCHATAILHLIA CKPHHHHT HA AHEY L0~
HAMIO. 3aKOHOMEPHOCTH NPEHATATLHOIO PA3BHTHA OPraHH3Ma H COCTABAIOLIMX
€0 KJICTOK, TKaHeiH H OpraHos.

15. JlaGoparopHbie METO/Ib! NPCHATAILHON AHATHOCTHKH.

16. OcHoBbl npeHaTanbHOR Y3M-1HarHOCTHKH M CPOKH NPOBCACHHS MPEHa-
TANLHOIO YABTPA3BYKOBOIO CKPHHHUHIA.

17. MeToas HHBA3MBHOMH NPEHATAILHON AHArHOCTHKH (DHONCHA XOPHOHA,
aMHHOLIEHTE3, KopAoLeHTe3). [1oKa3aHua H CPOKH NPOBEACHMA.

3AIAYM MPEHATAJIBHON IMATHOCTHKH
HACJIEACTBEHHbBIX U BPOXK/IEHHBIX 3ABOJIEBAHHH

Hacredcmeennsie zaboresanus — 3a00NCBAHHA, NPHUHHON Pa3BHTHA KO-
TOPBIX ABAKKOTCH HIMEHEHHA NEHETHUECKOIO Marepuana (MyTaunu). MyTauuu Mo-
rYT NPOHCXOAHTE B MOMOBBIX (NEHEPATHBHbLIE MYTALMH) H COMaTHYECKHX (COMaTH-
yeckHe MyTaunm) Kierkax. OHn MOryT ObITh YHACIEA0BaHkl OT OHOTO WM 000HX
poauTenci. Kpome Toro, HapyuweHHa MOryT BOIHHKHYTh Y POAKTEIeH B npouecce
FAMCTOrCHE3a WM Ha OJIHOM M3 CTAAMil Pa3BUTHA camoro IMOpHOHa — HX 0OHa-
PYAKHBAIOT Y HHAHBHIA (HO HE Y €r0 pOAHTENEH) H HA3LIBAIOT MyTaUHAMH de novo.

Painuuaior 4 rpynnel HacleACTBEHHbIX Gole3neit:

~ MOHOZeHHbIE Hachedcmeennvie Oaneswu, NPUIHHON KOTOPBIX ABIAKOT-
CA MYTAUHH B OHOM TEHE; MOHOIEHHbIE OO/IE3HH HACHEAYIOTCA f10 3aKOHAM
Mewnnens;

~ xpamocamusie cunopovs: (3abonepanns), Ybe pa’BHTHE OOYCHOBIEHO
CTPYKTYPHBIMH NEPECTPOHKAMH HIIH KOTHYECTBEHHBIMH AHOMATHAMH XPOMOCOM;

— MyAsmugakmopuaibnsie 601€31U, BOIHHKHOBCHHE KOTOPBIX CBA3AHO C
COMETAHHBIM JICHCTBHEM MCHETHYECKHX H cpenosbiX dakTopos (muorne BITP, Go-
JIE3HH COMATHYECKHX KJIETOK, pAi onyxoieH 1 ap.),

— Hacreocmeennsie Daresnu ¢ HempaOuUOoHHsIM (OTIHHAIOWIHMCR OT MEH-
NENICBCKOTO) MUNOM HACIEO06AHUA — HANPHMEP, MHTOXOHAPHATbHBIE DONE3HH.

Tepmun «nacaencreenubie 3a601€BaHHAY HE ABJIACTCA TOKACCTBEHHLIM N0~
HATHIO «BPOAKIACHHBIC 3a001CBaHHA.

Bpoycoennsie 3abonesanus (BPOKACHHLIC AHOMATHH, BPOAIACHHBIC NO-
POKHM Pa3BHTHA WIH BPOKIACHHBIC ChEKTh Pa3BHTHA), COMACHO ONPEACICHHIO
BO3, — 3710 cTpyKTypHbIe WM QYHKUHOHANBHBIC (HanpuMep, MeTabonnyeckue)
OTKJIOHCHHA OT HOPMbL, KOTOPbIC BOSHHKAIOT B NCPHOA BHYTPHYTPOOHOrO passu-
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THS W MOTYT ObITb BBIABICHBI IO POKICHHSA, BO BPEMA POAICHHA, 3 HHOIAA JIHWb
Ha Gonee NOAMHKX ITANAX AHIHH; OHH 00YC/IORICHB! HACIENACTBEHHBIMHK (akTopa-
MH HIH NPEALIECTRYIONHM POAKIACHHIO BOINEHCTBHEM CPenoBLIX (akTOpos.

K BpoxkaeHHbIM aHoManHam otHocsT cobcreenHo BIIP, nacnenctsentbie 60-
Ne3Hn 0OMEHa BElIECTR, XPOMOCOMHBIC BONE3HH, BHYTPHYTPOOHLIC MH(CKUHH
noceayioLee noBpekaeHne wioaa (peronaruu), BHyTpHy TPOOHYIO 3a1CPKKY po-
CTa MIOAA W APYTHE COCTORHHA. PacnpocTpaHenHsie Cpein HOBOPOKICHHBIX Xpo-
MOCOMHBIC GHOMAITHH BIJTIONAIOT aHEY TUIOWIHH, TPAHCIIOKALIMM, Y IUTHKALIHH H Je-
neunn. Yacrora Haubonee YacTo BCTPeYaeMbiX aHey onamii npuseaeHa B Tadn. 1.

Taauya |

Yacrora nanbosee pacnpocrpancnnnix aneyiaonauii (Nussbaum R. L., Mclnnes R. R.,
o Willard H. F., 2007)

Bua ancynionann YacTora cpeam KHBOPEAICHHBIX
Tpucomns 21 1 13 800 KHBOPOAK I HHEIX
Tpucomna 18 1 13 7500 KHBOPOKACHHIMX
Tpucomns 13 1 13 15 000 XHBOPOMACHHBIX
Monocomus X (cHiapos Tepuepa) 1 w3 5000 aesouek
Tpucomus X 1 13 1000 acsomex
XXY (cunapom Knaftndennrepa) 1 11 1000 mansnxos
XYY I 13 1000 MaaHkoR

YacToTa pasBHTHA XPOMOCOMHOf MATONOrHM IUI0A KOPPEIHPYET ¢ BO3pac-

TOM Marepu (TaGn. 2).

Tabauya 2
PucK aNEYNJIONINN B IABHCHMOCTH 0T Bospacta matepn (Prenatal diagnostic testing
for genetic disorders, 2016)
Bospacr marepn, Puex
aev Tpucosmn 21 APYTHX XPOMOCOMMLIX ANOMATH
20 1: 1480 |:3525
25 1:1340 1:475
1:940 1:384
35 1:353 1:178
1:85 1:62
45 1:35 1:18

Hepeako XpoMOCOMHBIE AHOMATHH TUT0/1a BOZHHKAIOT Y KCHIUHH, HE OTHOCS-
LMXCA K FPYNINE BHICOKOMO PHCKA, B TOM MHCIIC B MOJIOJIBIX CEMbAX C HEOTATOMIEH-
HbIM aKy lIEPCKO-THHEKOIOrHYECKHM HIIH HAC/ICACTBEHHBIM AHAMHE3O0M.

B XOze BBIARICHHA HACNEACTBEHHBIX H BPOAKICHHLIX 3abonesanuii y rnuoaa
B MpOLECCE MPCHATAILHON [HAHOCTHKH JOMHHHPYIOUIEE 3HAYEHHE NPHAACTCS

| TpumecTpy GepeMeHHOCTH.
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3anayn NpeHaTaIbHON AHArHOCTHKH:

~ PaHHAA AMArHOCTHKA BHYTPHYTPOOHOMN Naronoruu;

— NPEAOCTARICHHE POAHTENAM HCyepnbiBaloweil HHPOpPMaLMH O cTencHu
pHCKa poacHHR DobHOMO pebenka;

— BBIOOP ONTHMANBLHON TAKTHKH BEACHHA GEPEMEHHOCTH H PONOB;

~ NPH BHIABICHHH Y TUI04A NCHCTHYCCKOrO 3ab0/1eBaHus C BPOAKICHHBIMH
AHOMAHAMH (MOPOKH PasBUTHA), AePOPMALMAMH H XPOMOCOMHBIMH Hapyuie-
HHAMH, HapylwieHHeM OOMEHA BEIIECTB MM APYIMMH HAC/CACTBCHHBLIMH 3a00-
JICBAHHAMH C HEGNAronpPHATHLIM MPOTHO30M JUIS KH3HH — NPEAOCTABICHHE HH-
(hopmaliHK O BOIMOKHOCTH NPEPHIBAHNHA OEPEMEHHOCTH COTNACHO HOPMATHBHBIM
aokymenTam MunncrepeTsa 3apasooxpanenma PecniyGnuku benapyce,

— ONpeAeneHue MPOrHo3a JopoBba Oyay X aeTeii.

METO/bI MPEHATAJILHOW IMAT HOCTHKH

Mertonst npeHaranbHOM IHArHOCTHKH HACTEACTBEHHBIX H BPOXKIAEHHBIX 3a-
Oonesanuii paznensior:

— Ha HENPAMBIE, KOra 00bEKTOM HCCICA0BaHHA SBAseTC GepemenHan KeH-
uIHHa,

~ NPAMbIE (MHBA3WBHLIC M HCHHBAIMBHLIC), KOFA MCCACIYETCH caMm U0l
WIH MarepHan 1ioaa.

Henpamuoie memoos: NO3BONAAIOT NOJYHUHTH HHPOPMALHIO O COCTOSHHM 1I0-
Aa Ha OCHOBAHHH KJIHHHYECKHX W 1a00paTtopHbIX MCCNENOBAHHHA, KOTOPBIC Bbi-
NOHAKOTCA MarepH. B 4acTHOCTH, K HENPAMBIM METONAM OTHOCAT OfNpeleieHHe
KOHUEHTPAUHH MapKepoB XPOMOCOMHOM MATONOrHH TUIOAA B CHIBOPOTKE KPOBH
GepeMeHHOH OMOXMMHHYECKHMH METOAMM, €€ MCAHKO-TCHETHYECKOE KOHCYITh-
THPOBAHKE, BKIIOYAIOLIEE MPH HEOOXOAHMOCTH NPOBCACHHE LIHTONEHETHYECKHX,
MOJIEKY/INPHO-FEHETHYECKHX H IPYTHX HCCIEN0BaHHH, a Takxke cOOp aHaMHesa u
obuexnHHHYeckoe obcnenoBaHme.

Tpsamoisu neunsazueHvmu Memodamu NPEHATANLHOH AHArHOCTHKM SBIA-
HOTCH:

— HCHHBA3HBHAN BM3YAIM3ALUMA UIOLA C HCMOABL3OBAHHEM YILTPA3BY KOBBIX
BonH (Y3M nnona, obonouex u naauentsl), MPT, peHTreHOBCKOrO Hny4eHus
(pentrenorpadus, KT);

— ueenenosanne sueknerounoit JIHK (ex/IHK) nnoaa, umpkynupyioueii 8
KPOBH MarepH (HEHHBAIHBHBLIA NPEHATANBHBLIA CKPHHHHT);

~ WEKTPOPUIHONOTHYCCKHE METO/IBI PErHCTPALIMH M OLEHKH HacToTbl W
PHTMA CCP/ICHHBLIX COKPALCHHI n1oaa (MarHHTOKapaHorpadHa W HEHHBa3HBHAA
OKI" nnona).

K npsameim uneazusnoin memodam NPEHATANLHON THArHOCTHKH OTHOCAT:
OGHOMCHIO XOPHOHA;

~ IUTAUCHTOUCHTE3 (NO3HIOK DHOMCHIO XOPHOHA);

AMHHOLICHTES (NOIYUCHHE OKOJIOTUIONHBIX BOJ);

KOPAOLUEHTE3 (MOYHEHHE KPOBH U3 ITYNOBHHBI);

— 3MOpHO- 1 deTockonHIo;

— OuoncHio Tkaned rnuiona.

B npenaTtanbHOil AHATHOCTHKE TAKKE LENCCOOOPATHO PAsIHYATL Memodnl
CKPUNUHZA W MEMOOB COBCMEENHO OUAZHOCMIUKU.

Ipenamanbusiit CKPUHUNKZ, WIH CKPHHHUHT BO BpeMs GEpPEeMEHHOCTH, —
ITO HauaNbHbIA ITan AOPOAOBOH AHATHOCTHKH, BKIIOHMAIOUIMX KOMIUIEKC scecda
HEUHEATUGHBHIX MEAHLIMHCKHX MEPONPHATHH, HaNpaBNCHHLIX HA BBITRICHHE TexX
OepemeHHOCTEH, KoTophie MMeloT Hanbonee Beicokuit puck BITP, xpomocomubix
OonezHed MM APYrHX BPOKICHHBIX AHOMAIHIA NI0AA, NPHBOAALUMX K HHBAIMA-
HOCTH HJIH CMEPTH POKACHHOTO pebeHka.

3aoava ckpununea — HOPMHUPOBAHHE TPYII PHCKA IS AUTbHEHIINX -
ArHOCTHYECKHX HeCnenoBanuil. JInua ¢ noNoKHTENbHLIMH PEIYILTATAMH CKPH-
HHHIA HYKJQIOTCR B MOCACAYIOWEM NMPOBEACHHH AHAIHOCTHYECKHX TECTOB /LIS
YCTAHOBJICHHS WJIH HCKIIOUCHHA HAHYMA 3a00N€BaHHA.

B 3aBMCHMOCTH OT TOr0O, KAKHE METOIBI HCMONLIYIOTCR A8 NPOBEACHHS
CKPHHHPYIOLIEH NPOrpaMMbi, BhIAENSIOT OHOXHMHYECKHIL, YILTPaIByKOBOH WiIH
KOMOHHHPOBAHHBIH (OHOXHMHYECKHIF W YIBETPa3ByKOBO# C y4ETOM BO3pacTa mare-
PH) NpeHaTANBHLIH CKPHHHHT. DTH HCCIEOBAHHA HANPAR/ICHS! B NEPBYIO OMEPEab
Ha BHISBJIEHHE XPOMOCOMHBIX GonesHeit 1oa, a npoBeAcHHe KOMOHHHPOBAHHOIO
CKPHHHHIA MO3BO/IAET PACCUHTATL HHAWBHAYANLHLIA PHCK pokIacHHA pebeHka ¢
XPOMOCOMHO# Naronorue.

B nocneanne roabl WHPOKOE pacnpOCTPAHCHHE TAKKE MONYHHI NPEHATANb-
HbIl CKPMHHHI (HEHHBA3HBHAA NPEHATAILHAA JHATHOCTHKA WIH HEHHBAIHBHOE
NPEHATANbHOE TECTHPOBAHHE ), NPEACTARNAIOUIHIT COOO0# yCTaHORNEHHE XPOMOCO-
MHBIX AHOMA/IHI HA OCHOBAHHM pe3ynbTaToB Hecaenopanus sk/IHK naona, ump-
KYJIHpYIOUEeH B KPOBH MarepH.

Memoowsi cobcmeenno npenamaibnoil OUAZHOCMUKN — FTO MCCICN0Ba~
HHA, NOZBONAIOUIHE YCTAHOBHTE TOYHBIA 10POAOBbI AHArHO3 3a001EBAHMA Y TUI10-
Aa B rpynne GEPEeMEHHbIX C noesilentbim unousuoyarbhsim puckom BITP, xpomo-
COMHBIX GONE3HEH WK JPYTHX BPOKICHHBIX aHOMaNHA naoaa.

IpH HEOOXOAMMOCTH YCTAHOBJIGHHWA JAHArHo3a Xpomocomuo# Gonesnn B
npexaransHom nepuoae Y3M nnoaa m onpeaeneHHe KOHUCHTPALUHH MAPKCPOB
XPOMOCOMHOMH NAaTONOrHH B KPOBH MATEPH ~— ITO CKPHHHHI, @ HHBA3HBHOE BME-
WaTeNbCTBO (OHONCHA BOPCHH XOPHOHA, AMHHOLICHTE3 H T. /1) C NOCACAYIOWNM
UHTOTEHETHHECKHM aHATH30M TMOJYHEHHOTO MarepHana — COOCTBEHHO JHArHO-
CTHKA.

|

|




Takum 06pazom, NpeHaTanbHaN HAIHOCTHKA BRIIKOYACT:
~ cOop aHaMHe3a H NPEATECTOBOC KOHCYILTHPOBAHHE,
~ naboparopHsIC HCCNCAOBAHMS,
YABTPA3BYKOBYIO JAHAMHOCTHKY:

~ MOJNYMEHHE U HCCIIEI0BAHKE IUT0HONO MaTepHana;

— MHTEPNPETALMIO MONYYEHHBIX AHHBIX H MOCIETECTOBOE KOHCYJILTHPO-
BaHMe.

lpeumywecmea npeHaTanbHOR IHArHOCTHKH:

~ MO3IBONKET MPOrHOIMPOBATH HCXO/L GEPEMCHHOCTH M BLIABHTE BO3MOKHbBIE
OCJIOAHEHHA, KOTOPHIE MOTYT BOIHHKHYTh BO BpeMA OEPEMEHHOCTH M POJIOB;

~ nposeacHHe nanbHeiwel reHeTHYecKol OLLeHKH NpH 00HapYKeHHH npe-
HATA/IBHBIX CTPYKTYPHBIX AHOMATHH JUIA HX HACHTHPHKALMH 10 POIKACHHS,

~ YAYYIIAeT HCXOA GepeMeHHOCTH, NO3BONAR NPOBCCTH JICUCHHE MUI0AA WIN
CIUIAaHHPOBATH POJIb B CTICUHATHIHPOBAHHOM MCIHUMHCKOM YUPCKACHHH;

~ MOMOraeT Napam pPeliHTh BOMPOC O MPOAOKEHHH OEPEMEHHOCTH WM
NOATOTOBKE K POiIeHHIO pebeHKa ¢ naronorueil.

|

HEUHBA3HUBHBIE METO/IbI TPEHATAJIbHOH IMATHOCTHKH

EHEAJIOMHYECKHA METOJ H XAPAKTEPHCTHKA
HAPYIIEHHH OPTAHH3ALIMH HACJHEJACTBEHHOIO MATEPHAJIA

MeIHKO-reHETHYECCKOE KOHCY/IBTHPOBAHHUE [UIA NPOCICKHBAHHA NpPH3HaKa
WK GONC3HH B CEMBE, B POIY C YKAIAHHEM POJCTBEHHBIX CBA3EH MEKIY “ICHAMH
POAOCHOBHOM BKIIOMAET COOP JAHHBIX MEHEATONHYECKOTO aHAMHE3a.

l'eneanozuveckuic Memoo — NOCTPOSHHE POJOCIOBHON HA OCHOBE AHAMHE-
CTHYECKHX IaHHBIX O HACJICACTBCHHOCTH Oyayuiero pedeHka.

CBop cemeiiHOro aHaAMHE3a H IOCTPOEHHE PONOCIOBHOH OHONOTHYECKHX po-
anTeNnei HepeaKo NO3BONAET BLIABHTL NEHETHYECKHIT XapakTep 3ab0/1eBaHuA.

B ciyyae HeoGXOAHMMOCTH YTOUHAIOIMX BONPOCOB NPEIAraloTcs cieayio-
e GOPMYTHPOBKH: «3HACTE JIH O TOM, KTO YMED B CEMbE BAIIHX POACTBEHHH-
K0B7»; «BbUTH JIH CpellH BAIHX YMEPIIHX POACTBEHHHKOB JICTH, JIIOAH B BO3pacTe
a0 25 ner?»; «Ecte M cpean BaMX PoACTBEHHHKOB MHBanHALI? C Kakoro Bo3-
pacta? Ects sim uHpanuasl ¢ aercrea?». Ecan noayuen orser «/lay — HeoOxonn-
MO COCTABHTE POJIOCNIOBHY 0.

[ocTpoeHHe H aHATH3 POAOCIOBHOM MO3BONACT CACNATH NPEANONIOKEHHE O Xa-
pakTepe Hac/ie0BaHHs 3abonesanis. THIIbI HAC/CAOBAHHA NPECTARIEHB! Ha puC. |.

Aymocamno-0omunanmyoe 3abonesanue NPOARNACTCA B KaKIOM [0KO-
JIEHHH, ONMHAKOBO MEPEAAcTC ACBOMKAM M Maisiukam (OOJIbHBIE : 310POBBIE =
= 1: 1 1 GanbHbie MATHIHKH = GONBHLIC ACBOUKH). [OMO3ZHIOTH! MOTYT POKIATLCH OT
2 GONBHBIX poaHTenei 1 3a00NCBAHHE Y HUX NPOTEKAET THKENEE, YEM Y NeTEPOIHIOT.
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[IposesyTounsiii xapaKrep HACACIOBAHNS

OMH 13 POJANTEALCKHX TCHOB BHCTYNACT Kak peiec-
CHBHMIT A1C1b, KOTOPLIA HEAKTHBCH, 3 IOMHHAHTHEIA
AMENL APYIOTD POANTEAR HEAOCTATOMHO YCHIeH
NOAKONO NPOARICHHS NPHIHAKA B YHCTOM BHJIC, Bpa-
WCHHE ITOMO MPH3HAKE B (PCHOTHIE NPOMEKY TOMHOC,
€ VKIOHCHHEM B CTOPONY JOMMHAHTHOR anneamn

Puc. 1. THIM HACACIOBAHNA

Aymocamno-pexeccusnsie fone3nu MaHnpecTHpYIOT NPH HAIMYHK FeHe-
THYECKOH NMONOMKH B TOMOIHIOTE AHOO0 MPH KOMNayHae W3 2 reTeposuror, Kora
KaK/IbIA reHeTHUeCKHil BAPHAHT yHacnenosan ot 06oux poauTeneii, Habmoaaror-
CH B O/IHOM MOKOJNEHHH (N0 FOPH3OHTANH ), 0OBIMHO Y cHbcoB. BeposTHOCT 3a60-
NEBAHHA MAILMHKOB M J1€BOYEK pasHas; 25 % 310possl, 50 % Hocurenn u 25 %
Gonsubl, T. €. cocrasnser 25 % (1 : 4).

X-cuenaennsie oomunanmuste 6oae3nu pazBuBalOTCA y aouepeil M Cbl-
HOBell, €C/IH MPHUIHAK NEPEAAeTCs OT MarepH. BepoaTHOCTL pomacHHs GOJIbHO-
ro pebenka coctagnser 50 % u oauHakoea s aeteit oboero nona. Ecam Gonen
orel, To GOMCIOT €ro 10MEPH, KOTOPLIE MOTYT NEPEAATh NCH CBOUM ChIHOBLAM HIIH
aouepaM. ChiHOBbR DOJIBHBIX OTUOB 310POBbI, MOCKO/ILKY HACNEAYIOT OT OTua




Y-xpomocomy. B ciiyuae netansHocTH 3aboneBanus s MyAKUHH GONCIOT TOIBLKO
AWCHIMHB W HabnoAaOTC CnoHTaHHbie aboprel BeaeacTeue rubean smOpHoHos
MYIKCKOIO N0a Ha PAHHKX CTaauaX pa3suTHa (cuuapom Broxa-Cynsubeprepa).

X-cyenneunste peueccususie Goie3nu HadbNONAKOTCS HCKITIOMHTENBHO Y
My*KuHH. Bee 104epH NOpakeHHbIX MYKYHH OT OpakoB CO 310POBBIMH KEHIIH-
HAMH SBASIOTCA HOCHTEIbHHLAMH MYTAIHH, 8 CBIHOBbA TAKHX MYKUHH 310POBbI.
HckmoueHHe COCTABNNCT YHHNAPEHTANbHAS (OAHOPOAMTENLCKAR) NETEPOANHCO-
MuA. Y HOCHTEIbHHLL NATOJIOMMYECKOrO reHa MOryT ObITb MHHHMANIBHBIE KIIHHH-
ueckue npossnenns. Ipumepro 8 '/, coryyaes X-CuenuieHHas natolorHs y Mank-
YHKA ABNSCTCA CACACTBHEM MYTalMK de NOVO, a8 He HAC/EAYETCR OT MaTepH.

Hpu Y-cyenaenunom zabonesanuu (roNaHAPHYECKHI THN HACAEAOBAHHA)
OoibHB! OYAYT TONBLKO MYKYHHbLI, BEPOATHOCTH HAC/ICHOBAHMA Y MANLYHKOB
100 %, nouepu u X 1ETH BCErAa J0POBkl. [ONAHAPHIECKHE NPHIHAKK HE HMCIOT
CYIIECTBEHHONO 3HAYEHHA B HACNEACTBECHHON NATONOMMH YeIoBeKa.

Mumaoxonopuanshsie 3a601e8anus HACHENYIOTCA HHAYE, Yem 3a001eBanua,
O0YCNIOBNCHHBIC MYTALMAMM B ANEPHLIX reHax. MHTOXOHApHM coaepkar cob-
creexnyto JIHK, npuuem B Kak10# MHTOXOHIPHH YesioBeKa OOLIYHO CONECPAKHTCS
ot 5 no 10 konwii konbuepoi Monexynsl JIHK, # Bce MHTOXOHApHH HAacHeaylOTCS
ot marepu. Konum JIHK cayuaitnbiM 0Opa3zom pacnpeaensiorcs Mexay ee norom-
KaMH NMpH JeNeHHH MHTOXOHAPHH. Eciii TONbKO 01Ha H3 HeXOAHLIX Monekyn JIHK
COAEPKHT MYTALHIO, B PE3YNLTATE CIYHAHHOIO PACNPEACICHHA TAKHE MY TAHTHbIE
MOJIEKYJTbl MOTYT HAKOMHTLCA B HCKOTOPBIX MHTOXOHAPHAX. MHTOXOHApHANLHAR
Gone3Hb HAYHHACT NMPOSBAATLCA B TOT MOMCHT, KOIa 3aMETHOE YHCIO MHTOXOH-
JPHil BO MHOTHX KJICTKaX AaHHON TKaHM npuodperaor myTanTHbie konun JIHK
(NOpOroBas IKCNPECccHs ).

CTPYKTYPHO-OYHKIIHOHAILHLIE YPOBHH
OPTAHMBAIIHH HACIIEJACTBEHHOIO MATEPHAJIA

BLACASIOTCH CACAYIOUMNE CTPYKTYPHO-(YHKIHOHANBHBIE YPOBHH Opra-
HH3AUWH  HACNCACTBCHHOrO MATEPHANA: TEeHHbIH, XPOMOCOMHbIH, TeHOMHBIN.
H3IMCHCHHA B NCHETHYECKOM MATEPHANe MOTYT NMPOHCXOAHTE HA BCEX YPOBHAX
opraiu3auMn. COOTBETCTBEHHO BBUIENAIOT MEHHBIE, XPOMOCOMHBIC H FCHOMHBIC
MY TALHH.

Fennste Mymayuu — ITO HWIMEHEHHS HYHCIA HIH NOCHCNOBATEILHOCTH
HykneotHaoe B crpyktype JIHK B npeaenax orae/ibHbiX reHOB, NPHBOASILIHE K
HIMEHEHHIO KOJIHYECTBA WIH KaueCTBA COOTBETCTBYIOWMX OENKOBBIX MPOIYKTOB.
CyecTByIOT PA3THYHBIC THITBI NEHHBIX MYTAUHH, CBAZAHHBIX € 100aBICHHEM, Bbi-
NajJIcHHEM HIIH NEPECTAHOBKOM OCHOBaHMIT B rexe (Tadn. 3).

Tatauya 3
OcHOBNBIE MEXANHIMEI TCHHBIX MYTaUMHA

Tun myrauun Mexannim

Jieneuna cermenra JIHK | Yrpara cermenma JIHK pasMepos 01 0AHOINO HYKICOTHIEA A0 reHa

JIYTUIHKALIHA CCrMeHTa Yasoenne cermenta JIHK o1 048010 HyKACOTHEA 10 UCIBIX FEHOB

JIHK

Husepens cermenma JIHK | TNosopor na 180° cermenta JIHK pazmepos o1 ABYX HYKACOTHAOR
210 GparMenTa, BKIISIIONICTO HECKOIBKD MEHOR

Hucepuns cersenra JIHK | Berasxka dparventos JIHK pasMepom 0T 0HONO HYKACOTHAA 110
LEAOMD reHa

Tpancaepcus OCHOBAMMA | 3aMCHA TYPHHOBOID OCHOBANKA HA HPHMIINHOBOS MM HAOGO-
POT B OJHOM K1 KDAOHOB

Tpansuims ocHoBaHnil 3ameHa OAHOIO TYPHHOBOTD OCHOBAHNA HA JIPYTOE IYPHHOBOS
WIH OHOIO NHPHMIIMHOBOTO HA JAPYTOC NHPHMILIMHOBOS B

CTPYKTYpE KOMOHA

IPPEKTHE reHHBIX MYTALHA YPe3BLINAAHO pasHOOOpasHel. Tak, reHHbIC My-
TAUNH, BO3HHKAIOUIHE B raMeTax Wi B OyAylLIHX NOJOBLIX KJIETKAX, NEPeaaloTca
BCEM KJIETKAM MOTOMKOB M MOTYT BAHATH HA JANbHEHUIYIO Cyas0y NOMyasunH.
Bonbluas HacTe MENKMX FCHHLIX MyTauHi GEeHOTHNHYCCKH HE MNPOARIAETCH,
OIHaKO B HEKOTOPBIX CTYHaAX HIMEHEHHE BCETO /ML OAHOIO OCHOBAHHA MOXET
OKalLBaTh yOoKoe BAHAHHE HA eHoTHn. OAHHM H3 NPHMEPOB CTYAKHT cepno-
BH/IHOKJICTOMHAR aHeMHs — 3aboneBanue, o0yC0BICHHOE 3aMEHOH OCHOBaHHA B
OJIHOM M3 FCHOB, OTBETCTBEHHBIX 32 CHHTE3 remornoduna. B ciyuae npeananowe-
HHA FCHHBIX MYTALHH BAKHO NEHOTHNHPOBATH HE TO/ILKO JeTeR H OHONOrHYECKHX
poauTeneil, HO W IO NPH HEBLIHALIWBAHUK OEPEMEHHOCTH.

COMAaTHYECKHE TEHHBIE MYTALHMH, MPOHCXONALLHE B OPraHH3Me, HacaeayloT-
CH TONLKO TEMH KAETKAMH, KOTOpbie 00pasyloTca H3 MYTAHTHOH KIETKH MMyTeMm
MuTO3a. OHM MOTYT OKa3aTh BOIACHCTBHE HA TOT OPraHH3M, B KOTOPOM OHH BO3-
HHKJIH, HO CO CMEpTBIO 0COOM MCYE3aloT W3 reHodonaa nonyasuun. B Hekoro-
PHIX CITy4asX npH HHX 00pasyloTCs KIETKH C NOBLILEHHON CKOPOCTBIO pOCTa M
NeNeHHS. ITH KICTKH MOTYT JaTh HA4Yano OnyXonsM (100pOKaYECTBEHHBIM WK
OKAUCCTBCHHbBIM ).

Xpomocomnwie mymayuu (aomanun, abeppaunn) ABIAOTCA NPHUHHOMN
10 50 % croHTaHHLIX AGOPTOR, OTAHYAKOTCA 10 HACTOTE BCTPEYAECMOCTH B PA3/IHY-
HbIX BbIOOpKaX (Taln, 4) U XapaKTepH3YIOTCA HIMEHEHHEM CTPYKTYPbl OTAC/IbHbIX
XPOMOCOM. XPOMOCOMHEIC AHOMAIHH MOTYT 3aTParHBark ayToCOMbI H M0J10BbIE
xpoMocomsi. [pH HHX NOC/IEA0BATENLHOCTL HYKIEOTH/IOB B reHaX O0BIMHO HE Me-
HAETCA, HO HIMCHCHHE YHCAA HIH NOJIOKEHHS FEHOB NpH abeppaLaX MOKET NpH-
BECTH K FEHETHUCCKOMY AncOanancy. PauiHyaor BHY TPHXPOMOCOMHBIE, MEKXPO-
MOCOMHBIC H H30XPOMOCOMHbIE abeppatimi.




Tabruya 4
Yacrora xpoMocoMusix anomannil B paLiMaHBIX Buboprax

Pe3yanTar xpoMocoMunIx anomatnil Uacrora, %
Henonomennsie 2,5
MEPTBOPOAACHHBIC W NEPHRATATLHO YMEPLINEG 12
Hosoposaenue ¢ BITP 9.5
Henonowennwe ¢ BITP 174
MEPTBOPORICHHEIC M NCPHEATATLHO ymepuke ¢ BITP 29.5
Hosopoaacnumie ¢ rpyGsimm muomectaesisivm BITP 332
Cnouranise abopru S0

Buympuxpomocamuwie abeppayuu — abeppaiin B npesenax oaHo# xpo-
MOCOMBI. K HHM OTHOCATCA C/ICUHH, HHBEPCHH H 1Y NJIMKALIHH.

Meneyus — yrpara 0HOIO H3 yHACTKOB XPOMOCOMBI ( BHY TPEHHETO HIH Tep-
MHHAIBHOMO), YTO MOXKET CTarh NPHYHHON HapyuieHus smOpuoreHesa u Gpopmu-
POBAHHA MHOKCCTBCHHBIX AHOMATHI PA3BHTHA (HANPHMEP, CHHAPOM KOLIAYHLEro
KPHKQ: JIC/ICLUMA B PErHOHE KOPOTKOO rjieya XpoMocomstl 5, obo3Havaemas Kax
Sp-, IPHBOAMT K BPOAKICHHOMY NOPOKY CEP/LA, OTCTABAHHIO YMCTBEHHOTO pa3Bu-
THA, HEAOPAIBHTHIO MOPTAHH, H3-3a YEro MUIa¥ HANOMHHAET KOWAYLe MAYKAHbLE).
Cunapombl Buabamca, Jlanrepa-Tuamona, [Mpanepa-Buanw, PyGunwreiina-
Teiion, Cuur—Marennc, Muwinepa—/luxepa, Aureasmana, /lu leopra ofycnosne-
Hbl MHKPOJICIELIUAMH.

Hueepcus — 310 BCTpanBaHHe parMeHTa XPOMOCOMbBI HA MPEAKHEE MECTO
nocae nosopora ero Ha 180°. B pesynsrare HapymaeTcs nopajiok pacnonokKeHHa
reHOB.

HAynaukayus — 30 yABOEHHE (HIH YMHOKEHHE) Kakoro-1u00 y4acTka xpo-
MOCOMBI (HanpHMep, TPHCOMHSA 110 KOPOTKOMY [UIEHY XPOMOCOMBI 9 npuBOAHT K
NoARIEHHIO MHOKecTBeHHBIX BIP, Bkatovas mukpouedanuio, sanepxky pusuue-
CKOrO, MCHXHYECKONO H HHTEJUIEKTYTbHOTO Pa3BHTHA ).

Mexcxpomocamnsie abeppayuu (mpanciokayui) — 0 odOMeH dparmen-
TaMH MEATY HErOMOJIOTHYHLIMH XPOMOCOMaMH. Paznnyalor 3 sapiaHTa TpaHcio-
Kaumii: peyunpoxusie (06MeH hparmeHTamu 2 XpoMOCOM), Hepeyunpoxuvie (nepe-
HOC (hparMeHTa OHOH XPOMOCOMBI HA JIPYIYIO), pobepmconosckue (CoeaHHeHne
2 aKpOUEHTPHYECKHX XPOMOCOM B PailOHE MX LEHTPOMEP C NnoTepeil KOPOTKHX
niey, B pesyasrare odpasyercd | METaUEHTPHYECKAaR XPOMOCOMA BMECTO 2 aKkpo-
UEHTPHYECKHX ).

Hizoxpamocomusie abeppayuu — 10 00pa3oBaAHHE OIMHAKOBBIX, HO 3ep-
Ka/lbHbIX (PPArMeHTOB 2 Pa3HBLIX XPOMOCOM, COIEPKALHX OHH H T€ Ke Habops!
redos. OHM NPOMCXOAST B PE3Y/ILTATE NONEPEYHOrO Pa3phiBa XPOMATH uepes
UEHTPOMEPDI (OTCIONA AIPYrOC HABAHHE — LCHTPHYECKOE COCAHHEHHE).

BO3HHKHOBCHHE XPOMOCOMHBIX MYTALLHi B X0/1€ KPOCCHHTOBEPA CBA3LIBAIOT
¢ 06pa3OBAHHEM PA3PbIBOB XPOMOCOM, KOTOPBIE 3aTeM penapupyiorcs. Hapyenus
npouecca penapauns MOryT NPHBECTH K NOARICHHIO XPOMOCOMHBIX NIEPECTPOCK.
PasphiBbl XPOMOCOM M, KAK ClIE/ICTBHE, 00PA30BAHHE NEPECTPOEK MPOHCXOAAT NOA
ACHCTBHEM MY TarcHHbIX (PAKTOPOB paznHYHON NpHpoaL!: PHIHYECKOHA (HOHHIH-
PYIOILCE HATYHEHHE), XHMHYECKOH HIH OHONOrHYECKOH (TPAHCNIOIOHS!, BHPYCHI ).
TaKKe HEKOTOPbIEC XPOMOCOMHBIE NEPECTPONKH (abeppaliii) XapakTepHb! JUIR HO-
cureneil cneunpHIeckHX CalToB JIOMKOCTH.

Ienamusie mymayuu obycnosnensl aobasnennem nubo yrparoit OHOM, He-
CKOJILKHX HJTH TTOJIHOTO FamioHAHOro Habopa XpoMocoM. PasHbie BHIbI FEHOMHBIX
MYTallMi HA3LIBAIOT AHEYTUIOMAMEH U NOJIHIONAHEH.

HMoaunaouous — 310 KPaTHOE Y BETHHEHHE HHCIa HADOPOB XPOMOCOM, KOTO-
poe ABNACTCA CACACTBHCM HAPYLICHHA X0J1a MHTO3a HIH MEH03a: NPH paspyLIeHHH
BCPCTCHA JC/ICHHA YABOHBIIHECA XPOMOCOMEI HE PACXOATCSA, @ OCTAIOTCA BHYTPH
Hepaznenusueiica K1eTku. [TpHUHHLI HAPYIICHHA HOPMAILHOTO AC/ICHHA KIIETOK,
NPHBOARIIHE K HEPACXOKACHHIO XPOMOCOM H TOPMOKCHHIO LIHTOKHHE3A, 10 KOHUA
HE BLISCHEHBI, YKAILIBAIOTCH MEXAHH3IMbI BOSHHKHOBCHMA: HCPACXOKIACHHE XPO-
MOCOM (XPOMOCOMBI B aHahase OTXOAAT K OHOMY NOJIOCY, MPH 3TOM HA KaKAYI0
raMety ¢ OHOM JMILIHEH XPOMOCOMOIi NPHXOAHTCA Apyras — Ge3 oaHol Xpomo-
combl) H «anadaznoe oTcTaBaHHey (B aHaa3e 0HA H3 NEPEABHIAEMbIX XPOMOCOM
OTCTACT OT BCEX ApYrux). TTOAHIVIONAMIO BbI3bIBAIOT H3IMEHEHHA B AXPOMAaTHHO-
BOM Arnapare KJICTKH: NOBPEAKICHHE COKPATHTENLHON PYHKIIHH TRHY WX HHTEHR
BEPETEHA, @ TAKAE UCHTPOMEP H UEHTPHOJNEH, NoTeps NONSPHOCTH JAensuedics
KJIETKH, 3HAYHTENLHOE YBETHYEHHE BAZKOCTH UHTONNa3Mbl. Boamoxkusl u apyrue
NPHYHHBI PA3BHTHA AHOMATHH, CBAZAHHLIC C H3MEHEHHeM 0buiero Gu3nonornye-
CKOM0 COCTOSHHA KJIETKH. Y 4eNOBeKa NOMHILIOHAHS, 8 Takxe OONbUIHHCTBO aHe-
YNAOHAMA NMPHBOAST K (POPMHPOBAHMIO NeTaNEH.

AHEYRAOUOUR — N3IMEHEHHE (YMEHBILIEHHE — MOHOCOMHA, YBEIHYEHHE —
TPHCOMHSA) HHCIA XPOMOCOM B IIMNIOMIHOM Habope, He KparHoe rarnyioHaHOMY
2n+ L,2n—1HTA.).

Tpucomus — HanHYHe 3 TOMONOTHYHLIX XPOMOCOM B KapHOTHNE (Hanph-
mep, no 21-i nape — cuuapom [layna, no 18-if nape — cunapom Dasapaca,
no 13-i nape — cunapom [laray).

Monocamus — nanname Tobko | 13 2 romosornyHbix xpomocom. IMpu mo-
HOCOMHMH 10 I0GOH M3 ayTOCOM HOPMATLHOE Pa3BUTHE IMOPHOHA HEBOZMOKHO.
ENMHCTBEHHAA COBMECTHMAN C JKHIHBIO MOHOCOMMS Y YENOBEKA — MOHOCOMMSA
no xpomocome X, u3secrHas kak cunapom Lllepemepckoro-TEpuepa (45, X0).

Takum 00pazom, IR YCTAHORIEHHA NPHYHHBI BO3HHKHOBeHKA BITP, nacnen-
CTBEHHOTO 3a00/ICBAHHA WIH XPOMOCOMHBIX AHOMANHI H BEPOSTHOCTH HAaCneNn0-
BAHHA HEOOXOIMMO BLITIOJIHEHHE MEIHKO-TEHETHYECKOMO KOHCYIETHPOBAHHA,
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MEJMKO-NEHETHYECKOE KOHCY/ILTHPOBAHME

B benapycu HanameHa OpraHM3alMA PasHOYypPOBHEBOH CHCTEMBI aKyluep-
CKO-THHEKOJIOTHYECKOH W MEPHHATAILHON MOMOLM HA OCHOBAHMM NpHKasa
Munncrepcrsa anpasooxpanenns PecnyGnukn benapycs ot 09.08.2019 Ne 966,
KOTOpas B TOM YHC/IE BKAKOMAET MPeHaTANbHY 0 JHArHOCTHKY:

— | TexHonoruuecknil ypoBeHs — pailoOHHBIH (TOPOACKDI): KEHCKHE KOH-
cyavrauny LIPB/LIICB, ropoackHe nOJHKIHHHKH, ICTCKHE NOJHKIHHHKH HIH KOH-
CYABTALNM, POlHIbHLIE U aeTckue otaenenuns LIPB/LING/TB. Ero 3anaua — onpe-
denenue nepuHamaTsHo2o pucka W NOCJIENyIolee CBOCBPEMEHHOC HANPaRIcHHe
NAUHEHTOB, HYAKIAIOWMXCA B CNEUHATHIHPOBAHHOW H BBICOKOTEXHOIOIHYHOM
MOMOUIH, B OPraHH3alMH 3APABOOXPAHEHHA BHILIECTOALIETO TEXHOIOMHYECKONO
YPOBHA;

~ 1l TexHonornueckHii yporeHb — MeKpailoHHbIH (ropoackoit): cneunanu-
IHPOBAHHBIC AKYIIEPCKHE H/HIH THHEKOIOTHYECKHE OTAENCHHA W KAOHHETSI, JKEH-
CKHC KOHCYNbTaunu. OH obecnevusaem neoGxodumbiii 00BEM CREYUATUIUPOGGH-
HOU MEOUYUHCKOI noMOuu OEPEMCHHBIM KCHILMHAM, B TOM YHC/C MPCHATANBHON
JIHATHOCTHKH;

~ 1l Texnonornyeckuii ypoBeHb — MEIHKO-ITEHETHYECKHE LIeHTPb! (oTae-
NICHHA, KOHCYNbTalUKH), 00NacTHON NepHHaTanbHBI UeHTp, ofnacTHeie (ropoa-
CKHE) POAMIBHBLIC IOMA, POAHILHLIC (POAOBLIE) OTACNEHHS MHOTOMPOPHIBLHBIX
(ropoackux) SonbHHL, BuinonHAOWHE GyHKLHIO 061aCTHOTO POAHABLHOIO A0Ma
H OCYIIECTRIROWMNE COOTBETCTBYIOWHA 00BbEM CreyuaIuzUPOBANNON U BHCOKO-
MEXHONOCUNECKON MEOUYUNCKON naMouju OCPEMCHHBIM KCHIUHHAM ANS 3aKpe-
MIeHHOTO HacesieHua |  [] TEXHONOrHYECKHX YPOBHEH, NALMEHTKAM H3 paioHos/
oGnactu/r. Muncka;

~ IV Texmonornveckuit yposens — pecnyO/iMKaHCKHIl: OcyliecTRaseT-
C BLICOKOTCXHONIOTHYECKAN, CMEUHANHIHPOBAHHAS MOMOIL TOCYIAPCTBEH-
HBIM yupekacHuem «PecnyGiukanckuil HayyHO-npakTHYeckuit uewtp «Mars
H IOHTH» B COOTBETCTBMM C MNpHKaszamMH MHUHHCTEPCTBA 3APABOOXPAHEHHA
PecnyOnukn Benapycs ot 22.12.2020 Ne 1368 «O6 yTBEPAACHHH MONOKCHHS
O NOPANKE HANPABNEHHA HA ODC/ENOBAHHME M JICYEHHE B IOCYNAPCTBEHHOC Y-
pexaenne “PecnyGiMKaHCKHIT HaydHO-NpaKTHYECKHH UeHTp “Matb W auTa™ M
ot 09.08.2019 Ne 966 «O6 yreepkaeHnn HHCTPYKILHH NO OPraHH3alHK pasHoy-
POBHCBOM CHCTEMBI AKYLICPCKO-IHHCKOIOMHYCCKOH H NEPHHATANBHON NOMOILH B
Pecnybnuke Benapyce». Ha Gase IV yposus dynkunonupyer pecnyOnukanckHil
BpaueOnbiil npenaranbubiil koucunuym (PBIIK), aestensHocts kotoporo pery-
nupyeTca npukasom MunKcTepeTBa 3apasooxpanenns PecnyGnukn Benapycs or
22.03.2022 Ne 362 «OO6 opranu3aumy peciyOiIHKAHCKOro BpaucOHON0 KOHCHHY-
Ma 110 npeHaranbHbiM npobaemam y mona». Ha sacenanne PBITK nanpasasiorca
OepeMeHHbIE KEHIMHBI ¢ BhisRIeHHBIMH BITP wiona B 0co00 cI0AKHBIX, COMHH-
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TEIbHBIX, HEOJIHOZHAYHBIX, CMIOPHBIX CIIYYasX A8 PCIICHHA BONPOCA O TAKTHKE
pefieHHs GepeMeHHOCTH M ONpeieSCHHs MECTa, METOIA H CPOKOB polopa3speuie-
una. [Nokazanusamu wis Hanpasienus Ha PBITK sgnstorcs: suasnenne BITP, xpo-
MOCOMHBIE H HHBIE HACNICACTBCHHBIC 3a00/1ICBAHMS B CITYHAAX C HEONPENEIEHHBIM
FEHETHYECKHM MPOTHO30M M (WIH) COMHHTE/IbHBIM NPOrHO30M A KH3HH H 310~
POBBA 11042 M HHBIX COMHHTENbHbLIX, HEOJHOZHAYHBIX, CNOPHLIX cayuaax: BIIP,
BbIAB/ICHHBIE NPEHATANBLHO H MOUIKALIHE XHPYPrHYECKOH KOPPCKUMH B 1pe- H
NOCTHATAILHOM NEPHOJIE.

Munys | u Il TexHonornueckuii ypoBeHs BOIMOXKHO HanpasineHne Oepemex-
HBIX JKEHIIIHH COTMACHO MOKAAHHAM HA MEIHKO-MCHETHHECKOE KOHCY/IETHPOBAHHE.,

[NpH BRIARICHHH Y TUI0a BPOXKACHHLIX AHOMATHH (MOPOKOB PA3BHTHA) HIH
APYToit HACNEICTBEHHON NATONOrHH NAIOTCA PEKOMEHIALIHH N0 TAKTHKE BENCHHA
GepeMEHHOCTH HIIH 110 HCKYCCTBCHHOMY NPEPHIBAHMIO DEPEMEHHOCTH B NOPAJIKE,
YCTARHOBJIEHHOM 3aKOHOIATE/IbCTBOM.

MeouKo-zenemusueckoe KOHCYAbmuposanue — 3To BU/ CNetHanTHInpoBa-
HON MCAMUMHCKON MOMOLILH, OCYILECTRIAEMO# BpayaMH-crieuHanucTaMm B ofna-
CTH MEJHLMHCKOH NEHETHKH.

TTOPAAOK MEIMKO-TEHETHHECKOTO KOHCYIETHpORanua B PecnyGnnke benapycs
onpenenserca nocraHorneHneM MunucTepcTBa aapasooxpaxenns PecnyGnuku
Benapyck or 28.03.2007 Ne 26 «O6 yreepxacHun MHCTPYKUHH O NOpAKE npose-
JIEHHA MEHKO-TEHETHHYECKOTO KOHCY/ISTHPOBAHHS M AHAIHOCTHKH IPaXIaH B rocy-
NAPCTBEHHBIX OPraHM3aLMAX VIPABOOXPAHCHHS).

OCHOBHBIC 32/1a4H MCIHKO-NCHETHYECKONO KOHCYILTHPOBAHHA:

~ YCTAHOB/ICHHE TOMHOIO AHArHO3a HAC/IEACTBCHHOIO 3a00/1CBAHHA;

— ONPEACIICHHE THNA HAC/EN0BaHKA 3a00NeBAHHA B IAHHOM ceMbe;

— onpenenexne Hanbonee ppexkTurHOroO cnocoda NPoPHAAKTHKH;

— o0bACHEHHE 0OPATHBLIMMCH CEMbAM CMBICA COOPAaHHON H NMPOAHANTHIN-
pOBaHHOH HHPOPMALIHH, MEIHKO-TEHETHHECKOrO MPOrHo3a H BO3MOKHEIX METO-
JI0B NPOMHAAKTHKH B CEMBE.

KOHCY/IETHPOBAHHE OCYILECTBASCTCA B [OCYAAPCTBEHHBIX OPraHH3aLHAX
3IPABOOXPAHCHHA, HMCIOUIMX B CBOEM COCTABE MEIHKO-IEHETHYECKHE LIEHTPbI
(OTACNCHHA, KOHCY/IBTALMHK), NO HANPARICHHIO Bpava-NeaHaTpa WiH Bpaya aky-
LWIEPa-THHCKONOMA / BPaua-TepanesTa u Apyrux spadeH-CrneuHaniHCToB Mo MecTy
KHTEALCTBA (MECTY NpeOblBaHHA ).

Ha MeAHKO-reHETHHECKOE KOHCYIBTHPOBAHHE HANPARNAIOTCA MPAKIAHE H HX
CCMbH MPH HATHYHH MEIMLIMHCKHX NoKazaHuil y peGenka (niona), onsoro ambo
ODOHX CYNpPYTrOB WIH HX GUIH3KHX POICTBEHHHKOB.

IToKa3aHHAMH U1 MEIHKO-NCHETHYCCKOIO KOHCY/ILTHPOBAHHA ABIAIOTCA:

— BO3PACT KEHIUMHBI 35 NeT 1 cTapiue, MyKYHHbI 45 neT u crapue;

— BPOXKICHHBIC AHOMATHH (NOPOKH pa3BuTHA), AchOPMALIHH H XPOMOCOM-
HbIC HApY ILICHHA;
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— OTCYTCTBHE OKHAAEMOIO HOPMAIBLHOTO (PHIHONOTHHECKOTO PAIBHTHA,

— YMCTBEHHas OTCTAIOCTh,

— paccTpoiCTBa PaIBHTHA PEYH H A3bIKA HEYTOUHEHHBIC,

~ cneundHyecKkHe paccTpoiCcTBa PasBHTHA MOTOPHO#N dyHKIMK;

~ obumMe paccTpoiCTBa NMCHXOIOMHYECKOrO Pa3BHTHA;

~ HApYLICHHA NONOBOIO CO3PEBAHMA;

— ANPCHONCHHTANLHBIC paccTpoiicTea;

—~ BPOXKACHHBIA M'MNOTHPEO3,

~ HapyweHHa oOMeHa sewecTs;

— KOHJYKTHBHAA M HEHPOCEHCOPHAA NOTEPA CTyXa;

— 3JPHTENILHBIE PACCTPOICTBA H CNIENOTa;

~ CYIOPOTrH HEYTOYHEHHOH ITHOJIOIHH;

~ TenartoMeraiig H CIUICHOMETanuA, HC KAACCHQHUMPOBAHHBIC B JPYIHX
pyOpuKax;

~ OTAC/IbHBIC HAPY IIEHHA, BORNCKAIOUIHE HMMYHHBIH MEXaHH3M;

~ DONE3HH HEPBHOH CHCTEMBI: CHCTEMHBIE aTPO(HH, NOPAKAIOLIME NPEHMY-
wecteeHHo LIHC; akcTpanHpaMHIHbIe HApY LEHHA; NOJTHHEBPONATHH;,

— DOIE3HH HEPBHO-MBILIIEYHOIO CHHANCA M MbILLLL ACTCKHI uepedpanbHbiil
napasmy HeyTOUHEHHON ITHONOIHM;

- 2 u 6onee camonpounssonbHbix abopra;

~ Gnu3koponcTseHHbi Gpax;

~ [UIAHHPOBaHHe GEPEMCHHOCTH AKCHILMHOM, CTpasatouleii: peHHIKeTOHY-
pHeii; caxapHbiM AHabeTOM; MHNOTHPEO30M; THPEOTOKCHKO30M; CHCTEMHBIMH 3a-
GoNeBAHMAMM COCAHHHTE/ILHOM TKaHK;

— JIy4eBas WIH XHMHOTEpANHA BO BpeMA OepeMEeHHOCTH;

— BJAMAHHE TEPATOreHHOro dakTopa 10 14 Henenb GEPEMCHHOCTH: paaHaLH-
OHHOE BOIIEHCTBHE; MPHEM JICKAPCTBEHHBIX MPENapaTos (MPOTHBOCYA0POKHLIE,
AHTHKOArY/IAHT BaphapHH W ApP.); UIHTENbHbIA KOHTAKT C XMMHUCCKHMH Belle-
cTeaMH; HHPEKUHOHHbIC 3a001eBaHHA MATEPH (KOPEBas KPAaCHYXa, TOKCON/IA3MO3,
UHTOMETAIOBHPYCHAS HH(EKLHA K /1. ); HHOEC,

~ HATHYHE YIBTPaIBYKOBBIX MApKCPOB BPOAICHHLIX aHOMaNHH (nopokos
PA3BHTHA) WIH HACNCACTBCHHON NATONOMHH Y NI0A;

~ DONE3HH, HE BOLWIEIINE B HACTOALIHH NEpeyeHs, HMEIOUWHE BPOKACHHBIH
WIH HACNIEACTBEHHBIH XapakTep.

OCHOBOH MEIMKO-NEHETHYECKOTO KOHCY/ILTHPOBAHUA B NPCHATANLHONR AHa-
THOCTHKE ARINETCH HCKYCCTBEHHbIH BHYTPHYTPOOHbLIH 0T00p (MMMHHALMA) re-
HEeTHYECKH IeeKTHBIX NUION0B, OCYILECTRINEMBII C HCMOMb30BAHHEM PaIHYHbIX
METOOR JUIA TOMHO#H JMArHOCTHKM ¥ U108 AHOMAIHI KaK XPOMOCOMHOIO, TaK H
TEHHOMO MPOMCXOKICHHA, @ TAKIKE APYTHX MOPOKOB PA3BHTHA.

JUna BLIABJACHHA B NEPBYIO OYepelb XPOMOCOMHON NaTtoJOorHH Ha Cpoke
11-13 neaens + 6 aAxeH NMPOBOAHTCA CKPHHHHIOBAN KOMIUIEKCHAA MpeHaTaibHas

AMArHOCTHKA, BEOUMAIOLIAA OnpeaeneHue IMOGpPHOCTICUHPHUECKHX MapKepoB B
MAarepHHCKOM CBIBOPOTKE KpoBH M Y3H niona ¢ nocneayommm pacieToM HHIH-
BHIYATBLHOIO PHCKA POAJICHHA pebeHKa ¢ XpoMOCOMHO# naronorueii. Ha cpoke
18-21 meaens KOMILIEKC AHAMHOCTHYECKHX MEPONPHATHI NO3BONAET HCKIIOUHTD
Mann(eCTHPYIOUKE BPOAKICHHBIE aHOMANHK Y nnona. B nepuon 32-35 wenens
BLINOJIHAETCA COHOrpadua.

HEHHBAZHBHLIE BHOXHMHYECKHE METO/IbI IPEHATAJIBHON JIHATHOCTHKH

ITporpamMmbl HCHHBA3HBHOIO NPEHATANBHONO CKPHHHHIA BKIIOMAIOT OLCHKY
ypoBHeH GHOXMMHYECKHX MapkepoR (IMOprocneuuduueckux GEakoB) B CTPOro
ONPEAC/ICHHBIC CPOKH DEPEeMEHHOCTH, KOrla HabMOAAIOTCA THNHYHLIE IS TOH
WIH HHOH NAToNorMM OTKNOHEeHHA. Tako# CKPHHHHI NO3BONAET BLIABHTH CPEIH
GepeMEHHBIX IPYNIY BBHICOKOTO PHCKA MO BO3MOKHOMY HANHYHIO XPOMOCOMHON
NATONIOrHH H AHOMAIHH Pa3BHTHA Y MU10/1a H 0O0OCHOBATH NPOBENCHHE HHBAZHBHBIX
METOZI0B IHArHOCTHKH.

B | TpHMECTpE BHIMIOTHACTCA HCCICIOBAHNE YPOBHEH 2 MAPKEPOB: CBA3AHHO-
1o ¢ GepeMeHHOCTBIO TUasmentoro nporensa A (PAPP-A) u ceobonnoi f-cyOn-
€IMHHLILI XOPHOHHYECKOTO MOHAZOTPONHHA Yenoseka (cB. B-XIY). Jlannsiii kom-
TUIEKC MO3BOIACT BHIARIATD HATUNIE XPOMOCOMHBIX abeppayuii.

Cpok nposeaenna: 11-13 Henens + 6 auei.

B 11 tpumectpe uceneaytores yposun ce. B-XI'Y, a-deronporenna (ADIT),
cB0oGOAHOrO 3CTpHONA (CB. 3CTPHON), HHrHOHHA A. DTOT GHOXHMHYCCKHHA KOM-
IUICKC MO3BONSET BHIABIATD HANUNUE XPOMOCOMUBX abeppayuii W anaMaiui pas-
eumus na1oda (B Nepeyio odepens aedexros nepeHoit Tpyoku (JIHT).

Cpok npoeenenuns: 14-20 wenens + 6 aneit (onTUManbHbli nepHon —
16-18 nenens).

OueHHBaoTca He abCOMIOTHBIC 3HAYCHHA COAEPKAHHA B KPOBH OHOXHMHuYE-
CKHX MapKepoB, a Tak Hassisaembie MoM (multiple of median).

MoM — xo3pPHUMEHT, NOKA3BIBAIOIMHA CTENEHb OTKIOHEHHS 3HAYCHHA
TOMO WM HHOTO MOKA3ATE/A MPEHATANBHONO CKPHHHHIA OT 3HaYeHHA CpeHei Be-
JIHYHHBI JUIS TAHHOTO CPOKa GEPEMEHHOCTH.

[3nauenne noxasarens s camopoTxe xposs naunesTRH |
[Cpeanee snauenwe noxasatenn aan cooTsercTayIOMIEro cpoka GepemenHocTy |

Hanpumep, ypoeens A®IT = 2,5 MoM o3Ha4aeT, 4TO yporeHb OenKka B Chi-
BOPOTKE KPOBH B 2,5 paza BbIILC, YCM HOPMAIbHAA BEJIHYHHA HA IAHHOM CpOKe
OepeMeHHOCTH.

PedrepenThbie npenenb GHOXHMHYECKHX MapKEpPOB B NMPEHATAILHOM CKPH-
Hunre — 0,5-2,0 MoM.

MoM =




——*‘

Baxken xapakTep OTKIOHEHHA — CHHKEHHE WIH NOBLILICHHE, 3 TAKKE HANH-
4He coueTaHuil B oTKIOHeHHAX MoM, CBOHCTBEHHBIX TOH MIH HHOH Naronoruu.

Haubonee 10CTOBEPHBI PE3YILTATH TOJIBKO IIPH OAHONAOAHOH OepeMeHHo-
cTu. [lpn nanuyuu 2 NAONOR NPOBOAKTCA nepepaciet. /lpu baibwenm xotuvecmee
RN0O08 NPEHAMATLHBLT OUOXUMUNECKUU CKPUHURS HE NPOBOOUMCA

Tpebyerca cobmonenue pana npasun 3abopa KPOBH U8 NOJYYEHHA A0CTO-
BEPHOro pesyasrara. 3a6op kposu nposoauTes Hatowax 10 12:00 (He meree 8 u n
He Oonee 14 4 rosonanus ). Jlonyckaercs nurs soay 6e3 rasa.

XAPAKTEPHCTHKA TIPEHATAJTBHBIX BHOXHMHYECKHX MAPKEPOB
HCXOJIA BEPEMEHHOCTH

Kax ye roBopiiock panee, B GHOXHMHUYCCKOM NPEHATAILHOM CKPHHHHIEC B Ka-
HECTBE MAPKEPOB BPOXACHHOM METO/IOIMHM UI0/A B CBIBOPOTKE KPOBH MATCPH MOTYT
HCC/ICNOBATLCA YPOBHH TakuX Oeskos, kak PAPP-A, cg. f-XI'Y, A®I1, ce. scTpHon.

Caazannsiit ¢ GepemMennocmpio RAAIMERHIR npomeun A BHIpadaTsiBacTCs
Tpodobaactom. K koHity | TpHMECTPa OCHOBHBIM MECTOM MPOIYKLUHH CTAHOBHTCH
NeunayanbHas TKaHb, rae OeoK y4acTByeT B PeryisiiMi NpoleccoB KIETOMHOIO
POCTa H MEKTKAHEBBIX OTHOLWIEHHH, NOCTYNAET B KPOBbL MATEPH H NpEACTaBAseT
co00it CNOKHBIH THKOMPOTEHH C BLICOKOH MONEKyNSpHOM Maccoil. XapaxkrepHo
NOCTOAHHOC HAPACTAHHE €0 KOHUCHTPALIMH B ChiBOPOTKE KpoBH o1 0,05 MKr/ma Bo
BpeMs MMIIaHTauUMK siueknerkn 10 100-150 mxr/ma Kk momenty poaos. Iocae
poaOB KOHUEHTpauHs PAPP-A CHHKACTCA 10 HY/IA B TCUEHHE 3 CYTOK.

HopmansHoe conepxanne PAPP-A B | TpHMecTpe OepeMEHHOCTH accoUMM-
POBaHO ¢ OIArONPUATHLIM NEPHHATANLHBIM HCXOIOM B 99 % ciryvaes.

[Tpu xpomocoMubIX aHOManHAX KoHueHTpauns PAPP-A B | u nawane Il Tpu-
MECTPa CYIIECTBEHHO CHIKAeTCA. MakCHManbHO BEIPAKEHHOE CHHKEHHE NPOIYK-
uni PAPP-A ommeueno npu tpucomuax 13, 18 u 21, B menbieii creness — npu
AHEYTUIOHANAX 110 NONOBLIM XpOMOcoMam k Tpucomuu 22. B | Tpumectpe chmke-
Hue PAPP-A menee 0,6 MoM ocobenno xapaxrepto ans tpucomus 21, Kpome Toro,
cHikenne npoayxkuun PAPP-A BBIABACHO NPH H30AMPOBAHHLIX OCIOKHEHHAX
OEPEMEHHOCTH, TAKHX KaK NPEIKNaMncHs, GperonnaueHTapHas HeI0CTATOMHOCT,
CamoNpOH3BOABLHOE NMpepbiBaHne OEPEMEHHOCTH, Yrpo3a NPEeKICEPEMEHHBIX po-
JI0B, 3a/iepiKKa PaiBHTHA TUI0/1a, OTCAOMKA MIALCHT NPH OTCYTCTBHH XPOMOCO-
MHBIX aHOMaNHH y naoaa. OTKIOHEHHE YPOBHA MOKET YKa3biBaTL HA ONpeaCicH-
HbBIC NATONOIHYCCKHE COCTORHMA:

1. MNosbimenne PAPP-A:

— HH3Kan (IALUCHTALHA;

— OBAPHANBHAA IMCHYHKLMA.

2. Cuuenne PAPP-A:

— cuuapom Jlayna y ruiona (tpucomus 21);
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cHHapoM DaBapica y wiona (tpucomus 18);
curapowm lNaray (tpucomus 13);
HHCY/IHH3ABHCHMBIH caxapHbiii nnaber y marepu;

— (opMHPYIOWASCA PETOMTAUCHTAPHAR HEAOCTATOYHOCTD;

— cuuapom Kopuenuwu ne Jlanre.

Kpome Toro, npu kypexnn y Oyayuieit mareps Taxae HalnONaeTCs CHHKe-
HHe KoHueHTpaunn PAPP-A.

Ceoboonan f-cyoveounuya XopuoHUYECKO20 20HA0OMPONUNG YeN06eKa.
XI'Y HauMHACT CHHTE3UPOBATLCA KieTKamu Tpodobnacta Ha cranum GracToun-
CTh! H MOKET ObITh OOHAPYAKEH B KPOBH HA 5-6-H 1€HBL NOCHE OIUIONOTBOPEHHS Y
60 %, a Ha 10-11-if — y 100 % GepemeHHbIX keHumH. B pesynsrare midpepen-
uMaunu usTorpodobnacra u odpazoBanna naauenTsl konuentpauus XY 8 kpo-
BH nanaer nocie 10-H Heaenu M OCTaeTcA Ha OHOM YpoBHe 10 poaos (5000
50 000 ME/n) ¢ nebonbiumum noasemom Ha 33-35-it nenene.

XI'Y coctonT 13 2 cyOneannnu (a- 1 B-cyObreannnua), B HeGOMbILIOM KOJIH-
4yecTBe B KpoBb BhicBOGokaaeTcs cB. f-XI'U (He ceazannas ¢ a-cyOneanHuued).
Vposens dpaxunn cB. f-XI'Y B CLIBOPOTKE KPOBH MATEPH CIIYKHT MAPKEPOM Ma-
TOJIOMMH Y TUIONA HA PAHHHMX CpoKax OepeMeHHOCTH, [TpH HATHYHH XPOMOCOMHBIX
aHomanuit B | TpumecTpe ypoeelb cB. B-XI'Y nossiaerca GeicTpee, wem ypo-
BeHb MHTakTHOTO XIY. B coywae Tpucomun 21 conepxanwne ce, f-XI' 8 kpo-
BH CYLIECTBEHHO NMOBBILIEHO yAe B | TpHmecTpe GepemennocTH (okono 2 MoM),
a npu TpucoMun 18 — Huxe Hopmbl, [Tpu cunapome Dapapaca (TpHCOMHA MO
xpomocome 18) xpounveckn nuakne yporun XI'Y cnocobersytor cnaboit nndide-
penumposke untorpodobnacra. J/lns cunapoma lNaray (Tpucomus xpomocomst 13)
TaKAe XapakTepHs! HH3KHe yposHH cB. B-XI'Y B chiBopoTKe KpoBH GepemMeHHod
AKEHIHHBL.

Baxneiwen dynxkuneit XI'Y Spasercs CTUMYNSUMA CHHTE3a CTCPOMIHBIX
FOPMOHOB B JKeTOM Tene u mnauenre. XY sanser Ha IKCNpeccHio epmeHTos,
YHACTBYIOIHX B CTEPOMIAOreHe3e W/HIH AKTHBHPYET CHHTE3 OTHE/bHbIX Hedep-
MEHTATHBHBIX OeIKOBBIX (PpaKkumii, Npeaynpexaas OTTOpKEHHE IMOPHOHA.

Cumnxenne yposHa XI™Y Ha paHHHX JTanax pasBHTHA IU10/1a ARIseTCA HeGna-
TOTIPHATHLIM TIPOTHOCTHYECKHM KPHTEPHEM TeueHHR GepeMeHHOCTH (BHYTpHY-
TpoOHas 3anepAka pazBHTHA NI0AA, NPepLIBaHHe OepeMEeHHOCTH),

Aunomanbhbiii yposens XTI MOKeT yka3niBaTh Ha BHEMATOMHYIO WIH He-
KH3IHECNOCOOHYI0 OepemeHHOCTE. YpeiMepHO BHICOKHHA YPOBEHBL TOpMOHA
cBHaeTenkcTByeT 0 TpodobnacTHueckon Goneann (my3bIPHEIT 3aHOC, XOPHOHI-
nuTenHoMa) uan 00 onyxonsx SHUKa y Muoaos myxckoro nona. Conepxanue
cB. f-XI'Y HCnoNs3y0T B MOHHTOPHHIE YCIEXa NPOUEayp IKCTPAKOPNOPAIbHOIO
OIIONOTBOPEHHA .
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Pexomennyercs onpenenenne yposHs cs. f-XI'Y na 10-14-i nenene Gepe-
MEHHOCTH. KJIHHHYECKOE 3HAYEHHE OTKIIOHEHHA BEIHYHH NPOTEHHA OT HOPMbI:

1. Tosbiwenne:

— XPOMOCOMHAaA naroiorus miosa (wanbonee 4acTo nNpH  CHHIApOME
Jlayna (> 2 MoM), MHOKECTBEHHbIX NOPOKAX PA3BHTHA IU10AA M AP.);

~ MHOTOIUIONHAA OEPEMEHHOCTD (BEJIMYHHA MOKA3ATENA BO3PACTACT Mpo-
MOPUHOHANBHO YHCJTY TUIONIOB ),

~ HECOOTBETCTBHE PEATLHOID H YCTAHOBIEHHONO CPOKa OEPEMEHHOCTH;

~ paHHHH TOKCHKO3 GCPEMEHHBIX, IecTOo3;

— caxapHeiii quaber y marepy win 2e0i0T reCTalHOHHOMO CaXapHOro anabera;

— MPHEM CHHTCTHYCCKHX ICCTAreHOB;

- rpodobnactuueckas GonesHb.

2. CHrKEHuUE:

~ BHEMaTo4Has OepeMEHHOCTS;

~ HEpa3BHBAIOUIANCA OEPEMEHHOCTS,

— JA/ICPKKA B PAIBHTHH NI0AA;

— XPOHHYCCKAR MUIALCHTAPHAR HEAOCTATONHOCTS;

— YIpo3a camonpon3BasibHON abopra (CHiskenne Besynn Gonee yem Ha 50 %);

— HCTHHHOE NEPCHAIMBAHNE GEPEMCHHOCTH;

— rubenb nosa 8 [-111 Tpumectpe GepeMeHHOCTH.

B cepenmne u konue 11 rpumecrpa yposets ¢, f-XIY B coueTanuu ¢ ypos-
HAMH IPYTHX OHOMAPKEPOB MOKHO HCNONbL3OBATH I CKPHHHHIA XPOMOCOMHBIX
aHOMATHA.

a-Demonpomeun — 310 TIHKONPOTEHH, KOTOPbIH BbIpabaTLIBACTCA B IMOPH-
OHABLHOM JKEJITOMHOM MELIKE, MeYeHH H IMHTEIHH KHINeYHHKa nioaa. B Hopme y
Pa3sBHBAIOLICIOCH U10/1a €CTh 2 OCHOBHBIX Genka KpoBH — ansOymun u A®[1, B TO
BPEMS KK Y B3POCALIX B KPOBH NPHCYTCTBYET NPeHMYIIECTBeHHO anbGymun. AD[]
BLIACAAETCA ¢ MOYOH M101a B AMHHOTHYCCKYHO AKHIKOCTD, 3 3aTCM B MATCPHHCKYIO
CHIBOPOTKY. ITO TPAHCTIOPTHBIH OEOK, CBA3BIBAIOILIMA LE/IbIA PR PAVITHYHBIX (ak-
TOPOB (OHAHPYOHH, KHPHBIE KHCJIOThL, CTEPOHIIHbIE TOPMOHBI). YpoeHs ADI] B Ma-
TEPHHCKOH CHIBOPOTKE KPOBH MOMKHO HCNQUIL30BATS JUIA ONpeaeieHHs yposas AD[1
y miona. Conepianne ADIT BO3pacTaeT ¢ reCTalHOHHBLIM BO3PACTOM M JIOCTHIAET
makcumyma K 30 wenensm. Mecnenosanme ADIT B MATEPHHCKOH KPOBH PEKOMEHITY-
€TCA BLINOMHATL Meay 15-it u 22-i neaensamu GepeMeHHOCTH.

Hurepnperauns yposus A®IT:

1. TloBbiteHHbIH:

— HEBEPHAA OLEHKA CPOKA MECTALMH;

~ BO3MOXKHaA rHOesTHL I1013;

~ OTKpBITHIE HApYLEHHA HepBHOH TpyOKH (Hanpumep, awdHuedanus, pac-
HernieHHe No3BoHoMHHKa); nossiienne AD®IT > 2 MoM ceuaeTeNLCTBYET B NMOMb-
3y wanwuua JIHT;
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— nedextsl GprowHoi crenkn y mona (AD®I1 Obicrpo aupdynanpyer u3
OTKPBITLIX TKAHCH M1012 B AMHHOTHYECKYHO HKH/IKOCTb, H €10 YPOBEHDb B MATEPHH-
CKO#l CHIBOPOTKE KPOBH MOBLILIAETCH ),

— TEpaToMa KpecTUOBO-KOMYHKOBOH 001aCTH;

~ OepeMeHHOCTS, OC/IOKHEHHAA KPOBOTEUCHHEM;

~ AHOMATBHAA MIAUSHTALHA WIH QYHKUHS MIALCHTHI (CNCKTP NPHPALLCHHS
M/IAUEHTH HIH OrPaHHYEHHE POCTa N1oaa);

~ 3a00NCBAHMUA NMOYCK, TAKHE KAK BPOAICHHbIA HedpO3, NONHKHCTOS H /1BY-
CTOPOHHAS AreHE3HA MOMEK;

— 3aDO/IEBAHHA KOJKH, TAKHE KAK IKTOAEPMAUTLHAR JIHCTUIAIHA H BPOXKICHHAR
annasus KoxH;

—  KHCTO3HO-AIEHOMATOH/IHAR MATL(OPMALIHA NIErKOTO;

— OMYXOJH MNEYEHH H AHYHHKOB Y MATEPH;

— MHOTIOIUIOAHAA OEPEMEHHOCTS;

— caxapHbiit 1naber y marepu;

— OKHPEHHE Y MATEPH;

~ pacoBas npHHALIEXRHOCTL (Ha 10-20 % seite y HErpoHaHOH pacel).

2. MoHumeHHbIH:

— cHHapom JlayHa;

— CHHApOM Dasapaca.

IMaumeHTOK ¢ 4pessbiyaiiHo BoICOKMM yposHem ADIT 8 nepuon Oepemen-
HocTH (> 400 MKI/1) CReayer HanpaBHTh HA MEAMKO-ICHETHYECKOC KOHCYNbTH-
posanue. Bee cayqan NOBBILIEHHONO MATEPHHCKOTO ChiBopoToYHOro AMIT ¢ npu-
JHAKAMH AHOMAIHIA Pa3BHTHA NIOJAA JOJIKHBI PACCMATPHBATLCA B OTHOLICHHH
NOBBLILIEHHOH BEPOATHOCTH HEGNArONPHATHOID AKYLIEPCKOTD HCXO0A.

Y B3pocnoro yenopexa AD[1 MOXeT NOBLILATLCA B KPORH NPH 3ab0neBanu-
AX NCYCHH (UMPPO3, FENATHT) H NMPH HEKOTOPAIX ONMYXONSX (renaroue/UTONApHas
KapUHHOMA, NCPMHHOICHHLIC OITY XO/IH).

CeoboOnbiit 3cmpuon ONpeaeNsOT B MATCPHHCKON ChIBOPOTKE Mexay |5-i
u 22-# nenenamu GepemeHHOCTH. KOIMUECTBO 3CTPHONA B MATCPHHCKO# ChIBOPOT-
K€ 3aBHCHT OT AKH3HECNOCOOHOCTH M10a, (PYHKUHH MIALEHTH H CAMOMY BCTBHA
MaTepH.

OCHOBHOH MCTOMHHK NPEIMIECTBEHHHKOB ICTPHONA — HAANOYEHHHKH IO~
na. Oun seipaGarwiealor aermapoanuanapoctepon (JIMA), koropuiii merabannin-
pyercs B 3CTPHOA B ruiateHTe. [TPOTEKTHBHBIM MEXaHHIMOM, JAIHITIAIONINM NI0A
OT HIOLITKA AHIPOreHHON AKTHBHOCTH, SARNACTCA OLICTPAs KOWBIOTAlMA CTepOH-
nos ¢ cynsparom (JIMA-C). B cytkn nnoa eeipabarsisaer 6onee 200 mr JIMA-C
(e 10 pa3 Gonbiue marepu). ICTPHON MPOHHKACT B MATEPHHCKHI KPOBOTOK W BLIBO-
JIATCA C MOYO#T THGO C IKETYLIO. DCTPHON ARISCTCA BAKHLIM ICTPOrCHHBIM FOPMOHOM
GepeMeHHOCTH H 00ECNEYHBACT POCT MATKH, MOANOTOBKY MOIOMHBIX XKeJe3 K JIakTa-

UHH. YPOBEHD CB. ICTPHOJIA B HOPME HAPACTACT HA NPOTIKCHHH BCEH GEPEMEHHOCTH.
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Husxuti yposens ce. 3cmpuara MOKET ObITb MAPKEPOM AHEYTUIOMIHH, @ TaK-
we cunapoma Cwmura—JSleman—Onuua (CJIOC), xoTOpbii ABASETCA AYTOCOMHO-
peueccHBHbIM nedekTom (nepuunTom) ¢epmenTa OHOCHHTE3a XONECTEPHHA
(7-nermapoxonecrepon peaykTasbi) W NPOABJIAETCE YMCTBEHHOH OTCTANOCTHIO,
HHIKHM pOCTOM, MHOKecTBeHHBIMH BITP. Oyenb HH3KMIT YpoBEHb CB. 3CTpHONA
(0,21 MoM) npu GepemennocTu nnonom co CJIOC obycnornen Tem, 4To npeatie-
CTBCHHHKH CTCPOMAOB, HEOOXOAHMBIE U1 CHHTE3a ICTPHOA Y TI0AA, AePEKTHBI.

Huzubun A wccnenyor B MarepHHCKOH ChIBOPOTKe Mexay 15-i u
22-it Henensimu OepeMeHHOCTH. TOPMOH CEKPETHPYETCH TUIALICHTOM M KEITHIM
TenoM. [losviuennoiii yposens HHIMOMHA A ACCOLUMMPYETCH C NMOBLILLICHHLIM PH-
CKOM TpHCOMMH 21. Bbicokuit ypoBeHb HHIHOMHA A TaKKe MOKET ObITh CBA3AH C
PHCKOM HEGIaronpHATHOTO NEPHHATANIBHOIO HCXO/A, BKIIKOYAR 3ANEPKKY BHYTPH-
YTPOOHOTO Pa3sBHTHA TUI0/1a W NPEKIEBPEMEHHBIE POJIbI.

JIHarHoCTHYECKHE XAPAKTEPHCTHKH OHOXHMHYECKHX MapKepoB, HCTONb3Y-
IOUIMXCA B MPAKTHKE NPEHATANBHOIO CKPHHHHIA, NpeACTaBieHs B Tabn. 5.

Tabruya 5

XapakTepucTukn GHOXHMHYECKNX MADKepos natoaorum naoxa (Guideline American
College of Obstetricians and Gynecologists, 2020)

M ope . | € C C e
Mapxep Mecto B ‘wapon ( Cunapom mupgu pemen-
)
cunTeIa layna Jasapaca Haray HOCTH 1R
P ONpeACICHHN
PAPP-A Maavenwra| He undop- | Cuiosen Cryomen Crmoncen I
MATHBCH Ha 50 % na 50 % na 50 %
Ca. B-XI'Y | laauenra| He wndop- | TMoswmen | Crioxen Crmoxen LI
MATHECH >2 MoM Ha 50 % Ha 50 %
ADI1 lMesens | TMoswimen | Caiowen Cumwer Caerxa Il
naoaa > 4 MoM ua 25 % |na35-55%| noswmen
Co.axctpuon | Thoa+ | He mndop- | Ciuoken Crroxen Crmnen I
TUIRLICHTA | MATHBCH wa 30 % |nwa35-55%| wa30%
HurnGun A | Ananmxn | He undop- | Tosswen | He madop- | Tossimen I
MATHBEH >2MoM | warween | >2 MoM

Hughopmamusnocme GuoxumMuvecko2o cCKpunuK2a 603pacmaem npu 0oHo6pe-

MEHHOM ONpedenenlil 8 MamepPUHCKOll KPOGU HECKOTLKIX NOKA3amenel.

B | Tpumectpe onpenensior, kak npaswio, PAPP-A u cs. B-XI'U.
Onpenenenne conepkanns ADIT HCNOABLIYIOT B HEKOTOPLIX NMPOrpaMMax B Kaue-
CTBC JIONOJIHHTENBHONO MapKepa.

B Il TpHMECTPE B KaYCCTBE AILTCPHATHBLI WIH B JONOJIHCHHE K CKPHHHHIY
| TpHMECTpa NPOBOAAT:

— mpounoi mecm — onpenenenne A®I1 cosmectHo ¢ cB. B-XI'Y u
CB. 3CTPHOJIOM);
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~ HEMBIPEXKOMNOHENMHBIT CKPUHUMZ, KOTOPBIF BKJIKOHMACT ONpeae/icHHe
ypoens cg., -XI'Y, ce. acTpuona, ADI1, uurnbuna A. 3HaueHHe TAKONO KOMILICKC-
HOMO HCC/Ie10BaHHA OHOXHMHYECKHX nokazaresieil B IHarHOCTHKE XPOMOCOMHBIX
anomanwii npusenexo 8 Tabn. 6.

Tabya 6

Hamenenns GROXHMMYCCKHY CKPHHNHTOBLIX mp.:edpon NPH AHEYIIOMANAX
(Guideline American College of Obstetricians Gynecologists, 2020)

I Tpumectp
Tpucomusn PAPP-A | Cs. p-XI'Y Toammna BOPOTHHKOBOIO 1IPOCTPANCTBA
21 ! ! 1
18 l | 1
13 l | 1

11 Tpumectp
Tpucomusn PAPP-A | Cs. B-XIY ADIl Co.ocrpuon | HurnGun A
21 i 1 | i 1
18 ! ! ! ! H
13 ! H H H H

Tlpumevanue: | — cawmkenne; | — noseimckne; H — nopma.

Kommnnekchas ouenka smbpuocneunduyeckux 6enkos 8 Il pumecrpe Takxe
MOKET HCNONBIOBATLCA JUIN OLCHKH TEUCHHS GEPEMEHHOCTH:

— COYETAHHOE CHWXEHHE CB. acTpHona, cB. B-XI'Y u nosbienne ADI]
XapakTepHO JUIR avympuympobuoi 2ubenu niooa,

~ CHHXXEHHE CB. 3CTpHONa Benea 3a poctom ci. B-XI'Y moxer ykaswiBarh
Ha puck npepuieanun Gepemennocmu:;

— NMHAMHYCCKOC CHHIKCHME CB. 3CTpHOna, konedanus yposus ce. B-XI'Y
(NOBBLILIEHHE € NOCNEAYIOLWNM CHHKEHHEM) H CHIDKCHHE IUIAUCHTAPHOIO NaKTO-
reHa YCTAHOREHBI NIPH PA3BHTHH hemonaayenmaproit Heoocmamounocmu.

Takum 00pazoMm, OHOXHMHYECKHH CKPHHHHI MO3BO/AET BHIABANTL IPYbl
BBICOKOIO pHCKa XpoMocoMHoi naronorun u BI1P. Onpenenenne yposus Guoxu-
MHYECKHX MPEHATAIbHBIX MAPKEPOB MOKHO HCNOML30BATH JUIA JHAHOCTHKH Na-
TONIOrHH pasBHTHA DepeMeHHOCTH. KOMIIIEKCHOE HecaeloBaHHe OHOXHMHYECKHX
MapKepOB aHEYTJIONAHH ¢ HCMOIBL30BAHHEM TPOHHOMO H YETHIPEXKOMMOHEHTHOIO
TecTa ofnanaeT ypoBHEM HYBCTBHTEJILHOCTH 0Koslo 60 u 65 % cooTeeTcTBEHHO,
NOKHOOTPHLATE/ILHBIC PE3YILTATH PErHCTPHPYIOTCS MeHee YeM B 5 % cayuvaes.
ITpn o0HApYKCHHH OTKJIOHCHHH HEOOXOAHMO NMPOBOAMTL JONONHHUTEAbHbLIC 00-
caenosaHua (Y3M, KOHCYNBTAUMA NEHETHKA) M ONPEASNATh UENeCO00pazHOCTE
NPOBEACHHA HHBA3HBHBIX AHATHOCTHYECKHX NpPOLEayp.

25




HEHHBASHBHLIA NPEHATAJILHLIA CKPHHHHI METOJIOM CEKBEHHPOBAHHS

Heuneazusnwiit npenamanvusiic ckpununz JHK — 310 nporpamma npe-
HATATLHOIO CKPHHWHIA, B KOTOPOH OUCHKA HHIMBHIYAIBHOIO PHCKAR POXICHHS
pebeHKa ¢ XpOMOCOMHOM NaTosorueil OCHOBaHa Ha MCC/IENIOBAHHH BHEKIETOMHOMN
JIHK (ex/IHK) nnona, unpkyaunpyioumeii B KpoBH MaTepm.

®pakuns 8xJIHK nnona npeacrarnesa dparmesTamu UTHHOR nopaaxa 150
180 map nyxkaeorwaos. B cpeavem sxJIHK mnoaa cocrasnser 10-12 % obuwero
conepxanns BKIHK B KpoBM MarTepu M HAUMHAET ONPEAENATLCA ¢ 5-#t Henenn Oe-
PEMEHHOCTH, npHpacTas kosinyecTseHHo Ha 0,1 % B Hesemo. W3 MarepHHCKO#H
kpoen BKJIHK nnosa moxer Owbrme u3mneuena ¢ 9-10-it negenu GepeMeHHOCTH.
Hauunas ¢ 21-it neaenn conepxanne Bk/IHK nnona pacrer B cpensem wa | % B
neaemo. Oparmentsl Bk/IHK nnona npeacTasnsior reHOM ruioia v BIBOASTCS H3
OpraHM3Ma Marepu BCKOpe 1ocie poaos.

Herounnkom sx/IHK nnona B KpoBM OCpeMEHHBIX KCHIMHH SBISETCH
anomro3 kaeTok Tpoodnacrta, MIAUCHTLI H FEMONOITHYECKHX KICTOK N/oaa.
Crpunune-mecm ex/IHK nrooa moxcno nposooums wa mwobom cecmayuonnom
CpoKe Hauunas ¢ 9-u neoeau GepemeHHocmu; on nozeorsem euAsums oxkaro 99 %
Gepemennocmei ¢ cunopamam [layna. Tlokazano, 4To 3T0T TeCT 06nanaeT BLICOKOH
HYBCTBHTENLHOCTBIO H CREUMPHUHOCTLIO TaKKe npH TpHcoMmax 13 u 18,

C uenbl0 AHAHOCTHKH XPOMOCOMHbLIX aleppaumii npH  HCCACAOBAHHH
BK/IHK ruiona MCnonb3yor TEXHOIOMHH BLICOKOITPOM3IBOAMTE/ILHOIN CCKBEHHPOBa-
HuA (NGS).

NGS — rpynna MeToioB ONpeaeieHHa HYKICOTHIHOH NOC/Iea0BATE/ILHO-
cru JIHK u PHK ans onncanua ee nepeuuHoi cTpyktypsl. Texnonorus meronos
CEKBEHHPOBAHHA HOBOTO TMOKOJIEHHA MO3BOJAET (NPOYMTATH) EAHHOBPEMEHHO
Cpasy HECKOJILKO YHAacTKOB IeHOMA (Ueblil NreHOM), HTO ABIAETCA MIABHbIM OT/IH-
4HeM oT Gonee paHHHX MeTOI0B. [loTydeHHBIE C MOMOLIBIO CEKBEHHPOBAHHA J1aH-
HbIC NOUICKAT MATEMATHYECKOH 06paboTKe H aHATHIY C MOMOUILIO CIEIHANBHBIX
NPOrpaMMHBIX HHCTPYMEHTOB JUIS NOMTYYEHHS H OLECHKH KOHEYHOrO pe3yibTara.

Henonszosanue BkIHK ans ckpuuMHra aneynnonauit, HE CBA3aHHBIX C Xpo-
mocomamu 21, 18, 13X 1 Y, Mukpoaeneuii H# MOHOMEHHbIX 3a00NEBaAHMI HE peKko-
MEHIYETCH H3-3a OTCYTCTBHA JOCTOBEPHBLIX KIAHHHYECKHX AaHHBIX.

Ananus 8/IHK nnoaa naer ayqiume pesynsTarsi N0 CPaBHEHHIO ¢ OHOXH-
MHYCCKHM CKPHHHHIOM 3a cyeT Gonee HH3KOrO ypOBHS JIOKHONONOKHTENbHBIX
pesynsTaros. PakTophbl, KOTOPLIC MOTYT YBEJIHYHTL PHCK JIOKHONONOKHTEIbHBIX
PEIYALTATOB, BKIONAIOT rHOEAb OZHOIO U044 NPH MHOMOMIOAHONW GepeMeHHO-
CTH, IIALCHTAPHbI MO3AHLIM3M, MATEPHHCKHI MO3anLLM3M. OIHAKO ITOT TECT HE
3AMCHACT HHBA3WBHbIC TECTbl, TAKHE KAK OMOMNCHA BOPCHH XOPHOHA WIH AMHHO-
UEHTE3, MNOCKOJILKY BO3MOKHOCTh WACHTHPHIUMPOBATH XPOMOCOMHBIE AHOMATHH
nytem uccaenosanus BkJIHK nnona orpanuyena.
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He pexomenayerca neenenosanue sx/IHK nnona B cyvae oHKoNOrH4eckoro
3a00NeBAHHA Y MATEPH, NPH MHOTOMAOAHOH OEPEMEHHOCTH CO CIIOHTAHHOM pe-
JIyKUHEHR OIHOrO M3 II0/108.

Hmetores orpannuenns ana ucenenosanus Bk/IHK: Hannune y naumneHTkn
JOHOPCKHX OPraHoB H TKaHe; oxuperne ¢ UMT > 30 kr/m’ H3-3a HH3KOrO yPOBHR
theranbHoil Ppakunm; MO3aHIMIM B COMaTHYECKHX KJICTKAX MarepH; Cypporarioe
MATEPHHCTBO; GepeMeHHOCTD B pesyastare DKO # Henonb3oBaHua A0HOPCKO# aii-
UEKNETKH,

Ecau pesynsrarst ckpunnira BKJIHK sgnsiorcs HeonpeaeacHHbIMH WIH He
NOANAKOTCA HHTEPNPETALHH, KEHIHHAM CIEAYET NPEUIOKHTL A0NAIHHTENbHBIE
00C/NIeI0BAHHA: MENHKO-TEHETHYECKOE KOHCYIbTHpOBaHKe, Y3 n anarHocTrye-
CKOE TECTHPOBAaHHE.

Pa3HOBHAHOCTBLIO HEHHBAIUBHONO MPEHATANBHONO CKPHHMHIA SBISETCH
COpmunKS (hemanbHuix K1emox, B KOTOPOM 0OBEKTOM HCC/IEIOBAHHA ABJIAIOTCA HOP-
MOGAACTB MK THMOOUMTSI IUI0AA, LMPKYIHPYIOLIHE B KpoBH MatepH. [Tpumennm
NaHHBIA MeTon B TeueHne 8-20-i Henenn GepeMEHHOCTH.

Hmmynonpeyunumaywo memuruposannon JIHK w KONHYECTBEHHYIO NONK-
MeEpasHyIo uenHyro peakumio (TLIP) B peansHOM BPEMEHH TAIOKE MOAKHO HCNOIb-
30BaTh V1A ONpPEAENEHHS 103k XPOMOCOM Niof1a. JLNa 3aXBaTa METHIHPOBAHHBIX
CaifTOB HCNONL3YIOT aHTHTENO, cneunduuHoe Kk S-MeTHiunTHAHHY. C nomMouso
ITON0 HEHHBAIHBHOIO METO/A AHATHIHPYKOTCH crneuxdHIeckHe IR ruoaa and-
(epeHumansHO METHIHPOBaHHBIE 001aCTH, NPHCYTCTBYIOIHE B nepHdepHyeckoi
KPOBH MATEpPH, YTO MO3BOASET BLINRIATE TPHCOMHIO 21.

Y ILTPA3BYKOBOE HCCJIEJIOBAHHE TLTOJIA

Y3HU senserca HauboNee UEHHBIM HEWHBA3HBHBLIM CrOCOOOM BbIAB/ICHHS
CTPYKTYPHBIX aHOManHiH Maoaa WWaH naauenTsl. MeToa WHPOKO AOCTYNeH M
He umeeT noGouHbIX HPPEKTOB HH IR MaTepH, HH IR iona. OH 3aKIo4aeTCes
B MHOMOIIOCKOCTHOM HCC/ICJIOBAHHH C BHICOKHM PazpeilieHHeM, TPeXMepHOil H
JIONTJICPOBCKOH BH3YAIH3AUMEH, 4TO MOBLICHNO €10 3 PEKTHBHOCTL. ITOT METOA
NPHMEHAETCA JUIA KOHTPOJIA BHITIOIHEHHA TAKHX NMPOLEAYP, KAK AMHHOLEHTE3 H
KOPJOUCHTE3, JUIR BHIARICHHS HAPYLIEHHHA POCTa I10/a, OLEHKH CpoKa GepeMeH-
HOCTH H cocTosHMs nuona 8 [11 TpumecTpe, a Takke BO BpEMA POIOB H poopaspe-
wenns. K venocrarkam Y3HM niona MoKHO OTHECTH 3aTyXaHHe Jlyua H3-3a mare-
PHHCKOH KHPOBOH TKAHM, NUI0X0€ HIOOPAKEHHE H3-3a JIBHKCHHA MOJIOBKH 1I0Aa
HIH MAJIOBOJIMA; €r0 YCTIEX 3ABHCHT OT ONBITA HCC/IEI0BATEA.

lMopsnok nposeaenus Y3U nnona perynupyerca npHkazom MuHHCTEpCTBa
anpasooxpaneHus PecnyOnukn Benapycek or 30.01.2012 Ne 83 «O cosepuies-
CTBOBAHHH OPraHH3alUMH NMPOBEACHHA NMPEHATAILHBIX YIBTPA3BYKOBBIX HCCNENO0-
BaHHA NO BHIABJICHHIO MOPOKOB PA3BHTHA H XPOMOCOMHOMN NarojlorHM y njiona s
PecnyGnuke Benapycby.
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V3H nuooa sersemcs obszamenvhoil cocmasisiouelt KamGunuposannozo
CKpuUHUHSQ fiepe_uemlu.t QAR BLIREACHUR SPYNN NOGHIMERNO20 PUCKa no xpamocom-
HbLM BOTeIHAM.

Ha nposeaenne ynsTpa3isyKoBOro CKPHHHHIA NpH OEPEMEHHOCTH Hanpaeis-
HOTCH BCe GCPEMEHHBIC B CNICAY IOUIHE NECTALIHOHHBIC CPOKH:

— | Tpumectp GepemennocTH — 10 Heaenws 5 auei — 13 veaens 6 aueit
(75-97 nueit) (xonuuxo-remenHol pasmep (KTP) 4080 mm);

— 1l tpumectp GepemernocT — 18-21 venens (126147 aueit);

— Il Tpumectp GepemennocTn — 32-35 nenens (224-245 nueit).

YneTpassykoBOH CKPHHHHI OEpPEeMEHHBIM NPOBOAMTCA N0 HANPABICHHIO
Bpaveil aKymepoB-rHHEKONIOTOB KEHCKHX KOHCY/LTALUHA MO MECTY KHTe/bCTBa
(npebuiBanns) Gepemennodt (1-1V TexHonornyeckuii yposeHb okajaHHa aKyuiep-
CKO-I'HHCKOJIOMHYCCKOH MOMOILIM). HCC.HCLIOB&HHC BBIMOJIHACTCA BpayaMH yaeT-
PassykoOBOH NHArHOCTHKH M BPAavyaMM aKylEPAMHU-IHHCKONOTAMH, HMCIOILHMH
MOArOTOBKY MO NpeHaTaNbHOH yAbTpa3sykosoi auarsocruke BI1P, ¢ ucnonssosa-
HHEM Y/IETPA3BYKOBbIX Anmaparos BLICOKOIO M IKCNEPTHOINO KNACCa, OCHALUEHHbIX
NATYHKAMH KOHBEKCHONO H IHJIOMONOCTHOTO THNA M ONMUIMAMH, NO3BONSIOUIHMH
NPOBECTH ONTMJICPOMETPHYECKOE HecienoBanie ¢ Hanuuuem 3D/4D-pexuma.

Y3H na paHHem cpoke GepeMEHHOCTH HCOOX0AMMO: /U1 ONpeIesieHns JI0Ka-
NH3AUHK OEPEMEHHOCTH (HCKITIONCHHE BHEMATOUHOH GEPEMEHHOCTH); YTOUHEHHS
rECTALHOHHOIO CPOKA, ONPEAC/ICHHA KHIHECNOCOOHOCTH M uncna IMOPHOHOB;
HCKITIONCHHA MOPOKOB PA3BHTHA H OOBEMHBIX 00PA30BAHHI MATKH, NPHAATKOB HIH
AHOMAILHOH DEPEMEHHOCTH (HANpPUMEP, MY 3bIPHBIA 3aHOC).

lNokazanuamu s npoeeneHus Y3H mnosa 8 MEAHKO-NEHETHUCCKOM LICHTPE
(oTENeHHH, KOHCYIETAUMH), MHHYA |-1] TeXHONOrHYeCKHil ypoBeHb, B pasiuy-
HBIC CPOKH GepeMEeHHOCTH CITyXKaT:

I. HaxosaeHue Ha IMCNAHCepHOM yueTe Y Bpaua-reHeTHKa Bo Bpems Gepe-
MEHHOCTH.

2. Bpoknennsie anomanus (BITP) win HachencTBeHHAs NaToNorus y pedex-
Ka (n101a), BLIARIEHHBIE BO BPEMA NPEAbLLYLUHX OepeMeHHOCTE .

3. Hanwume ynsTpazByKoBbIX MAPKEPOB BPOKACHHBIX aHoMaini (BITP) wan
HACNIEACTBEHHON NaToONOrHH Y U10aa, BeisBneHHbIX B | 1 I1 TpuMmecTpax OGepemen-
HOCTH.

4. Hannumne spoxnenubix anomanuit (BITP) wau nacnencreennolt narono-
IHH Y n1014a, BuABICHHBIX B | # 11 TpuMecTpax GepemeHHOCTH.

5. lNopok cepaua y ruiona, sussieHHbIA B cpoke 16-22 Henenn GepemeHno-
CTH (HEODXOAMMO NpoBEIEHHE IXOKapaHorpaduu nosa).

OcxoBnoil uensio Y3H B | TpiMecTpe ABNAETCA BHIARIEHHE NPH3HAKOB Xpo-
MOCOMHBIX AHOMAIHI, NMPEXKIE BCEr0 ITO HIMEPEHHE TOIUIHHLI BOPOTHHKOBOIO
npoctpasctsa (TBIT) u Bu3yanuzauna HOCOBO#H neperopoakH (puc. 2), H rpyosIx
CTPYKTYpHBIX anomanuii. Bemonuenne Y3H ma ckanwepax JKcnepTHOro kiacca
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NO3BOJNAET JIHATHOCTHPOBATHL PAJ NMOPOKOB Pa3BHTHA: aHIHUE(ANHIO, aKpaHHIO,
ax3eruedaniio, rononpozmuedanuio, ruapouedanuio, HHHodHUeDanuio, yepen-
HO-MO3TORBYIO IPLIKY C 2HUEdanouene, CIHHHOMO3IOBbIE MPhIKH.

2 0

Puc. 2. Ocnosrme noxasarenn peromerpi (E. H. Asupeesa; hitps:/www.medison nw/si/art383 htm)
a — samepstl 103, 6 — TBIT 8 nopme; 8 — pacumpenue TBIL, 2 — nocosas KOCTL B HOPME,
0 =~ OTCYTCTRHC HOCOBOI KOCTH
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Mapkepsi aneynnouauu, BIP npu yasTpazsykoBom 00c/ie10BaHHH HA CPOKe
11-13 nenens + 6 aHedl GepeMeHHOCTH:

1) ysennuenne TBIT > 2,7 mm npu KTP 40-80 mm w/snn > 99-ro npoues-
THAA VIS IECTALHOHHOID BO3PAcTa — ACCOLMHPYETCH C MNOBLILICHHBIM PHCKOM
AHEYTLIOMANH H CTPYKTYPHBIX aHOMAIHHA, BKIIOYAA BPOXKIACHHBIC NOPOKH CEpaUa
(BIC);

2) OTCYTCTBHE BHIYyANH3AUHWH HOCOBBIX KOCTOMEK — B KoHUE | TpHmecTpa
HOCOBas KOCTHb HE onpeaeasercs ¢ nomomsio ¥Y3H y 60-70 % naonos ¢ cuuapo-
mom JlayHna u Tonbko y 2 % 310pOBbIX M008B,

3) HapywieHns GOPMBI BOJIHBI KPOBOTOKA B APAHIIHEBOM NPOTOKE — OOHa-
pyxusatorca y 80 % nnonoe ¢ cunapomom JlayHa u Tonbko y 5 % 110408 ¢ HOp-
MATbHBIM KAPHOTHIIOM;

4) pacxoxnenne cpoka oepemennoctd u KTP nnona > 2 wenens,;

5) yMeHBIICHHE PA3MEPOR BEPXHEHETIOCTHOH KOCTH;

6) YKOPOUCHHE YIIHOMN PAKOBHHBI;

7) yBeHUCHHE PA3MEPOB MOYEBOTO My3bIPA (MEralHCTHE);

8) yMepeHHAR TAXHKAPAHA Y NA0Aa;

9) ax3eHuedanns/aninuedanna;

10) KHCTO3HAS rHrpoMa (OTEYHOCTL HA YPOBHC LUCH M CNMHBI 11043) —
Oonee YyeM B NOJIOBHHE CITy4aes 00YC/IORIEHA XPOMOCOMHBIMH AHOMATHAMH;

I11) ompanouene # racTpoIIHIHC — AHATHO3 MOKET OBbITh NOCTABICH ML~
ko nocie 12 nenens GepeMeHHOCTH, NOCKAILKY JI0 ITOTO CPOKa (H3HoIorHyIecKas
NyNoYHas rpbika, 0BOALHO 4acTo OOHApyKHBaeMas, He HMEeT KIHHHYECKOro
IHAYCHUA;

12) eAMHCTBEHHAS apTepHs MyNOBHHbI (B GOMLIIOM MPOLICHTE CITy4aes cove-
TAETCHA C XPOMOCOMHBIMH AHOMAIHAMM Y 1104a).

[pn Y3H taKke MOKHO OOHAPYKHTH (MAIKHEY» MAPKEPbI, KOTOPHIC YacTo
BBIARIAIOTCA Y HOPMATBHBIX TUI0/I0B, HO MOTYT ACCOLMHPOBATLCA C NOBBILLEHHbBIM
PHCKOM AHEYTIIOHINH:

~ HEMHOID YKOPOHEHHAR TyieyeBas KoCTh;

~ HEMHOIO YKOpOoueHHas GeipeHHas KoCTs;

~ runepaxoreHnbiil okyc B cepaue ruoga;

— TFHNCPIXOreHHbIA KHILICUHHK;

— MNHEN0IKTA3NA;

— THNONNA3NA HIH OTCYTCTBHE HOCOBOH KOCTH;

~ runonnasus cpeaueit gpananru V nansua;

~ KIHHONAKTHIIHS,

~ CaHAANCBMAHAN ek (pactuupeHnbii npoMexyTok mexay | v 1 nansua-
MH B CPABHECHHH C IPYTHMH MEKNANbLLUEBLIMH MPOMEXYTKAMH Ha cTOne);

~ KHCTBI COCYIHCTONO CIUIETEHHA.

Jlaxe npu ovens Gonswofi TBIT 15 % neteit MOryT poAHTLCA 3M0POBBIMH,
O/IHAKO TOPa3N0 BHIE B TAKHX CYYAAX BEPOATHOCTH HATHYHA Y TUIOAA XPOMO-
comubix anomanu win rpyoeix BIP (taba. 7). lNpu yeenwuennn TBIT neobxo-
QMO NabHEALICE MEIHKO-ICHETHYECKOE KOHCYIETHPOBAHHE H IHAHOCTHYECKOE
Tectuposanue (Y3 B Il TpumecTpe Ans HCKMOMCHHA CTPYKTYPHBIX aHOMAIHI
NA0AA, 3XOKAPAHOIPaMMa 1101a).

Tatwuya 7
AHOMAINM PAIBUTHS, CONPOBOARARIOMMEcs yoeanaennem TBII
Opraw/cucrema Anomanns
LHC Axpanus/anHUe PRIHA, ANEHETHA MOIOINCTOND TENA, KPAHHOCHHOCTOY,

rONONPOTIHUCHANHS, THAPONCTLILHBIR CHHAPOM, MIIHUCHATHA, CHH-
Apom JKybepa, Maxpo- u muxpouedanus, spina bifida

Mosienoaosasn Hapymcins gopmuposanns nona, sposacHubiil sedporuyeckuil cuma-
cHCTEMA pos, rApoHeGPO3, THNOCHIAIHA, NOAHKHCTOS NOYEK | =10 THNE, CHHIPOM
Mekxens-I pyGepa, MyAETHKHCTO? NOYEK, ANCHETHR NONCK, JANACTEMATO-
MueHA, cHiuipor Oayaepa

Jinuesoh yepen | Arvamis/MHKPOrHETHS, PACIICAHHB! IYOR H HEOa, MUKPOQTAILMHS,
cupom Tpruepa-Kowammsa

Crener AXOHIPOICHE3, CHPCHOMKCIHA, CHIIpoM PoOniosa, cunapom PoGeprea,
TaHATOGOPHAR ANCTIIAINA, CHHAPOM KOPOTKHX Pelep — NOTHAAKTILINMN,
HECOBCPIICHHKMI OCTCONTHE3, PEAYKIMA KOHCUHOCTEH, KHPOCKOAMOT,
cumapos Apxo-Jlesuna, runodocdarasng, KaMNOMCITHYCCKAN AWCIIAINA,
OCTCOXOHAPOAHCINEINA, AXOHIPO-THIOXOHIPOIIAIHA

Il otnen | KHCTO3HAS rurpoMa, AMNoMa mem

Cepaue BIIC, cunpom Jln Jiwopioxm
Jlerxue KHCTOIHO-A1CHOMETOSHELR NOPOX AETKHX, AHAPPAIMATLHAN TPRIKA,
cHnapom Opunca

Obmen sewecrs | Cunapor bexarra-Buaemana, AChuumT LIHHHOLETIONEIHOM 3-rHAPOKCH-
atpu-KoA-acrnaporenass xuphsix kueaor, GM I -ranmmosnios, CJIOC,
siraMui-D-pesucrentuntil paxur, cunapom Lleaspercpa

Kposereophas Anemus [lafinmonna-baexpena, AHIIPHTPONOITHYECKER aHEMHS, NOPHK-
pHAa, aHemis Dasikonn, AcHCTENC Nnapsosupyca 19, a-ranaccemus

KKT Bosesns Kpora, aTpe3ns ABCHAMUATHNCPCTHON KHIIKH, ATPCINA NMHLIEBO-
A, CTEHO TOHKOA KMIIKH

Mbatmm CHIIPOM aKHHEIHI N0, MHOTOHNYCCKAR JIMCTPODHS, CIIMHATLHAR
aMHOTPOGHS

TMepeanns Gprow- | Omdanoucse, raCTPOMIMIHC, IKCTPODHI KIOAKH

HaR CTENKA

Huoe Anomanmu crelan rena, curapom bpaxsana—Jlanre, namysonedmumT,

accoumaims CHARGE, sposaennsil numdariueckuit oTex, CHHApoOM
Hynan, cuiupom lNepamana, cnnapom EEC

Cpean BIP, couetalommxcs ¢ XpOMOCOMHBIMH aHOMAIHAMH, Hanbosnee ya-
CTO BH3YANHIHPYIOTCH: oMdanouene; IyoNeHANbHAS ATPE3NA; BPOXKACHHA Ha-
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(parmanbHas rpeika; MOPOKH MOMEBBUIETHTENbHOH CHCTEMBI, COMNpPOBOKIAIO-
UIHECH MANIOBO/IHEM.

p BLIABNCHHH NOPOKOR Pa3BHTHA HEOOXOIHMO PEIIHTEL BOMPOC O BHINO-
HEHHH NPEHATANBHON HHBAIHBHONR THANHOCTHKH BCNIE/ICTBHE BLICOKOH BEPOATHO-
CTH M3MEHEHHHA B XpOMOCOMHOM Habope nnoaa.

[TOMHMO BBIlLICYKA3AHHBIX NAPAMETPOB, OOA3ATC/ILHBIM KOMIIOHEHTOM B Yiib-
TPa3ByKOBOM CKPHHHHIE B | TpHMeCTpe OEPEMEHHOCTH ABASETCH MCCACN0BAHHE
KPOBOTOKZ MArouHbIX apTepHi 18 OUEHKH BOIMOAKHOIO HApPYLICHHA MIALCH-
Taphoi gynkumn. CHHKEHHE MAaTOYHONO KPOBOTOKA B apTEPHAX HA ITOM CPOKE
NO3BONKCT BHIABHTH NOBBLILICHHLIC PHCKH TAKHX OCIOKHEHHH BTOPOH NOAOBHHEI
OEepeMEHHOCTH, KaK 3a/ICPHKKA BHY TPHYTPOGHOIO pa3BHTHA NUI0AA, MPEIKIAMIICHS,
AHTCHATAILHAA CMEPTH U101, HEBLIHALLIMBAHHE Ha GO/IBIIMX CPOKAX,

3anaun Y3H e Il Tpumectpe (nposoautca wa 18-21-i wenene (126-
147 anei):

1) AeTanbHAR OLEHKA AHATOMMH NU101a C UE/IbI0 OOHAPYKCHHS Y HETrO MapKe-
POB XPOMOCOMHBIX GOJIe3HEH, NOPOKOB Pa3BHTHA, B TOM YHC/IE MPOARANIOUHXCA
Ha NOIAHHX CPOKAX OEpPeMEHHOCTH (HEKOTOpbIe NOPOKH CEepaua, rHapoHedpos H
Merayperep, BEHTPHKYIOMETAIHA H rHApoUehania, KHIIeYHas HENMPOXOAHMOCTS,
HOBOOOPA30BaHHA ), PAHHUX (POPM 3ANCPKKH PAIBHTHA IUIOA, NATOIOrHH ILIALCH-
Thl, AHOMATHLHOTO KOJIHHECTBA OKONOILIOAHBIX BOL,

2) IONNAEPOBCKOE HCCIIEAOBAHHE MATOMHO-IUIALIEHTAPHOND KPOBOTOKA;

3) eeinosiHeHHe Ixokapanorpadun ¢ nonnaeporpadueit oaa npu nogospe-
HHH Ha NOPOKH Cepala, OCOOEHHO B CACIYFOLLHX CITYHanX:

— yseanuennas TBIT;

— 3aYaTHE C NOMOLLBIO IKCTPAKOPNOPATLHOIO ONJIOIOTBOPEHHS

— BBIABJICHHE IKCTPAKAPAHAILHON aHOMANHH NpH 00bivHOM Y3H;

~ MOHOXOPHA/ILHBIE IHAMHHOTHYECKHE OH3HELbI;

~ MONO3PEHHE HA NEHETHHECKOE 3abosieBaHHe (XPOMOCOMHYIO AHOMAIHIO
nioja), Bo3HMKWee B xoae ckpunuura Bk/IHK mwin HHBa3uBHOro reHeTHyeckoro
TECTHPOBAHHA;

~ BO3ACHCTBHE NOTEHUWANBLHO TEPATONEHHBIX AreHTOB (HaNpHMeEp, Napok-
CETHHA);

— cemeinas ucropua BIIC, ocobenno y poaurens wau npeasuiymero pe-
Oenka;

— 3a0onesanus Marepu 10 GEPEMEHHOCTH, TAKHC KAk caxapHbiii auaber,
(penmakeToHypHa, BoMaHKa Wik cuiapom Lllerpena, npH KOTOpPLIX NpHCYTCTBHE
AHTHTEN, HANPHMEP AHTHTENA K UHTOMA3MarHucckoMy anTHreny (SSA, SSB),
MOXET NPHBECTH K OnioKane cepaua;

~ 3apaXeHHEe MaTepH KPacHyXOH Ha paHHHX CPOKaX GEPeMEHHOCTH;

4) hopmupoBasKe rpynn pHcKa no pasBHTHIO NecTo3a, 3aAepaKKH pPasBHTHA
wi04a ¥ naaueHTapuoit Heaocrarounoct! B 111 rpumectpe;
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5) oueHKa MOMOKEHHA M NPEUICKAHHA IUI0NA, PACMONOKCHHA UIALCHTSI,
pocTa n10/a, 0GbemMa aMHHOTHHECKOH AHIKOCTH H COCTOAHHA NI0AA.

Tpanceazunarvnoe V3H aeraemes 3010muim cmandapmaom 013 OYenKu pac-
NOIONCENUR RAGYENMB NPU NOOO3IPenuu Ha npeotexcanue miayenmot. OUCHKA
JUIHHBL IWEAKH MAartku fyTeMm TPAHCBArMHANLHOMO obciienoBaHus no 24 Henensb
OepeMEHHOCTH MOKET NOMOYb BBIABHTL AEHIIHH C HCTMHKO-UEPBHKAILHON He-
JOCTATOYHOCTBLIO H BBICOKHM PHCKOM MPEAICBPEMCHHBIX POIOB H CAENaTh BO3-
MOMHBIM BMEILATEILCTBO, BKJIIOHAS HAIOKCHHE CEPRIAKE, HIH A0NOIHHTEIBLHOE
BBC/ICHHE NMPOrecTepoHa.

YAbTpasByKOBbIC MPHIHAKH JUTA AHHAMHYECKOro HabmoneHus B 11 Tpume-
crpe GepeMeHHOCTH:

1. Anamarvuwiii pocm nioda. ToeropHoe Y3H pekoMeHI0BaHO Ui MO-
HHTOPHHIA CKOPOCTH YBE/THYEHHA GHNapHETANLHOIO JHAMETpa roIoBKH 11044,
OKPYAHOCTH JKMBOTA M JUTHHBI Ge/IPpeHHON KOCTH JUIA HCK/IOMEHHA 3a1EpPiKKH
pOCTa MUI0AA C 3aNePKKOH BHY TPHYTPOOHOIO paisnTa. CHMMETpHYHAN 3a1epXk-
Ka BHYTPHYTPOOHOIO pasBUTHA HAYMHAETCH HA PAHHHX CPOKax BepeMeHHOCTH H
BbI3BIBACTCA XPOMOCOMHBLIMH/TEHETHYECKHMH BHOMAIHAMH WIH BHYTPHYTpPOG-
HbIMH HHPEKUHAMHK, ACHMMETPHYHOE OFPAHHYEHHE POCTA NPOSBIAETCA NOTKE H
ABJIAETCA PE3Y/ILTATOM MATCPHHCKHMX 3abonesanuii win nuTaHus. JlHHaMuueckoe
Y31 MOKHO HCNONB30BATL LIS BLIABJICHHA MAKPOCOMHH (H3MEPEHHE OTHOLLIEHHA
OKPYKHOCTH KHBOTA K OKPYKHOCTH NOJIOBbI).

2. Anavanuu LHC niooa. Y3H umeer 95%-Hyi0 H4yBCTBHTEILHOCTH B JIH-
arHoCTHKe ruapouedanun, MHeNOMEHHHIOUECHE, awdHuedanun, nuedanoie-
Nle, KPAHHOCHHOCTO3a H MOPOKOB Pa3sBMTHA NOJIOBHOIO Mo3ra (nopauuedanus).
[noaw ¢ ruapouedannedi HIHM MHEOMEHHHTOLENE JOMKHB! ObITh 06CICA0BaHbI
Ha HAIHYHE XPOMOCOMHBIX AHOMATHI HIH aHATOMHYECKMX Ae(eKTOB B cepacu-
HOH, NoYeqHON K ckeneTHol cuctemax. ConyTcTeylomHe AedeKTs NPHCYTCTBYIOT
B 90-95 % cayuaes.

3. Anovmanuu 2pyonoll Kiemxu niooa: NEroMHas MMNONA3KA, TUICBPANbHbI
BBINOT, KHCTO3HO-A/IHOMATOMIHbIE MAL(OPMALIMH, CEKBECTPALIHA # OPOHXOreH-
HbIC KHCTBI. JIHAarHo3 BpoMKACHHON IHa(parMaibHON rpbiXH OCHOBBLIBACTCA Ha
HAIHUHH KHILUKH WIH NCYEHH B MPYIHONH KIETKE C COOTBETCTBYIOLHM KPOBOCHAG-
KEHHEM, CMEIICHHEM CPCAOCTEHHA H FHNONIA3MEN NErKHX.,

4. Anamanuu cepoya n1ooa: XpOMOCOMHBIE AHOMAITHH, BOIAHKA TUI0JA, Ma-
N0BOAME WM MHOrosoane, omdanouene, awagparManbHas rpeika, AedexTsl B
APYTHX CHCTEMAX € HIBECTHBIMH CCPACUHBIMH ACCOUMALIHAMM, CeMEHHAA HCTOPHA
BPOKIECHHBIX MOPOKOB CEP/LA, CaxapHbiii 1HabeT WiH CHCTEMHas KpacHas BoJi-
YAHKA MATEPH, NMPHEM MATEPHIO MPENAPATOR JMTHA HIH IIPOrCCTEPOHA, ATKOIOIs,
(eranbHbIC APHTMHH.

3. XKenyoouno-xumeynwie anavanuu nroda. 'actpomnsuc u ompanouene
Jierxo auarsocTupytorea npu Y3H. Y3H uMeer HHIKYI0 4YBCTBHTEIBHOCTL B 1M~
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arHOCTHKE HENPOXOAHMOCTH, HA KOTOPYHO KOCBCHHO YKA3bIBACT HAMYHE MHOMO-
BOIHA, TUIOXO BHIYATHIHPYEMan KHIIKA JHCTaNbHEE OOCTPYKUMH. DXOreHHOCTH
KHIIEYHHKA, MEKOHHERBIH NMEPHTOHHT H 00PA30BAHHE MCEBAOKHCT CBHICTE/ILCTBY -
10T 0 MyKOBHCIIH/103¢. Bee nepeyncieHHbie HapyeHHA YKa3biBaloT Ha HeoOXoau-
MOCTb AATLHEHIICrO UHTONCHETHYECKOTO HCC/IEIOBAHKA MJIONA.

6. Anavanuu Mouenan060i cucmems: N100Q: AreHe3Ns NoYeK, KHCTo3Has 6o-
Ne3nb, 00CTPYKTHBHBIC NOpakeHus (06CTPY KUHA IOXaHOMHO-MATOYHOTO Nepexona
H KNANaHoB 3a1HEH YpeTpsl) H OnyXonH novek. MOXKHO OLEHHTE pazMepsl NnoYex,
HCTOHYEHHE NAPEHXUMbI H KHCTBI, OTHOILCHHE OKPYKHOCTH MOYEK K OKPYKHOCTH
AHBOTA, IHAMETPEI Ta3a H MOYEBO ACLIHT, @ TAKKE AHATOMHIO YPETPLl H MOYEBOTO
ny3eipa. OObeM AMHHOTHHECKOH JKHAKOCTH NMO3BONSCT CYAHTS O (PYHKLUMH M0YEK.
Manoeonue CBA3AHO C IUIOXHM NPOrHOIOM.

7. Anomanuu cxerema nioda: CKENCTHAR AHCNNAIHA, AXOHIPOILIA3HA, HECO-
BEPIIEHHHH OCTEOreHes, MNOJTHAAKTHIHA H SKTPOLAKTHIIHA. BhIABICHHE CKENCTHOM
JAMCIUIA3HM M MPOrHO3 OTHOCHTETLHO TOYHBI, BOIMOKHA MMNEPAHArHOCTHKA.

Cxpuannr ¢ nomoumsio Y3H B 111 TpumecTpe nanpaenes npeumy miecTaeH-
HO Ha OUCHKY aKyWEPCKOH CHTYALUMH W BEPOATHOCTH AKYIIEPCKHX OCIOKHEHMNH,
OKOJIOTUTOIHBIX BOJ, CTPOCHHA M PACTIONOAKCHHS MUIALCHTBI, AHATOMHH M104a M
COOTBETCTBHA pa3Mepa ruioaa cpoky bepementnocti. Y3HU 8 111 tpumectpe moxer
BLIABHTE 0,5 % HOBBLIX aHOMANMIT y MUI0/1A, TAK KAK HEKOTOPLIC H3 HHUX, BKIIOUAS
NOPAKEHHA CEPALA, ATPE3HIO ABCHANUATHNEPCTHOH KHIIKM H AXOHAPOILIAIHIO,
MOTYT HE BH3yanu3nposarscs Bo spems Y3H s 11 tpumectpe.

MArHHTHO-PE30OHAHCHAS TOMOTPA®HS

MPT HCnonb3yerca npu OUCHKE CAYHaeB ¢ COMHHTEILHBIMH Pe3yIbTaTaMH
Y3H wan koraa npeHataibioe Y3H HE ABISCTCA HANCKHBIM U1 BBIABICHHS aHO-
MaTHii II0Aa (HaNpHMEP, NPH OXHPEHHH MATEPH WK ManoBoauu). Het aannsix o
HerarieHOM BoaneHcTBHH MPT Ha OepeMeHHYI0 KCHIUHHY HIH M0,

IMocne 20 wenens GepementocTH MPT MOKET HIPaTh AONOMHHTENBHYIO POJib
1o cpasHenmio ¢ Y3U. MPT nyviie HaeHTHYHUHPYET AHOMATHH MOIOBHONO MO3ra.

Jas MuHuMH3auMK apTeakToB ABHKEHHA NPEHMYLIECTBO HMEET MpH-
MeHeHHe ObicTporo M ceepxOsicTporo metona MPT. Mcnonsayiores paziniHbie
NOC/ICI0BATEILHOCTH, B TOM HHCJIE IXOMNUIAHAPHBIE, OJHOKPATHBIE TYpOO ChHH-
0 (HASTE) u Geictporo cnun-ax0 (RARE). HASTE 3apexomeniosan ceds kak
NPEBOCXOAHLIA MeTOA BHIyanulaunu nioaa. Boamoxno MPT-uccaenosanue ¢
KOHTPACTHPOBAHHEM I'A0/IHHHEM, HO TONILKO B CITy4ae, KOMAa Nojib3a NpeesiaeT
NOTCHUHANIBHBIHA PHCK U1 n10aa.

[Mpeumymecrsa MPT:

— OTCYTCTBHE HOHH3IHPYIOLIENO HINTYUCHHS;

~ MHOTOI/IOCKOCTHAA BH3YAIH3ALIHA;
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— ODUIMPHOCTH 30H HCCACAOBAHHA;

— MPEBOCXOHOC YCHICHHE KOHTPACTa MATKHX TKaHe;

— XOpollee Ka4eCTBO H300PaKEHHA NPH MATOBOIHH;

— Donee BHICOKAA TOMHOCTL HIMEPEHHI, 0COOEHHO 0OBLEMOB;

— JIYMIIAR BH3YAIH3ALUHA BHYTPHUCPEIHBIX CTPYKTYP.

Orpaunyenns MPT:

— MIOXas BH3yanu3aima 10 20 Henesb OepeMEHHOCTH;

— He 0100peH 1A LWHPOKOTO HCTIONBIOBAHHA, HECMOTPA HA OTCYTCTBME 3Ha-
YHTENLHOTO pHcKa nocne | TpumecTpa;

~ BO3MOKHO HCnosb3osanue MPT, ecu apyrie MeToas! HEHOHH3HpYIOLLEH
BHIYATH3AUHH HEANCKBATHBI HIIH €CITH JUIR AdnbHCHLIEH oueHkH Tpedyercs HOHH-
IHPYIOLIEE HATYHEHHE,

IMokazauuamu K npoeeaeHuo MPT:

— AHOMAIHH TOJIOBHOMO MO3ra [UI0oAa: Haubo/ee YCNewHo BLISRNSET
AHOMANMK 3a7HCH HEPenHOH AMKH, MMIPALHOHHLIC AHOMAIHH (BPOKACHHLIC
ManbpopmalH, 00YCNIOBIEHHBIE MOPAKEHHEM MHIPHPYIOLIMX HeitpobnacTos
Ha 3-5-M MECAUAX recTalH, HanpuMmep JMcCIHUeanus, NONHMHKPOrHPHS,
wn3sHuedanus) na 30-32-i nenene GepeMEHHOCTH, ANCHEIHIO MO3OIMCTONO Tena,
naroloruio 6eoro BelecTsa, ruapouedaniio H HILEMHYECKHE HIH reMOopparu-
YecKHe NOpaKeHHS;

~ aHanu3 o0BEMOB: pasMep IUIONA WIH OTAC/HBHLIX OPraHoB, HanpHMep
NCYCHH; HENPABHILHOE MOMOKEHHE KHIIEYHHKA MPH OTCYTCTBHH J0CTOBEPHBIX
Y/IBTPA3BY KOBBIX NPH3IHAKOB; HAeHTH(HKaLHA 00pasoBaHMii HA wee U104a, TAKHX
KaK KHCTO3HAA MMIPOMa M TEPATOMA, L1A BLINOIHEHHS PAHHHX BMCLUIATE/ILCTE MPH
HATHYHH NOKA3AHHHA;

— BPOXKACHHBIR rEMOXpOMaTo3;

—~ CHHOPOM AMHHOTHYCCKHX NEPETAAKEK.

PEHTTEHOI PAOUSA

[Npenaransias peHTreHOrpadHa HIPaeT OrPAHHUCHHYIO POib H3-3a ONACHO-
CTH HOHM3HPYIOWIETO HATYHEHHS 1A TUI0a H HAJIMYHA APYIHX BAPHAHTOB HEHO-
HHIHPYIOLHX METO0B BH3yanusauun. Kpome Toro, HaoxeHue Koctei Marepu u
1012 3aTPYAHACT HHTEPIPETALHIO PE3YJIETATOR.

KT Takixe HMeeT OrpaHH4€HHOE NPHMEHEHHE B NPEHATANLHOM JIHArHOCTHKE.
Xoma npenaransHas Tpexmepras KT moxer npeaocrasurs 6onee noapodHbie H3o-
OpakeHHs NO3BOHOYHWKA W KOCTeH Tasa, yem Y3H, obnyueHune niona HaxoauTes
B ananaszone 3 mIp, u nostomy nauueiil MeTon He pexoMerayercs. Menonssyerca
KT B cayuwasx, xorna MPT npotHBonokazaHa MarepH (HanpHMep, ciiH y Hee ecTs
KapAHOCTHMYJIATOP, BHYTPHITIA3HOE METALTHYECKOE HHOPOAHOC TEJIO HIH BHY-
TPHUCPCNHbIC (heppoMarHHTHBIE XHPYPIrHYECKHE KIHICHE).
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OCHOBHOE NPEHMY LIECTBO HAJL IPY THMH MeToaamK Busyanu3aunn KT umeer
B IHArHOCTHKE HapyWeHWH KOCTHOH aHaroMuu niosa. Ero orpanuyenns g | Tpu-
MECTPE CBA3AHLI C BOIMOKHLIM TEPATONEHE30M H PHCKOM HHAYKIHH paka Wi-3a
HOHH3MpYIowero Hutyuenns. Coobluaercs, 4To pHCK CMEPTHOCTH OT paka coCTas-
nset | cayyai Ha 220440 nereit, noaseprunxcs KT BHyTpHyTpoGHO.

MATIHHTOKAPTHOTPAOHS

Cepauebnenne IMOPHOHA PErHCTPHPYETCA HE PaHee YeM B 5 Hele/b NpH ero
pazmepax 2-4 mm (B cpeaHem 6-6,5 Henenb GepeMCHHOCTH) NPH TPAHCBArHHAL-
HOM HCCJICIOBAHKK M HA HEAENKO NOTKE NpH TpancabaomuHansHom. [pu pamepe
aMOpHoHa Gonee 5 MM 8 90 % cryuaes onpenenserca cepaueduenne. Orcyrcraue
cepaueOHeHus y sMOproHa Gonee 7 MM SBISETCH KPHTEPHEM HEPA3BHBAIOWICHCR
GepemeHHOCTH.

DeTanbHas MArHHTOKAPAHOrPadHa MOKET BLIABHTH YUIHHEHHE MHTCpBANA
QT wan cunapom Bonea—Tlapkuncona—Yaiira myrem ouenku 3youa T. Huskuit
yannHeHHbi 3yGeu T sansercs HHPOPMATHBHBIM HHIHKATOPOM COCTORAHHA.

KOMBEMHHPORAHHBIN MPEHATATLHBIA CKPHHHHT

OnHOBPEMEHHOE BbINOIHEHHE YIBTPA3BYKOBBIX H OHOXHMHUCCKHX HCCeno-
BaHuii B | TpHMECTpe OEPEMEHHOCTH YBEIHYHBACT BEPOATHOCTH BLIABICHHA XPO-
MOCOMHO#H GO/IE3HR y MU10/1a B npeHaTanbHOM nepuone. Takoe codeTanue paziny-
HBIX METOZI0B HCCIEIOBAHHA B PAMKAX OHOM CKPHHHMPYIOLIEH NPOrpaMMbl HOCHT
HA3BAHHC KOMOHHHPOBAHHOTO NMPEHATANBHONO CKPHHHHIA.

Kavbunuposannwiii npenamanbuoiit ckpununz Hanpasnex Ha GopMHpoBaHue
rPYNiibl BLICOKOTO PHCKA M0 BHIARICHHIO YHC/IOBBIX HAPYIWICHHH XPOMOCOM, HaH-
Gonee yacTsie U3 KoTopwix cHHApom Jlayna (Tpucomus 21), cuapom Dneapaca
(Tprcomus 18), cunapom lNaray (Tpucomus 13). YyBCTBHTENBHOCTS H CieUHHY-
HOCTb KOMOHHHPOBAHHOTO MPEHATANBHONO CKPHHHHIA COCTARNAIOT He Gonee 96 u
99.9 % COOTBETCTBEHHO.

KomOHHHpOBanHbIH npeHaranbHbiil CKPHHUHT GepeMeHHBbIX 18 GopMHpora-
HHR TPYTINbI PHCKA N0 POAUICHHIO ACTei C XPOMOCOMHBIMH BONIC3HAMM BKIIOHAET:

~ Y3H nnona;

— onpeaenenne amOpHocneunpHueckux/TpodobracTHyeckHx GeKoB;

— PacyeT PHCKa C HCMONb3OBAHHEM 3APErHCTPHPOBAHHLIX KOMITBIOTEPHBIX
nporpamm;

— KOHTPOJIb PE3YILTATHBHOCTH (KAYECTBA) CKPHHHHIA,

[Mopaaox ocywecTaieHns KOMOMHHPOBAHHOIO CKPHHHHIA DEpPEMEHHBIX B
I TpumecTpe B PecniyGanke Benapych pernaMeHTHpoBaH npukaom MHHHCTEPCTBA
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3apasooxpaHenns PecnyOnukn benapycs ot 25.03.2022 Ne 396 «O nposeaeHuu
KOMOHHHPOBAHHOTO CKPHHHHIA OepeMenHbiX | TpHMecTpay.

Jns AOCTHKEHHA IOCTOBEPHOCTH KOMOMHHPOBAHHOINO CKPHHHHIA HEOOX0-
AHMO obecneucHHe BPeMEHHBIX TpeDOBaHHH BBINOJIHCHHA BCEX HCCNEAOBAHMIL:
NOMYHEHHE BEHO3HON KPOBH OCYUIECTBIAETCA B IeHb nposeacHua Y3U wan ne
nozaxee 48 4 nocne Hero.

Pacyer pHcka no XpoMOCOMHBIM GOE3HAM B paMKax KOMOHHHPOBAHHOIO
NPEHATANLHOTO CKPHHHHIA BbinoiHsercs GepementnivM ¢ KTP niona ve mence
40 mm 1 He Gonee 80 MM, NPH TOM HCNONB3YETCH CNEUHANBHOE 3aPErHCTPHPO-
BAHHOC NpOrpaMMHoe obecneyeHHe.

B HacTosuiee BpeMA NPHMEHAIOTCA CCIAYIOIINE KOMNBLIOTEPHBIE NPOrpam-
Mbl pacueTa pMcka passHTHa nopoxos ruiona: LifeCycle™ (PerkinElmer, Inc.,
CLUA), ASTRAIA (NEXUS / ASTRAIA GmbH, I'epmanus), PRISCA (Siemens,
lepmanns), PIA Fetal Database (GE-Medical Systems, ['epmanus).

TporpaMMbl pacCYHTLIBAIOT CACAYIONMIHE HHAHBHAYAIbHBIE PHCKH HATHUMS
XpPOMOCOMHO# Goneznn y iona:

— PHCK, COOTBETCTBYIOUIHI BO3pacTy BepeMeHHOI;

— OMOXMMMUCCKHIT PHCK: Ha OCHOBAHHH PE3Y/NLTATOB HCCIEAOBAHHA OHOXH-
MH4YeCKHX Mapkepos (PAPP-A, cs. B-XI'Y, cB. actpuon, A®IT), ¢ pacuerom MoM
H KOppeKUHeH Ha HHAHBHAYANbHbLIC JaHHbie 0 OepemeHHOl (Bo3pact, macca Tena,
ITHHYECKAR NPHHANICHKHOCT, KyPEHHE, HATHYHE B aHAMHE3e GCPEMEHHOCTH ¢
TPHCOMHEHR Y MU104a, caxapHbiii AnabeT, HCNONb30BAHKHE MCTOJ0B BCIOMOTATE b=
HOH penpoy KTHBHOMH TEXHONOIHH);

~ PHCK, PACCHHTAHHbIA HA OCHOBAHWH MCCNIEIOBAHHA YILTPA3BY KOBOIO Map-
Kepa xpomocoMHoi narosiorum — TBIT ¢ pacuerom MoM;

~ KOMOMHHPOBaHHBIH PHCK: HA OCHOBAHHM BO3PACTHOTO PHCKA, PE3Y/ILTATOR
MCCNIEA0BAHKA GHOXHMHYECKHX M YIBTPA3By KOBBIX MAPKEpPOB ¢ pacyeTom MoM u
KOppeKuHeH Ha HHIMBHIYA/IbHBIC AaHHBIE 0 GEpeMEHHOI,

TporpaMmbl NO3BOASIOT OLEHHTS:

~ PHCK XpOMOCOMHbIX Gonesneit — cunapomos [layna, Dasapaca, INaray
(8 I u Il TpumecTpax);

~ puck BITP — JIHT (B 1l Tpumectpe).

HMHTepnpeTaums pesyibTaros OCHOBBIBACTCS HA BEJIHYMHE PACCUMTAHHONO
HHAMBHAYATBHOrO KOMOHHHPOBAHHOIO pHCKA. BLICOKHIT PHCK HATHYHA narono-
THH (BbILIE NOPOra OTCEYKH — CTATHCTHYECKOH BEJIMMHHBL, COOTBETCTBYIONIEH
PHCKY POAIECHHA pebeHKa ¢ NaToNoruei) ABASETCA OCHOBAHHEM JUIA anbHeiero
obcnenosanna GepeMeHHOM C NPOBEACHHEM HHBA3HBHBIX METOIOB IHArHOCTHKH.

B nporpamme PRISCA mns Tpucomun 21 nopor OTceukH cocrasaser
1 : 250. 310 03HauaeT, 4TO BEPOATHOCTL POAKICHHS pebeHka ¢ cHHapomom Jlayna
cocragnet | peGenok Ha 250 GepeMeHHOCTEH 1pH NAHHBIX pe3y/ikTaTax (BO3pact,
naHHble 0 OepemennOi, pesynsTathl GHoXHMMUYeckuX Tectos, Y3H). Pesynbrarsi
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CKPHHHHIA, paccunTanneie nporpammoit PRISCA, npeacrasasiores B sune aua-
FPAMMBI H COOTHOLLCHHA, KOTOPbIC OTOOpAXKAIOT IWaHChl pebeHka Ha HANHYHe na-
ToNorui (puc. 3).

Pucx
1:10,..

Baospacr

1396 1719 2123 25 27 29 31 33 35 37 39 41 43 45 47 49 |

. HIDKE NOPOra OTCexM, “ wxe NOPOra OTCCURH, BIIe BOSPACTHONO PHCKA, . BHLE NOPOra OTCCKM

Puc. 3. JinarpaMsa, tpeacTanasiomas WHIIHBIY AILHKI pHCK no nporpamye PRISCA

Tak, Hanpumep, eciu B Granke 3akmodenus PRISCA YKa3aHo, 4TO PHCK CO-
crasnser 1 : 100, 10 370 03unavaer, 410 u3 100 KEHUMH C TAKHM Ke pe3yNLTaTOM
y | poanrcs peGeHoK ¢ XPOMOCOMHBIMH aHOMATHAMH, a Y OCTansHbX 99 — 3n0-
POBBLIC JICTH.

B nporpamme ASTRAIA npu pacuere puckos YUHTBIBAIOTCA JIOMOIHH-
TC/IbHbIC YNETPA3BYKOBbIC MAPAMETPhI, YTO NACT BOIMOKHOCTE MOBBLICHTL BHISB-
JieHne naronorui y niosa (puc. 4). PHCK XpOMOCOMHBIX aHOMATHH N0 cHCTeMe
ASTRAIA nossimen npu nopore orceuxs or | : 100.

Ipn pacueTe yposHs pHCKa ClieIyeT MOMHMTS: YeM Bhillie 3HAMEHATEb, TEM
HHAE ypOBeHB pHcka. Hanpumep, yposens pucka 1 : 100 (1o ects | ciyyail Ha
100 AeHIHH, NPOWEeMINX CKPHHHHT) HIKe yposHs pucka 1 : 50 (1 ciaywvaii wa
50 KeHIIMH, NPOWIEAWHX CKPHHHHT).

Cornacho nporpaMmam, npHMEHSEMBIM B PecnyGnuxe Benapycs, k rpynne
BBICOKOTO pHCKa M0 XpOMOCOMHOJi NATONIOMMH TUIONA OTHOCAT GEPEMEHHBIX npu
PacieTHOM 3HaYicHun pucka 1 : 360 u Bblwe — w1 cunapoma Jlayua, 1 : 2000 u
BbILIC — 214 cHHapoma [Naray u cunapoma Dasapaca.
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Puc. 4. Jlnarpamma, NpCACTABNRIONIAR HHAHBUAYANLHL puck no nporpassme ASTRAIA

B Tex ciryuasx, xorna GHOXHMHUECKHI M Y ITPa3BYKOBO# CKPHHMHT, @ TAKKe
PACHET pHCKA XPOMOCOMHBIX Dosie3nedt W narosoruy B | TpHMecTpe JNEMOHCTPH-
PYIOT OTPHUATE/ILHBIN Pe3yNBTaT, NOCACAYIOWHI KOMOHHHPOBAHHBI CKPHHHHI
MOMKET HE MPOBOJAHTHCH.

bepemenubie H3 rpynibl BHICOKOIO PHCKa MO XPOMOCOMHBIM GONEIHAM MU10-
Aa HaNpaRARIOTCA JUIA MEAHKO-TEHETHUECKOTO KOHCY/ILTHPOBAHHA M onpeneie-
HHS O0beMa nanbHefiel NPeHaTAILHON AHArHOCTHKH: KHTEbHHIL MHUHCKa H
Munckolt obnactw — B oraenenme npeHaransHoi auarsoctukn PHITL «Mams
H TR, KHTCALHHIB OCTANLHBIX PEFHOHOB — B 00IACTHLIC MEIHKO-ICHETHYe-
CKHE LICHTPbI (OTACCHHA, KOHCYJBTALMH) 110 MECTY AHTEILCTEA (NpebhiBanns)
GepemeHHo.

Takum oOpazom, npeHaTanbHbIil KOMOHHHPOBAHHBIN CKPHHHHT MO3BO/RET
BBIUICHTE FPYNNbI PHCKA H JIAET BO3MOKHOCTH BRICTPOHTE HHAMBHAYATLHBIH M1
seneHus GepeMeHHOCTH. [pH YCTaHOBACHHH Y GePEMEHHOM KEHIMHBI BHICOKOO
PHCKA M0 XPOMOCOMHBIM HAPYWIEHHAM Y U102 NPHHHMACTCH PellieHHe O NpoBe-
JACHHH HHBA3HBHOM NPEHATANILHON AHArHOCTHKM.

HHBA3HBHBIE METO/IbI MIPEHATAJILHOW IMATHOCTUKH

HHBasusHas npenaTanbHas aMarnocTuka 8 PecnyGrmke Benapycs Buinonns-
€TCH B COOTBETCTBHH ¢ MHCTPYKUMEH 0 NOPA/KE NPOBENCHHS MEIHKO-TeHETHYe-
CROTO KOHCY/IBTHPOBAHHA M JHArHOCTHKW IPAXIaH B rOCYJAAPCTBEHHBIX OPIaHH-
JAUMAX IAPABOOXPAHEHNA, YTBEPAKACHHOH nocTanornennem Cosera MunmcTpos
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PecnyGnuxu Benapycs ot 28.03.2007 Ne 26, a Takxe HHCTpYKuMeH «Metoa unea-
IMBHOH NPCHATATLHON JIHAHOCTHKH XPOMOCOMHO# NATONOMMMK NIoaay, yYTBEpK-
AeHHOH MunucrepcToM 3apasooxpanenns Pecny6anku Benapyck or 06.06.2014
Ne 153-1113.

YCTaHOR/CHHE IHArHO3a XPOMOCOMHO# NATONOTHH Y N/10/18 BOIMOKHO TOMb-
KO B PE3yJIBTATC HCCACA0BAHHA XPOMOCOM IUI0NA B MarepHaie, Mojly4eHHOM OT
wioaa. lonyyeHne Mareprana OT MI0AA OCYUIECTRIASETCH C NOMOLIBI0 HHBAHB-
HOMO BMewarebeTea. [loaToMy B TeX Cilywasx, KOraa npeHaTanbHbii CKPHHHHT
BBIABAACT PHCKH (NONOKHTENBHBIH ), KEHUMHAM NPEUIAracTCS HHBAIHBHAS NPO-
UeAYpa € HeNbio MO0 TKAHEH MUIONA UIA BHINOAHEHHS NPEHMYILIECTBEHHO UHTO-
TEHETHYECKHX MCCAeI0BaHHA.

KoHcyssTHpoBanie GEPEMEHHBIX ¢ BHICOKHM PHCKOM B CrCUHANTHIHPOBAH-
HBEIX UCHTPax ONpeaesfeT HYXKAAOMWMHXCA U aanbHeimero yrnyGnenHoro uu-
TOFEHETHYECKOIO M JIPYTHX JMArHOCTHYECKHX MCCICAOBaHMH C BBINOTHEHHEM
HHBA3HBHBIX Npoueayp (GHONCHA BOPCHH XOPHOHA, AMHHOLICHTES, KOpAOLEHTES),
BbiGop HHBA3IHBHOH MAHUNYAALMK ONpenensercs CpoKOM BepeMeHHOCTH, cocToR-
HHEM GEPEMEHHOM KEHILIMHBI, HATHYHEM TEXHHYECKHX BOIMOKHOCTEH.

[lokazaHnaMH I8 NpoBeaeHHN OEPEMEHHBIM HHBA3HEHOM NPEeHATANLHOMN
JIHArHOCTHKH ABAAIOTCA:

1) Bo3pacT xeHumub 38 neT u crapue;

2) HOCHTETLCTBO XPOMOCOMHBIX NIEPECTPOEK ONHHM 3 Cynpyroe;

3) cunapom Jlayna y panee pokieHHoro peberka wam nioza, abopruposau-
HOTO NO MEAHKO-TEHETHYECKHUM MOKAZaAHHAM;

4) NOBBLIEHHBIA PHCK XPOMOCOMHON NAaTONOIMK Yy miona no pesyasraram
NPEHATANBLHONO CKPHHHHIA;

5) KOCBEHHbIE YNLTPA3BYKOBHIE MAPKEPH XPOMOCOMHBIX OO/IE3HEH, BhIAR-
nennbie 8 I TpumecTpe GepemennocTy (couetanne 2 u Gonee MapKepoB), ¢ yue-
TOM PE3y/ILTATOB NPEHATANLHOTO CKPHHMHTA | TpHMecTpa;

6) BITP, Buissnennbie 8 pesynstare Y3H npu nanxol GepementocTy;

7) nOBLILEHHBIH PHCK PoXIeHHA peBeHKa ¢ MOHOTEHHOM GONEINBIO, NS KO-
TOPO# pa3paboTansl cneunHIECKHE METO/Ib NPEHATANBHON AHATHOCTHKH.

B | Tpumectpe GepemenHocTH wale BCero nposoaHTCs TPaHCUEPBHKANbLHAS
WIH TPAHCAOAOMMHANILHAS ACTTHPALIHA BOPCHH XOPHOHa, B 11 TPHMECTPE — TPAHC-
A0IOMHHANBHO AMHHOLECHTE3, ACTHPALMA BOPCHH MIALICHTHI HIH KOp/IOLIEHTE3.

HMHBa3HBHBIC BMCIIATE/ILCTEA NPOBOAATCS C COMIACHS GepeMeHHOMN KeHum-
HBl, noa koHTponeM Y3H u npH yciosum 0683aTeIbHONO MMHEKOIOMHYECKOro 06-
cnenosanus. [poBeseHHe HHBAIHBHON MAHHITYIAUMH OCYLICCTRANET CELHANHCT,
BAANCIOUHA HHBAIHBHBIMK MCTONAMMH JTHATHOCTHKM, NMPH Y4YaCTHH Bpaua Y3H,
Bpaya KIHHHYECKO#H nabopaTopHoil AHarHOCTHKH.

[1pOTHBONOKAZAHHAMM K BHITIOIHEHHIO HHBA3HBHBLIX METO0B HCC/ICIOBAHNS
ABARIOTCH:

1) THMENAA IKCTPArEHHTANBHAR NATONONHA B CTAAMH ACKOMICHCAIIHH;

2) THKE/BIC FEMOCTAZHONATHYECKHE 3a00ICBAHNA, XAPAKTEPHIYIOUIHECH 110-
BBILICHHOH KPOBOTOMHMBOCTLIO (B TOM YHCJIE M HACAEACTBEHHbIE);

3) rvofiHO-cenTHYECKHE 3a00/eBaHMs .

OTHOCHTE/IbHBIMH NPOTHBOMOKA3AHHAMM K MPHMEHEHHIO HHBATHBHON npe-
HATAILHON AMArHOCTHKH MOIYT ObITh:

= BOCMA/MTEbHbIC 3a00/IEBAHHA C NOBLILICHHEM TEMIEPATYPhi;

= Yrpo3a npepbiBaHus GEPEMEHHOCTH C KPOBAHHCTHIMH BBUICJICHHAMM;

— MHQEKUMOHHBIE 3a00NEBAHMA KOKM nepenHedl OPIOWHONA CTEHKH, npo-
MCKHOCTH;

— NPeAeCcTBOBABUIHE NaNaPOTOMHH H ONEPALIMH HA MATKE;

= HATHYHC MHOKCCTBEHHBIX (PHOPOMATOZHBIX Y3IOB B MATKCE;

— PE3yALTaTLI AHATK3A BbLACACHHH W3 _raranwa [11-1V crenenn yncroTsy;

~ MHOTOIIoNHE.

Ipu oGHapyxeHun HHbEKUMI NONOBBIX MyTell HECOGXOAHMO OCYILECTBHTE
HX CAHALMIO 210 MOYYECHHS HOPMAILHOIO Pe3ynbTaTa aHATH3a, 3ATCM MPOBECTH
HHBA3HBHYIO NPEHATAIBHY IO AHATHOCTHKY.

OOwmm TpeGoBaHHEM NMPH BBINOIHEHHH MOGOr0 METOAa HHBAIHBHOMN AMa-
FHOCTHKM SBIAETCA HANHYHE OOCNEN0BAHMS: KOHCYIBTAUMA aKylIEpPa-rHHEeKoIo-
ra M reHeTHka, ananus kpos Ha BUY, cuduamc, renarurst B u C, onpeaencune
TPYNNBl KPOBH M pe3yc-(aktopa niona, Guoxumudeckuit ckpununr n Y3H, o6-
LIHE QHATHIB! KPOBH H MOYH, AHATH3 MA3Ka H3 MONOBLIX MyTel.

buoncus eopcun xopuona (BBX) — nonyyenne opaiua TKaHH XOPHOHA;
npoueaypa npoeoautes B 10-14 wenens Gepemernocty. [1oa ynsTpa3sy KOBEIM KOH-
TPOJIEM B MOIOCTH MATKH TPAHCAOAOMHHATLHBIM WIH TPAHCLICPBHKATLHBIM 1Ty TeM
TPOBOAHTCA CIIEUHATBHBIN KATETED, YEPE3 KOTOPLIH OCY IECTRINIOT 3a60p Marepu-
ana. Obpasen NOAYHAIOT € NOMOLIBIO WIPHUA C OTPHLIEATETBHEIM TARTCHHEM UI8
acnupaumn. BOPCHHBI OTAENAIOTCA OT ACUMIYATBHON TKAHM, anee MPOBOIMTCH
XPOMOCOMHBIH aHam3. BBX ucnonbiyercs uist BhISBIEHHA XPOMOCOMHBIX HOMA-
JHi, MOHOTEHHBIX Gonesnedt (no nokazanuam), s JIHK-amarsoctHkm ( Hanpumep,
BLITRICHHE BPOKACHHOH JHCHYHKUHH KOPBI HAANOYEYHHKOB), HCCICIOBAHHS AK-
THBHOCTH JIH30COMHBIX (JEPMEHTOB B X0/IE AMATHOCTHKM JIH3OCOMHbIX Gone3Heil.

lNpenmymwectsom BBX spaserca GuicTpoe nomyuenwe pesynsrtara M Ha
TOM CpOKe, Korja npepeianne GepemeHHoCTH Gonee GezonacHo Ans marepw.
Henocrarkamm MeTona NPH3HAKOTCR HEGOABIION PHCK ArPAHEHHS MATEPHHCKH-
MH KICTKAMH W PHCK npepuiBanua Gepementoctn B 0,5-3 % cayuaes, a Takke
BO3MOKHBIC (OCTATOMHO PEAKO) TPaBMbl KOHeuHocTel ruoza. IMocne BBX menee
uem 8 0,5 % ciyuaes HabmonaeTca BArMHAIBHOC KPOBOTEYEHHE W APyTHe OC-
JIOAKHCHHA, TAKHE KaK NOATCKAHHE AMHHOTHYECKOH AKHAKOCTH, HHPEKUMA, MaTe-
PHHCKaA CeHCHOMH3AUMA.
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AMHUOKENME? — NYHKUKA AMHHOTHYECKOH NMONOCTH C LEALIO NOTYHeHHS
OKOJIOTUTOAHLIX BOJ € HX MOCACAYIOWMM NAabOPATOPHBIM HCCACAOBAHHEM. ITO
AOCTATOMHO Ge3onacHas, OTHOCHTENLHO MPOCTAS C TOYKH 3PEHHS TEXHHKH Bbi-
TOJIHCHHA Npoueaypa, NpoBoAMMas B cpoke 15-21 uenens, koTopas nossonser
OCYWECTBHTE GOMBIIOH CREKTP NOCACAYIOWIHX LIHTONEHETHUECKHX, MOJIKY IS PHO-
FEHETHUCCKHX H GHOXMMMUCCKHX HCCIEN0BAHMIL.

AMHHOUEHTE3 MOoXeT Gurms wenob3osan 8 111 Tpumectpe GepemeHHOCTH
ANA YCTAHOBJICHHA 3PEIOCTH JIETKHX TUI0/1A, KOIA €CTh BEPOSTHOCTH NpeKaespe-
MCHHBIX PO/IOB, HHPEKLMH B NONOCTH MATKH, pe3yc-KondankTa.

AMHHOUEHTE3 BLINOIIHAETCA N0A kKoHTponesm Y3HU. Hrny anamerpom 18-22G
MPOBOAAT 4EPE3 NEPEAHIOI GPIOUIHYIO CTEHKY B NOJIOCTH MATKH, Y€Pe3 Marky B
AMHHOTHYECKYIO NOIOCTH M acnHpHpyoT 10-30 M aMHHOTHYECKOH KHAKOCTH.
AMHHOTHYECKAS KHIKOCTH COAEPAKHT KACTKH KOKH, JICFKHX, MHTE/IHA MOUEBO-
IO TPaKTa 1Jioja, KOTOpLIE Jafiee BHIPALMBAKT B KYILTYPe CNeUHaNbHbIM o6pa-
30M H MPOBOIAT XPOMOCOMHBIH, OHOXHMHuUECKHH WM MOJICKYIAPHLIA aHanus.
Hanocanounas aMHHOTHYECKAR KHIKOCTS MCTIONBIYETCH /UIH HIMEPEHHS KOHLICH-
TPAUHH Takux BemecTs, Kak ADI, ropmonsl 1 hepMenTsl.

lNpouenypa ceszana ¢ HeGOMLUIMM PHCKOM CAMOTIPOH3BONBHONO npepsisa-
Hua Gepemernoctu (1 : 200-300 win ve Gonee 0,1-1,0 % caryuaes), Takke MOKeT
PA3BMBATECA PE3YC-CEHCHOMIH3AUMA (ALIOMMMYHH3aUMA). JIpyrHe BOIMOKHbIE
OCNIOKHEHHA BIJIIOMAIOT MaroqyHoe kposotevenue (1,9 %), noarekaHue oxono-
MI0AKBIX BOA (2,9 %), KOCONANOCTL NPH NPOBEACHHH Npoueayphi A0 12-ii Hene-
2 GepemeHHOCTH. JKeHuMHBI ¢ pesyc-oTpHuaTeabHOM rpynnoi KpPoBH NOKHBI
NPOHTH NpoLeaypy BBEACHHS WMMYHOMOGYIHHA yenoBeka anTHpesyc awtu-D
(Hanpumep, PesoHaTHBa) nocie aMHHOLCHTE3a (eCiH HeT NOATEEPXKACHHA TOrO,
HTO OTeLl pebeHKa TaKKe ARIACTCH Pe3yC-OTPHLATEILHBIM).

Kopoouenmes — meton uis 3a6opa KposH 1101a, NpoBOAHTCS mexay 18 u
35 nenensmu GepeMEHHOCTH, OITTHMANLHBIH CPOK — 21-22 Henenu. Karerep sro-
AHTCH B NYNOBHHY PRAOM C MECTOM €€ NMPHKPEIUICHHA MK co cBobOaHO#M netnedi
noa koHTposeM Y3H, kposb 3a0HPAIOT H3 MYNOYHON BEHBI, AAee MPOBOAAT LHTO-
FCHETHYECKHE, MOJICKY/IAPHO-TEHETHYCCKHE AHAIH3bY, TECTHI HA BHYTPHYTPOGHOE
HHOHLMPOBAHHE H MOICYET KAETOK KPOBH miona. MeToa nossonser OCYIECTBHTL
OBICTPYIO NOCTAHOBKY AHArHO3a XPOMOCOMHOMN GonesHn (kapHoTHnHpoBaHue e-
TANBHBIX THM(OUHTOB MOKET /1aTh PE3Y/ILTATH B TeueHHe 24-72 4), HCCAEA0BAHHE
JHK, MOxeT G1iTh HCTIONB30BAH VIS IMATHOCTHKH METAGOTHYECKHX 3a60nenanmi
H NATO/IONHH CHCTEMbI KPOBM (HanpHMep, Tanaccemus, remopuins, 6one3un Gon
BwuieGpanaa n ayroummynas TpomGoumronenns) y miona. Y Pe3yC-HIOHMMYHH-
IHPOBAHHBIX TUTONI0B BOIMOMKHbI IHArHOCTHKA H JICYCHHE AHEMHH 110112 H TPOMOO-
UHTONEHHH, a TakkKe BHYTPHYTPoOHOE nepenusanne KpoBH. HMMyHonoOrHueckue
TECThl MOFYT GbITh BBINOJHEHB Ha OOPA3UAX KPOBH /NN AHATHOCTHKH BHYTPH-
YTPOGHBIX HHexunii (Hanpumep, cneunpryeckuii MMMyHOOGYIHH M Ha TOKCo-
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TUIA3MO03, KPACHY XY, UHTOMETraloBHpYC, BeTpaHyo ocny, BUY): eupycnas JIHK mo-
*eT ObiTh 0GHapyxena ¢ nomoutbio MLIP s onpenenesnbix HHdeKLHil, TakuX KaK
napsosupyc B19. Onpenenenne PaO, u pH MOryT CilyKHTh BAXKHBIMH NOKA3ATE/A-
MH GaronosysHs niosa nNpy 3auepAKe WK HapyueHun ero pocra. Kopaouenres
Ao/KeH ObITh ONPAHHYCH CHTYaLHAMM, KOTZa amHuoueHtes win BBX e naior
MHGPOPMALIMK HAH NPOBOIATCRA HEAOCTATONHO CBOEBPEMEHHO. UpeckomHbIi 3a60p
NYNOBHHHON KPOBH NO3BOJNAET NOMYYHTL 00pazell KPOBH UIA LIMTOTCHETHYECKOTO
TecTUpoBanua B 95 % caywaes. [IpeuMyliecTBOM KOPAOLEHTE3a ARIACTCH BHICO-
Kajd CROPOCTH POCTa AHMM(POUMTOR, YTO MO3BONAET NMPOBOAHTHL OBICTPYIO reHeTH-
HECKYH0 IHArHOCTHKY. OCAOKHEHHAMH NPOLICIYP ARAAIOTCH CAMONPOH3IBOIBHOE
npepuiganye Gepementocty (1-2,3 %), npexaespemennsie poabt (5-9 %), rema-
TOMa MyMOBHHbI H OTC/IONKA NAALEHTDI, XopHoaMHHOHHT (0,6 %), KpoBoTCUEHHE
H3 MECTa MYHKUMH, (PCTO-MATEPHHCKOE KPOBOTEHEHHE, TPAH3IHTOpHas Gpaamkap-
ZMA H BEPTHKAILHAA NCpeava MAaTepHHCKHX MHQCKUMA, Takux kak renarut C u
BHMY. Mpeananaraemsiii pHCK BEPTHKATLHON NEPENayH OLCHHBACTCA KaK HH3KMH
H CBA3aH C BHPYCHOI Harpy3Koil Matepu. Pesyc-HIONMMYHH3aLMA nocae npouey-
Pbi 00%3aTe/IbHA Y BCEX Pe3yC-OTPHIATENBHBIX HECCHCHOMTHIHPOBAHHBIX IKEHILMH,
OCAOKHEHHA, CBA3AHHBIE C KOPAOUEHTE30M, Yallle BCTPEYAlOTCA B 3a/HEH 4acTH
TUIAUEHTBI H NPH NPOBEJEHHH Npoueaypbt 10 19 Henent GepemerHOCTH.
[Trayenmoyenmes — GHONCHA BOPCHH IIALICHTHI, TPOBOIHTCH B CPOK OT 15
20 21 nenean. [Npoussonures 3a60p TkaHK nnaueHTsl, M3 0CI0KHEHNH BO3MOXKHE!
YIPOKAIOUMH BHIKHABILLL, IEMAaTOMa NJAUEHTbI, HHPEKUHOHHBIE OCIOKHEHHS.
Buoncus opeanos u mxaneit n100a — 118 NPEHATANLHON THATHOCTHKM He-
KOTOPbIX KOKHBLIX 3a00/I€BAHHA (AHMMAPOTHYECKAA IKTOACPMAILHAS JINCIUIAZNA,
Oy/uIe3Hbii NHACPMONHI, AHCTPODHUECKHT Gy e 3HBIA HTHACPMAIHS, THIOMHIPO-
THYECKAA IKTOACPMAIBHAS JAMCTUNA3HA, ITIAOKOKHBIH ATLOHHHIM H ICHETHYECKHE
OpMBI HXTHO33) MPOBOAST YPECKOAKHYIO GHONCHIO KOXKH TUIONA MOA KOHTpOneM
¥Y3U na cpokax 17-20 neaesb. BHONCHS MeveHH naona MoxeT GbITh NoNesHa s
AHArHOCTHKH HapylleHHH MeTabonu3Ma niona (HEAOCTATOYHOCTE OPHHTHHTPAHC-
kapbamunassl, aedHuHT MOK030-6-ocharasl, Gone3Hb HAKOILICHHS mIHKOreHa 1A
HNa (Oone3ns on IHpKe), HEKETOTHUECKAR MMNEPIIHKEMHS H HEAOCTATOMHOCTS
xapbamowidocarcunmerassi ). BHONCHA MBILICYHON TKAHH NJIOJA NPOBOIHTCH N0
KOHTPaieM Y3H s AHarHocTHKH MbimeuHO#H auctpodun [lowenna—bexkepa.
Imbpuockonus — sunonuserc B | pumectpe Gepemennoctu (10 12 we-
Aeb). JUiA npoBeaeHHa IMOPHOCKONHH KECTKAR ONTHKA NPOBOAMTCA Yepe3 weH-
KY Marku B POCTPAHCTBO MEAY AMHHOHOM H XOPHOHOM JUISl BHIYA/THIALHH M-
Gpnona GO IHAOCKON MAIOro KAMKHGPa BBOAMTCS B AMHHOTHYECKYIO TONIOCTh
uepes HeGo/IbIOH paspes OPIOWHON NONOCTH MAaTePH B CTEPHIILHBIX YCIOBHAX H
TNOJ1 YILTPA3BY KOBBIM KOHTPOJIEM JUIR BH3YANH3AUHH IMOPHOHA C LIE/ILIO BhISRIC-
HHA HAUTHYHA TOHKHX CTPYKTYPHBIX aHOMaIKi. MeTon Takke MCMonb3yerca s

3abopa KpOBH M TKaHe# nioaa.
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Demockonun — nposoautes B 11 TpuMecTpe GepementocT, Kak NpasuIo,
B cpoke nocae 16 Heaens. MeTockon NPoBOAMTCA uepes HeGOMBIION paspes Ha
nepeaneii Gpromnoil crenke. [poBoasT ocmoTp naoaa u 3abupaior Marepuan ans
nanbHeiiero anannsa. PHek npepeiatins GepeMeHHOCTH B pesynsTate (eTocko-
MHH cocranser 3-5 %.

IMOPHO- M PETOCKONHA NPOBOAATCA B TOM “MCIE MpPH HepassHBalouehics
GepemeHHOCTH. MaHHNYSUMH NO3BOAKIOT ONPEACAHTE NOPOKH pasBuTHA n0ja,
MOy YHTH MATEPHAN 53 KOHTAMHHALIMM TEHETHYECKHM MATEPHANIOM MATEPHHCKO-
0 OPranu3Ma, OLCHHTH YHAOMETPHI H 30HY HMIIAHTALIHM,

Jins npeHaranbHOM IHAHOCTHKH XPOMOCOMHBIX 3ab0eBanmii NPHMEHSIOT-
CA MOJICKYIAPHO-IIHTONCHECTHYECKHE METO/IbI.

Cmanoapmnoe Kapuomunuposanue — wccnenoBaHue XpoMOCOM 1UI0Aa
MpH NOMOLIH CBETOBOH MHKPOCKONHH ¢ HCnons3opanneM anddepenumansHoro
okpawmsanis (GTG-banding). B | TpumecTpe GepeMeHHOCTH NPOBOAHTCS KAPHO-
THIHPOBAHKE KNCTOK GHONMTATa BOPCHH XOpHOHA, B |1 TpHMecTpe — KneTok am-
HHOTHYECKOH KMAKOCTH H GHONTaTa BOpCHH NaaueHTs. OGpasus Guonrrara Bop-
CHH XOpHOHa HecaeayloTes 2 cnocobamu: NpAMBIM (NOSYNPIMEIM) METOIOM M
C NOMOLUBIO /UTHTENIbHOIO KyTETHBHPOBaHHA. CTAHIAPTHOE KAPHOTHNHPOBAHHE
JIHATHOCTHPYET HHCJIOBBIE H CTPYKTYPHBIE NEPECTPOHKH XPOMOCOM, BKIIOYAA
HECOATAHCHPOBANHLIE H COATAHCHPOBAHHBIE TPAHCAOKALMH, HHBEPCHH, HHCEp-
HHH, CBEPXUHCACHHBIE MAPKEPHBIE XPOMOCOMBI M T. /1.

3aK04CHHE O KAPHOTHNE NII01A HA OCHOBAHHH HIYHEHHS KYI5THBHPOBAH-
HBIX KJIETOK BO3MOKHO CAENATH HE paHee 4Yem uepes 2 HelenH Nnocie BHIMoIHe-
HHA HHBA3HBHOM npoueaypsl. [1ns GbICTPOA AHArHOCTHKH YHCIOBBIX aHOMATHIT
XPOMOCOM MPHMEHRIOT: GuiyopecuenTHYI0 rHOpHan3aumio in situ (FISH), xomm-
uectsenHyo quiyopecuentiyio [NLIP, meroa mynsTHIUIEKCHORM AHrazHOM peaKLHH.

Dayopecyenmnan 2ubpuousayus in situ (FISH) ucnonsayer paTHYHBIC
30HAB! C© (UIYOPECUCHTHON MeTKOH, KOTOphie npeacTamifloT cobol oaHoueno-
yeunbie JIHK, xonsloruposannsie ¢ GuiyopecueHTHBIMK KPACHTENSAMH W CrielH-
(Quunble 1R obnacTeli OTACBHBIX XPOMOCOM. ITH IOHABI rHOPHAM3HPYIOTCA ©
KOMILIEMEHTApHEIMH nocenosarenbHOCTAMH [IHK-mumeneit B resome u mMoryT
OGHApYKHBATL XPOMOCOMHbIE AHOMATHH, TAKHE KAK TPHCOMHH, MOHOCOMMH, M-
KPOAC/ICUHH M AYIUTHKALWH. ITOT MCTOA NO3BONACT MOACYHTHIBATH KOIIMYECTBO H
PAcTIONOKEHHE KPYTHBIX (PPArMEHTOB XPOMOCOM H MOBBILIAET 4y BCTBHTEILHOCTS,
cneunHIHOCTL W paspeimeHHe XPOMOCOMHBIX aHann308. FISH momHo npoBo-
AT HA METAaIHLIX XPOMOCOMAX HAH HHTEPPAIHBIX AAPAX, H ITO TEXHHUCCKH
MPOCTO. IT0 GRICTPLIA M TOYHBIA TECT HA AHEYIUIONAMM, BKITIOYAs TPHCOMMM 21,
13 u 18, moHocoMuio X M TpHIIONAHIO,

Konuuecmeennas  quiyopecyenmnan  norumepaznas uennam  peax-
HUA — METOA, OCHOBaHHbIH HA AHATH3IE NOIMMOPGHLIX TAHAEMHBIX NMOBTOPOB
(STR-10KYCOB), NPHHALTEKAUMX HHTEPECYIOUIMM XPOMOCOMAM (Kak fIpaBuNo,
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21, 18, 13-it u nonoeeiM Xpomocomam ). JUiR KKA0#H XPOMOCOMBI HCCIEAYETCA HE-
ckoibko STR-10KYCOB, ¥TO NO3BOIAET AHArHOCTHPOBATH HanbONEe YacTbie “HC-
710BbIC RHOMATHH XPOMOCOM C BBICOKO#H 4YBCTBHTEABHOCTRIO H CIEUHPHUHOCTBIO.

Memoo myasmunaexcnoil 1u2azHoil peaKyuu no3BoNSeT NPOBOAHTE OIHO-
BpeMeHHOe necneaosanne a0 S0 cneumduueckux nocneaosarensocreit JIHK u3
pasheiX oGnacteil renoma. [Mpumenserca /1A AeTeKUMH HauGoNEe YacTLIX aHey-
IUIOMAKH, MHKPOIEICMOHHBIX CHHIPOMOB.

CranaaprHoe KapHOTHNHPOBAHHE, KonHuecTBeHHas (uyopecuentras TTLP
NO3BOMAIOT OGHAPYKHBATL AHOMATHH HHC/IA XPOMOCOM H JIOCTATOYHO KPYIHbIC
CTPYKTYPHbBIC NEPECTPOHKH.

AnbrepHarusoit FISH ssnserca XpoMOCOMHBIN MHKPOMaTpHuHBIH aHaIus,
KOTOPBIH Takke He TpelyeT KyILTHBHPOBAHHA KICTOK M NPH TaKoil e TOYHOCTH,
HYBCTBHTE/IBHOCTH H CHCUHPHYHOCTH ONpPENENseT KOJIHMECTBO MeHETHYECKOro
MATCPHANA BO MHOKECTBE TOMEK I'CHOMA, YTO 1aeT BOIMOKHOCTb OAHOBPEMEHHON
AHArHOCTHKH MPAKTHYECKH BCEX HIBECTHBIX MHKPOIEICUHOHHBIX H MHKPOIY ILH-
KALUHOHHbLIX CHHIPOMOB.

Xpomocomnstic. MUKPOMAMPUUNBIR AHAAN3 — MONEKYIAPHO-LIHTOrCHe-
THYECKHH MeToa aHanusa papuaumii uucna xonuit JIHK, sxmovarowmi nonwo-
FEHOMHYI0 aMIVIH(DHKALHIO M NOCHEny oMMl aHanus 6oLWON0 KOMHYECTBA OT-
AENLHBIX (PPArMEHTOB rEHOMA MYTEM CPaBHEHHA C HAGOPOM NPOG WIH MapKepos,
NOKPHIBAIOWIHX ONpeleNeHHbIA Habop reHOB WIH BECH INCHOM, HA CHELUMATLHO
NnoAroToRNCHHBIX MUKpomarpuuax (JAHK-unnax). Jtor BHa aHanusa nossonser
BLIARIATE CyOMHKPOCKOTIHHMECKHE ICNCIMH H I TUTHKAUHH, BIVIOTH 10 YPOBHSA OT
50 no 100 Thicsu nap ocHOBaHHH, KOTOPhIC OGOIHAHAOT KAK BAPHALMM YHCIA KO-
nui (CNV). [Maroresusie CNV MOTyT ObITb NPHUHHOIN YMCTBEHHOH OTCTANOCTH,
paytHinbiX BITP u apyrux 3abonesanmii. B npeHatanbHOM IHArHOCTHKE NpUMe-
HAIOT 2 BHAA MUKpoMarpHil: SNP-0HIOHY KICOTHAHBIE MHKPOMATPHILI H Ma-
TPHUBI JUIR CPABHUTC/ILHONA reHoMHoi rubpuamnzaumnu (CGH). B SNP-marpuuax
TOoNbKO Heeneayembiit obpaseu JIHK ruGpuansupyerca ¢ mukpomarpuueii. [pu
CGH n3yuaempiii 00pasell CPaBHHBAIOT C KOHTPO/IBHEIM: 00a 00pa3ia CMEeIHBAIOT
# ruOpHaH3HPYIOT Ha MuKkpoMarphue. CGH-mMaTpuub cnocoGHsl oGHapyxHBaTL
Tosibko CNV, ¢ nomombio SNP-Matpuil MOKHO BHISBAATE W APYTHE aHOMATHH
(TPHIIOHAHIO, OAHOPOAHTENLCKYIO JIHCOMMIO M T. /L), MO3aHLIM3M, KOHTAMMHA-
UHIO MATEPHHCKHMH KNETKamu. MarpHusl MOTyT BKIIOMATH B CeOS 30HBI, KOTO-
PbIC OXBATHIBAIOT BECH N'EHOM (MO/IHONCHOMHBIH XPOMOCOMHBIH MUKPOMATPHYHBLIA
AHAIH3) WAM MOTYT OBITh MPEAHAZHAYCHBI 1S MPEHMYILECTBEHHON ACTEKUMH
H3BECTHBIX naroreHHsiX CNV (TapreTbiii XpoMOCOMHBIA MHKPOMATPHUHBI
aHanu3). TapreTHbiii XpOMOCOMHBI MHKPOMATPHUHBIN aHATH3 XapaKTEpH3yeTcs
MeHbiueH BepoATHOCTLIO oOHapyxeHns CNV ¢ HeonpeseneHHoil KIHHHYECKOI
JHAYHMOCTBIO, YTO CYWIECTBEHHO OO/IEr4aeT HHTEPNPETALHIO PE3YJILTATOB HCCIe-
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AoBaHHA. HeA0CTaTkoM XPOMOCOMHOIO MHKPOMATPHYHONO aHANH3A SBISETCH He-
CNOCOGHOCTH BLIARNATE COAIAHCHPOBAHHBIE XPOMOCOMHBIC NEPECTPOHKH.

[NpeHaransias AMArHOCTHKA MOHOleHNnX BGotesneii NPOBOANTCH UENCHa-
NPARIEHHO V1R HCKIIOYEHHA HAIHYHA Y NUIONA ONpeaeieHHoro zabonesanns, au-
arvo3 KOTOPOro TOMHO YCTAHORIECH B CEMBEC M JUTA KOTOPOro paspaboTaHsl cnemu-
(HuCCKHE METOIbI AHATHOCTHKH.

B mactosumee spems 418 npeHaTATbHON AMATHOCTHKM MOHOMCHHOH nato-
JIOrHH MCTIONB3YIOTCA B OCHOBHOM MOJIEKY/ISpHO-reHeTHYeCKHe MeTonst (JIHK-
JAMArHOCTHKA),

B cayuasx, xorza MyTauMs, KOTOpas SBASETCA NpHUHHON 3a6oneBanms B
CeMbE, HE YCTAHOBICHA, MOKHO MCTIONB3OBATE GHAIN3 CHENACHUR NO MUKPO-
cameniumnsim mapkepam. MHUKPOCATE/UINTE NPEACTARIRIOT coboll KOPOTKHE
TAHACMHbIE NOBTOPbI H3 26 Nap OCHOBAHMIA, KOTOPbIE O4EHb NONUMOPGHEI K pac-
NnpeesieHbl No BeeMy reHomy. 3ta Gopma noauMophHIMa HacAeayeTcs no Mene-
/ICBCKOMY KOJOMHHAHTHOMY THIY. JUIA aHANIH3a CUETICHHA KOHCTPYHPYIOT npaii-
Mepbl s obnactel, QAHKHPYIOUIHX MOBTOPAIOMIMEC MOCAEAOBATEALHOCTH,
H HCNIONB3YIOT HX VIS aMIIH(HKALHH 3THX MHKPOCATE/UTHTOR ¢ nomotbio TTLIP:
NEPBOHAMATBHO — 18 00NACTEll reHOB-KAHIHIATOB, MPH MX HCKITIOHEHHH — A1
asanusa scero revoma. Kocerperaumus onpenenennoro anieas moboro u3 npo-
AHATHIHPOBAHHBIX MAPKEPOB C (EHOTHNOM 3a60NEBAHHMA Y BCEX NOPAKEHHbIX,
HO HH Y OJIHOIO M3 310POBbIX MIOAEH, YKAILIBAET HA BEPOATHOCTH CLETUICHHA C
ITHM MapKepOM B 3TOM KOHKPETHOM JIOKYCE, YTO MOATBEPAKIACTCA CTATHCTHYECKH
nytem pacyera Gavios LOD. 3uauenne LOD Gonee 3 ykassisaet Ha CBA3b 3TONO
KOHKPETHOIO Mapkepa ¢ ouarom Gonie3Hu B 31oit cempe.

B GONBUIMHCTBE Ciy4acs NPEHATANBHAR AHArHOCTHKA MOHOTEHHBIX 60e3-
HEH OPHEHTHPOBAHA HA MOMCK MYTAUWi, HATHYHE KOTOPHIX YCTAHOBIEHO y Gy-
AYWHX poauTeneii H KOTOPbIC ONpeaeneHbl Kak NpHYHHA 3a001eBAHHA B COMbE.
Takas JIHK-auarnocTika Hassiaercss npamoii. [U1A seisaacHns myTaumi MOTYT
HCTIONL30BATLCA CTanaapTras 1P u ce paumuneie MoauduKaunH, CeKBEHHpO-
BaHye N0 CIHrepy, BLICOKONPOH3IBOAHTEILHOE CEKBEHHPOBAHKE (CEKBEHHPOBAHHE
HoBOrO nokonexns, NGS).

[MLP — meTon, KOTOpLIi N03BONSET HIGHPATENBHO CHHTEIMPOBATS in Vitro
Hebonbme ywacrkn JIHK (0T HECKONBKHX ACCATKOB 10 HECKONBLKHX THICAY nap
OCHOBaHMIA), HCNIONIB3YR B KAYECTBE MATPHLLI 0GbIe 06pazust JIHK, conepxaume
aMIIHHUMPYEMY 10 MOCIEA0BATENBHOCT (MHILICHD).

CekBEHHPOBAHHE — 3TO COBOKYMHOCTb TEXHONOrMH ONPENENCHHA Hy-
KICOTHAHON MOCIE0BATENLHOCTH HYKIEHHOBBIX KHCAOT. CeKBEHHPOBAHME 110
CoHrepy no3soniseT ONpeAEnsTh NOCASAOBATENLHOCTS HEGONBIINX (parMeHTos
JAHK anunoii 300-1000 nap ocHOBaHMiE W NOIXOAMT A8 CEKBEHHPOBAHHS OT-
JENbHBIX 3K30HOB MM HeOOMbIWHX reHoB. HegocTarkom 3Toro MeTona seasercs
JUTHTE/IbHOCTD, HH3KAA MPOH3BOAHTENLHOCTE H BHICOKAA CTOMMOCTH MCCENI0Ba-
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HHi. B npeHaranbHOl AHArHOCTHKE K ceKBeHHPOBaHHIO no CoHrepy npuberawor
B CITy4asx, KOrja pasHTHe 3abo/ieBanus 00yCNOBICHO PEAKHMH MYTALMAMH, /U8
KOTOpLIX He pazpaboTanbl MeToas! [1LIP-auarHocTHkn.
BBbICOKONPOH3IBOANTENLHOE CEKBEHHPOBAHHE [ACT BO3MOKHOCTH OJHOBpE-
MEHHO YCTAHAB/IHBATL MNOCNENOBATENLHOCT HYKICOTHIOB MHOKECTBA TEHOB.
B 3aBucHMMOCTH OT (opmarTa pasauHaloT TapreTHoe (CEKBEHHpPOBAHHE naHencii
TEHOB, BKJIIOYAA (KJIHHHYCCKMIl IK30M») M MOJHOIEHOMHOE (B TOM YHCHE Mnosn-
HOJK30MHOE) BLICOKONIPOH3IBOAMTE/ILHOE CeKBeHHpoBaHHe, MCno/ib3oBaHHe Bhi-
COKOMPOH3BOAHTEILHOIO CEKBCHHPOBAHMA JUIA NPEHATATBLHON AHArHOCTHKH
MOHOTEHHBIX B0s1Ie3HElH TEOPETHUECKH BOIMOKHO, HO MPAKTHYECKH NOYTH HE pea-
JIM3YCTCR, B OCHOBHOM MOTOMY HTO HA/IMYME MYTALHHA, BLISBICHHBIX C MOMOIIBIO
TAKOIO HCCICI0BAHNSA, CIENYET NOATBEPAIATL CEKBEHHPOBaHHeM no Caurepy.

KOHTPOJIb PE3YJIBTATHBHOCTH (KAYECTBA) CKPHHHUHIA

Jns ouenku 3pPeKTHBHOCTH NPOBEACHHA NPECHATANBLHOTO CKPHHHHIA, KaKk
NPaBKIO, HCNONB3YIOT NOKA3ATENH YyBCTBHTENbHOCTH (detection rate, DR), Besn-
YHHBI FPY MBI PHCKA (YACTOTHLI IOKHONONOKHTEIbHbIX pe3ynbTaTos, false positive
rate, FPR), 3HaYeHMs AHCOB HANHYHA XPOMOCOMHOIO 3abo/ieBanus y naoja B
CITy4ae NOJOKHTEILHOIO pesynstara ckpuHunra (odds of being affected given a
positive result, OAPR) u nopor orceuku (nopora pucka, cut-off).

Hyscmeumensnocns npenamarbiozo CKPURNKZAG — 0NA CIyYaes, Koraa
TECTHl CKPHHMHIA MO3BOJIKIH TOYHO WACHTHRHMUHPOBATL COCTOAHME 10aa (Ha-
fpHMEp, ONpeAeTHTL CHHAPOM JlayHa). B pycCKOA3BYHLIX HCTOYHHKAX ITOT NOKa-
3aTe/lb HEPEAKD HATBIBAIOT HPHPDEXMUBHOCMBIO NPEHAMATLHOZO CKPUHURIG.

Beauuuna zpynnut pucka — nona 6epeMeHHbIX, KOTOPLIM NO pe3y/ibTaraM
CKPHHHHIa HeOOXOIHMO TIpOBEAEHHE WHBAZHBHOIO BMeluareascrsa. B neficTeu-
TEIbHOCTH BEJIHYHHA IPY NIkl PHCKA MPAKTHYECKH PABHA 3HAYCHHIO YACTOTHI JI0K-
HOMNOJIOKHTE/IbHBIX PE3YALTATOR CKPHHHHIA.

Lllancet naruwus XpoMocoMnozo 3a601e6aHIA ¥ N100A B CIYHAC NONOKH-
TENBHOIO PE3YJbTaTa CKPHHHMHIA — MOKazaTe/ib, KOTOPbiit aKTHUCCKH TOXe-
CTBEHEH MPOrHOCTHYECKOMN 3HAYUMOCTH MOJIOKHTENLHOTO PE3yLTara. 1o A0NM
NAUKHCHTOB C MOJOKHTENLHBIM PE3YALTATOM CKPHHHHIA, ¥ KOTOPHIX Ha CaMOM
Aene npucytcrsyet 3abonesanne. Hanpumep, OAPR 1 : 11 coorsercteyer npo-
FHOCTHYECKOH 3HAYHMOCTH MOSOKHTEILHOTO pesynbrara 8,1 %.

llopoz omceyku — 3nauenue pHeKa, No CPABHEHHIO C KOTOphIM GepemenHasn
MOXKET ObITb OTHECEHA K IPYIINE BLICOKOrO HIH HHIKONO PHCKA.

DPPEeKTHBHOCTL NPEHATANILHOIO CKPHHHHTA XaPAKTEPH3YET HIMEHEHME Ya-
CTOTH 3a00/1eBaHHA, B OTHOLWICHHUH KOTOPOTO MPOBOAMTCS CKPHHHHE, B MOMYJISLIMH
¢ TeueHnem Bpemenn. [1poBeieHHe TaKoH OLCHKH BOIMOKHO /IHIIL NPH YCIIOBHH
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HAIHYHA CHCTEM YHETAa M AHANH3IA YaCTOT M IHHAMMKH 3abonesanuii. B Benapycu
MOHHMTOPHHI BPOKICHHBIX aHOMANHA pazeuTHa, smouas BITP u Xxpomocommubie
3a00/IeBaHMA, OCYWIECTRIACTCS B pamkax bBenopycckoro perwctpa BIIP, kotopeiii
coanau u dyuxumonnpyer ¢ 1979 r. B pamkax Benopycckoro peructpa BITP yuery
noiexar see cayuan BIIP, suiarnennbie Ha Beeii Teppuropun pecnyGnuku. B mu-
POBOF MPAKTHKE AHANOTHYHBIC HALMOHAIBHBIE PETHCTPbL, OCYLIECTRANIONIHE yuer
BITP B Macurrabax Beeft CTPanE, HMEIOTCS JIMILIL B HEKOTOPKIX CTPAHAX, Hanpumep
8 Benrpuu, LLIsewnn, @unnanmmn. Cornacno aannsim Benopycekoro perucTpa, va-
CTOTa POAACHHS neTed ¢ cuHapomom [layHa B . MHHCKe 10 HAYaIa NpoBeaeHHS
KOMOHHHPOBAHHOIO NPEHATANTLHOIO CKPHHWHTA B | TpHMETpe cocTarnana | ciryyait
na 830 nosopowaenusix, a criyers 10 ner — | caywaii wa 2500 HOBOPOAKICHHBIX,
TO €CTh CHH3WIACK B 3 Pa3a; 4yBCTBHTEALHOCTH CKPHHHHIA 3 ITOT NEPHOJ COCTABH-
na 91,5 %, 4acTora TOKHONONOAHTENLHLIX PEIYNLTATOR — 3,45 %, BeHYHHA pyn-
Mkl pHCKa — 3,8 %, YTO CBMACTENLCTBYET O BLICOKOH HPPEKTHBHOCTH NPOrpaMMsL.

B uensx noebimenns PHEKTHBHOCTH 1OPONOBON IHATHOCTHKN M npeny-
NPEAACHHA POKICHHA NCTCH C THAE/IBIMH, HC NOLTAIOUIHMHCA JCUCHHIO BopMma-
MH HACICACTBEHHBIX H BPOKACHHLIX OOJIe3HEH, PEKOMEHIYETC OPraHH3IOBLIBATE
obcnenosanne GePeMEHHBIX KEHILHH B ONPENE/ICHHOM OPA/IKE.

[NepBbiit ypoBeHs BKIIOMACT MPOBEAEHHE MACCOBOID 06CICIOBAHNS Beex Be-
PEMEHHBIX KCHIHH C MPHMEHEHHEM AOCTYMHBIX COBPEMEHHBIX METON0B KOMGH-
HHPOBAHHOIO CKPHHHHIA, MO3BO/IAIOLLHX C BLICOKOH BEPOATHOCTHIO POPMHpPOBATH
IPYNNbI PHCKA 110 BHY TPHYTPOOHOMY NOPAKEHHIO N0,

Mo 3asepuieun oGcnenosanns nevaummii Bpay npeacrasnser GepemeRHON
KCHILHHE WHOOPMALHIO O MOMYHEHHBIX PE3YLTATAX OGCNCAOBAHHA, HATHIHM
BITP, xpomocomuoii uam apyroii HacaeacTsennoit Gonesnn. Taktuka BeneHnus Ge-
PEMCHHOCTH ONPEE/NACTCS KOHCYIETATHBHO, O YeM JENAeTCH 3anuCh B MEIHIHH-
CKOM IOKyMEHTaLHH OEPeMEHHOM KEHIMHbL.

B ciryuasx BLIABNCHHA HApyWICHHI OPraHH3yETCR KOHCHIHYM, BKIIOMAIOLIH
BPa4a-reHeTHKA, BPaua Y/ILTPA3BYKOBOH AMarHOCTHKH, BPaua axyluepa-rHHeKonora,
10 NOKAZAHHAM — BPaua-HEOHATOIONA H APy rHX cieunanucTos. [pu npoeeneHuu
KOHCHTHYMA GEPEMEHHAS KCHIHA H “WICHBI ee CeMBH HHPOPMHPYIOTCH O XapakTe-
pe NOPKEHHA TUI0/A, BOIMOKHBIX HCXOAAX OCPEMEHHOCTH, NMPOrHO3E V1A KHIHH H
3AOPOBLA HOBOPOKICHHOIO, METOAAX JICYEHHA H CBI3AHHOM C HHMH PHCKE, BOIMOMK-
HBIX BADHAHTAX MEAHLIMHCKOTO BMELIATE/ILCTBA (BIIOYAN BHY TPHYTPOGHYIO XHpYp-
THUCCKYIO KOPPEKILHIO), HX MOCHEACTBHAX H PEIYILTATAX NPOBEACHHOIO ICYEHHS.

[Npy HaMHIHH NPEHATANLHON NATONOMHM NI0AA, HECOBMECTHMON C KHINBIO,
WIH CONETAHHBIX MOPOKOB C HEGNArONPHATHBIM NPOrHO3OM VI AKH3IHH H 300pO-
BbA, NPH XPOMOCOMHBIX AHOMAIIHAX, NOPOKAX Pa3BHTHA, NPHBOASMIMX K CTOMKOI
notepe GyHKUMI OPraHM3IMa BC/CACTBHE THKECTH M 0OBEMA NOPAKEHMS, npH
OTCYTCTBHH METON0B HPPEKTHBHONO NICUCHHA, BKITIOMAIOWETO BHYTPHYTPOOHYIO
XHPYPrHYECKYI0 KOPPEKUHIO, NPEAOCTABASETCS HHPOPMALIHA O BOIMOKHOCTH HC-
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KYCCTBEHHOTO MpPePbiBaHHA OEPEMEHHOCTH N0 MEAHUMHCKMM nokazanuam, Ecau
GepemenHas KEHUIMHA NPHHUMACT PELICHHE O NpepbiBaHuK GepemeHHoCTH, eii
JACTCA HANPAR/IEHHE B AKYLICPCKO-IHHEKOIOMHYECKDE YUPEKICHHE Ha NPephiBa-
HHE OEPEMEHHOCTH NO MEHUHHCKHM NOKA3aHHAM.

[Ipn nposcacHun npepuiBaHHA GEPEMEHHOCTH B CBA3H C NPEHATA/ILHBIMH
NOPOKAMH Pa3BHTHA, B Cilydae NEPHHATANLHOR CMEPTH NPOBOAHTCH BepHdHKa-
LUMA IHAFHO3A HA OCHOBE NATOIONOAHATOMHYECKOTO MCC/ICA0BAHHA TUIOAA H IKC-
NEPTHON OLUECHKH APXHBHPOBAHHLIX YALTPA3BYKOBHIX CKAHOB M KIHMOB, a TaKKe
nanueix MPT/KT.

B ciryuanx npepuiganns GepeMEHHOCTH W OCTYITHOCTH TUIOAHOIO MarepHa-
213 JUIA HCCAEAOBAHNA NPOBOANTCH BEPHOHKALINA AHATHO3A:

~ B PaHHHE CPOKH (10 |12 Hesienb), Kak NpaBHIO, MPHMEHAIOTCA NPAMBIE Me-
TObI TEHETHYECKOH IHATHOCTHKH, KOTOPBIE HCTIOALIYIOTCA B XO/IE NPEHATAILHON
obcnenosanus GepemenHoi kenmmHbl. OTodpannii oGpasel TkaHH NJI04a Noce
NPepLIBAHHA GEPEMEHHOCTH 10/KeH GBITh TOYHO HACHTHOHUMPOBAH HA OCHOBE
UHTOMOP(OIOrHYECKOIO HCC/ICA0BAHNS,

— B nozauHe cpokH (I1-111 rpumecTp) NpoBOAHTCA NaronoroaHaTOMHYecKoe
HCCICNI0BAHHE NI0AA MO NPHHATONH MeToamuke. JlONONHHTENBHO HCNONBLIYIOTCA
METO/Ibl MEHETHUECKOro ananu3a, [poToKoI BCKPHITHA MI0AA ¢ AHATOMHYCCKHM
H FEHETHYECKHM HCC/ICNOBAHHEM NEPEAETCA B YUPEKACHHE, OCYILECTRIAIONUICE
HabimonenHe 3a GepeMeHHOI KEHITHHO,

3aKI04EHHE 0 pesy/sTaTax BepH(HKALMH NPEHATANLHOIO IHArHO3a NOCAE
npepuiBaHus GepeMEHHOCTH Wik poxaeHns pebetka ¢ BITP, XpoMOCOMHBIMH Ha-
PYLIEHHAMMH HANPARNAETCA B OTACJNCHHE AHTEHATANBHONH OXpaHbl U101a W pazMe-
UIAETCA B MCAHLIMHCKON KapTe NauMeHTa (IMEKTPOHHON KapTe MEAHUMHCKON CH-
CTEMBI) HIIH BBLAACTCA HA PYKH NALHEHTKE.

Bepudukauns anrenaransoro auariosa BITP win xpoMOCOMHBIX Hapye-
HHIi N0C/IE POAACHHA PeGEHKA OCYLIECTRINETCA MPOPHALHBIMH CNIEUHATHCTAMH,

[pu oTkase KeHUMHBI NPepBaTh GEPEMEHHOCTL H3-3a HAHYHA NOPOKA pa3-
BHTHA HIIH HHBIX COCTOAHMI, HCCOBMECTHMBIX € JKHIHBIO, OCYLICCTRISETCA BHIOOP
MEAHLMHCKOM OPraHH3alHK UIA POAOPA3PEIICHHA C YHETOM HANHYHA IKCTpare-
HHTIbHBIX 3a00neBanHi Y GepeMenHOl KeHIMHbL, 0cobeHHOCTElH TeueHna Gepe-
MEHHOCTH H HAIH'HA B AKYLIEPCKOM CTALHOHAPE OT/CICHHS (NanaThl) peaHuma-
LUHH M HHTEHCHBHOM TEpanuu 118 HOBOPOAKIEHHBIX.

Bpaun aKyuwepbi-ruHEKQIONH KEHCKHX KOHCYNLTAUMI OCYUICCTRISIOT Ha-
NpaiecHHe GEPEMEHHBIX AKEHIUMH Ha PONOPa3pPEllieHHe B CTAUHOHAP COMTIACHO
NOKA3AHHAM.

[p# IKCTPareHHTANBHBIX 3a00/ICBAHHAX H HX COMETAHHH C OCIOKHEHHAMH
GepeMeHHOCTH, TPeGYIOWNX CTALHOHAPHOTO NeYeHis, GEPEMEHHAS KEHILIMHA HA-
MPABRIAETCA B NPOPHILHOE OTACIEHHE MEIHLIMHCKHX OPraHH3aLMii Ha I0POIOBYIO
TOCTHTAIH3AUMIO 3a01arOBPEMEHHO BHE 3aBHCHMOCTH OT CPOKa DEPEMEHHOCTH
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NpH YCJIOBHH COBMCCTHOTO HalMIIONIEHHA M BEACHHS BPavyOM-CMELHANMCTOM 10
npoHTIO 3a00/IEBAHHA M BPAYOM AKY IIEPOM-THHEKOIONOM.

Tpy AMArHOCTHPOBAHHBIX NEPUHATANBHBIX Nopokax paseutha ([TT1P), Tpe-
OyIOUWHX OKA3AHHA CNICUNATHIHPOBAHHON, B TOM HMCIC BBICOKOTEXHOMOTHYHON,
MEAHLHHCKOH NMOMOLLH HOBOPOKICHHOMY, NPOBOIMTCA KOHCHIHYM Bpaueil B co-
CTaBe Bpava aKylwepa-rHHEKONOra, Bpaya-neanarpa, Bpavya-HeoHaTonora W Bpa-
qa-cneunanucTa no npoduato semssiennoro MNP, Eciu no 3akmouenHio KoHeH-
JiHyMa Bpaucii BO3MOXKHA BHYTpHYTpoOHas Xupypruveckas koppexuus [P po
BPeMA GEPEMEHHOCTH, KEHIIHHE NPELIATACTCS FOCHHTATHIAUNS B MEAHLMHCKYIO
OPraHH3auMIo, OKA3LIBAIOWIYIO JAHHBIA BH/ BBHICOKOTEXHONOTHYHON MeEIMUMH-
CKOMH MOMOLIH 110 NPOGHII0 «aKyWIEPCTBO M rHHeKonoruay». Ecim no zakmoucHuio
KOHCHIHYMa Bpaveil BO3MOXHa xupypriuveckas koppexumus TP g HeoHaransHom
nepHoe, HANPARIEHHE GEPEMEHHBIX KEHIIHH [UIN POAOPA3PEIICHHS OCY ILIECTRIA-
€TCA B aKyLIEPCKHE CTALMOHAPDI, HMCIOLIHE OTACNCHHA (NANATHI) peaHnMatny 1
HHTEHCHBHOM TCPANMM JUIA HOBOPOKICHHBIX H BOIMOKHOCTH OKAZAHHA MEHLIHH-
CKOH MOMOULH N0 NpoHIIO «IETCKAR XHPYPrHay.

lMpy Hanuumn y naona BIIC, TpeGyromero 3KCTPEHHOTO XHPYPruyeckoro
EMCIIATE/ILCTBA N0C/IC POKACHHA pebenka, OepeMeHHan JKEHIIHHA HANpaBNseTca
ANA POIOPA3PEIEHHA B MEAHUMHCKY IO OPraHH3aLHI0, HMEIOLIYIO B CBOEM COCTaBe
OTACNCHHE PEAHHMALIHH H HHTCHCHBHOM TEpanuu V18 HOBOPOKIEHHBIX H PEaHH-
MOGHAL 18 IKCTPEHHON 3BAKYAUHH HOBOPOXKICHHOIO B MEAMUHHCKYIO OPraHi-
3AUHIO, OKA3BIBAIOWYIO MEAHUMHCKYIO NMOMONIL NO NPodHiI0 «cepaeyHo-cocy-
JIHCTAR XHPYPrHay», 18 MPOBEACHHS MEIHLHHCKOIO BMEIIATE/IbCTRA.

K BIIC, TpeGyiommm KapaHOXHPYPru4eckoro BMEWATEbCTBA B Mepebie
AHK AW3HK, otHocaTea: BIC ¢ obcTpykumeii cHCTEMHOTO KpOBOTOKA (KoapKTa-
UMA 20PThI / NEPEPBLIB Iy rH d0PTHI, CHHAPOM IMIONAA3HH JIEBHIX OT/EO0B CEpaLA,
KPHTHUECKHH CTeHO3 Kranana aoptet); BI1C ¢ obepykumeii neroynoro kposotoka
(aTpe3us/CTeH03 NEroYHOH apTepHH ¢ NPOTOKIABHCHMON NEMOIMHAMMKOM, KPHTH-
yeckas popma anomanuu DOWITEAHA, TOTATLHBIN AHOMAILHbIH APCHAK NIEMOYHBIX
BEH C PECTPHKLUMEH HA KOLIEKTOPE); MPOCTAN TPAHCTIOZHIMA MATHCTPATBHBIX ap-
TEPHIL; OTKPLITHIH apTepHANbHBIH NPOTOK Y HEOHOMIEHHBIX (B CIYYae OTCYTCTBHA
3pPeKTa OT KOHCEPBATHBHOTO JICHEHHS ).

K BIIC, Tpefyiommm niaHOBOrO XHPYPruyeckoro BMELIATeNbCTBA B Teye-
HHE NepBbiX 28 AHeH KH3IHH pedeHKa, OTHOCSTCA: MPOCTAA TPAHCNOIHLIMA Mark-
CTPaiibHbIX apTephil ¢ aedeKToM MEHKETYA0uKOBOH neperopoakn Gonee 6 Mm;
TOTATBHBIH AHOMANLHBIA APEHAX NETOYHBIX BEH; OOLIMIA apTepHansHbii CTBO;
A0PTONIErOYHOE OKHO; NrEMHTPYHKYC; aHoManus Tayccur—buura Ge3 BuipakeHHO#M
OOCTPYKUMH CHCTEMHOTO H JIEr04HOo KposoToka; BITC ¢ runepsonemueii Manoro
Kpyra kposooGpauenns, Tpelylouieii CyKHBaHHS JENOYHON aPTEPHH WK APYTOro
MNALTHATHBHOTO KapAHOXHPYPrHYECKOr0 BMELaTeNbCeTa A0 28 AHeH ®u3Hu; Te-
Tpana Pannio ¢ areHeneil KaanaHa 1erouHoil aprepuu.
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[pyu nannuun TT1P, coueTalomerocs ¢ XpOMOCOMHbIMH AHOMATHAMH, WIH
npH MHOKeCTBeHHBIX [TTTP npoBoauTCs A0NOAHKHTENLHOE 00CAEA0BAHHE C LIELIO
OnpeeNeHHs MPOrHo3a VI AH3HH H 310pPOBbI HOBOPOKAEHHOIO, BKJIKOMAR reHe-
THY4eckoe obcnenosanne, axokapanorpaduio u MPT w/wim KT. Mo pesynsraram
MPOBEACHHOIO 06CNEN0BAHHA PEKOMEHIYETCS OPraHH3AUNS KOHCY/ILTHPOBAHHA
KOHCH/IMYMOM Bpaveii 1R pelieHHA BONPOCa 0 MECTE poopaspelieHHs Gepemen-
HOH AeHUIMHBL. ONHOBPEMEHHO CYTPYKECKOH nape pexamendyemcs npoeecmu
ROBMOPHOE 2EHEMUNECKOe KONCYAbMUPOSAnIE, BO BPEMA KOTOPOrO AAIOTCH PeKo-
MEHIAUHH MO NIAHHPOBAHHIO caeayiomeit GepemeHHOCTH. Ecin yeTaHoBIeHO MO-
HOreHHoe 3a6oneBante, TO MOKHO PACCMOTPETh BAPHAHT BCTIOMOTATE/IHBIX pe-
NPOAYKTHBHBIX TEXHOMOTHIA C NPEHMIIAHTAUMONHON JIHArHOCTHKON. ANropHT™
MPEHATAILHOIO CKPHHHHTA NPHBEIEH HA PHC. S.
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NMPEHATAJIbHBIA CKPUHHUHI OTAEJIbHBIX CHHIPOMOB
H MATOJIONUH IVTIOJA

Cunapom Jlayna. Yacrora scrpevaemoctd TpucomMmuu 21 cocramnser
(1 : 700)~(1 : 800) noBopoXKIEHHBIX. BbiCOKas pacnpoCTPaHeHHOCTL CHHAPOMA
Jayna ofycnornena 10BOALHO HHIKHM YPOBHEM BHYTpHYTPoOHON rubenn niao-
nos. Yacrora cpeau HoBopoknennsix cocrasaser 0,15 %, cpean aboprycos —
3 %, cpen yMEpIIHX B NEpHHATANBHOM nieproae — | %.

Cxpuuunr cuuapoma Jlayna niosa skmouaet nimepenne ypopus PAPP-A
# cs. B-XI'Y B cuiBOpoTKe KpoBH GepemeHHON, oueHky TBITy nnosa npu V3U B
1 Tpumectpe. Tpu obcnenosanmn mexay 15-22 Heaenamu GepemMeHHOCTH (OnTH-
MansHO B 16-18 Henens): uamepenne ypoeua A®I1, ce. actpuona, B-XI'Y (Tpoii-
HOM TECT) M HHIHOHHA A (YETHIPEXKOMNOHEHTHBIH TECT) B MATCPHHCKOM CHIBO-
porke. Yposuu cs. f-XT'Y B cpennem yIBanBaloTCA NpH GEPEMEHHOCTH € PHCKOM
TpHCOMMM 21.

Y Gonee panHeii OLUCHKH 1 NOAYUCHHS PE3YILTATOB B | TPHMECTpE CyLIeCTBy-
€T HECKOJILKO MPEHMYIIECTB, B TOM YMC/IC MAKCHMAIBHOE BPeMS UIS NPHHATHA
PCLICHHA, NOTYYCHHE NEHETHYECKHX pe3yibTatoB u Gosee Ge3onacHsie METOaR!
NpepbiBaHHA OCPECMECHHOCTH NMPH NPHHATHH NAUHEHTKOMN PELLICHHA O NPEPLIBAHHK
OepeMEeHHOCTH.

Yeennuenne TBIT cazano ¢ BHICOKHM pHCKOM TpHCOMEHHM 21. M3mepenue
TBI B | TpumecTpe nosposser BoiaBuTs 10 70 % nnoaos ¢ curapomom Jlayua.

Conorpapnueckue npuznakn cunapoma Jlayna, namonaemsie B 11 Tpume-
CTpe, BKIIOHAIOT OTCYTCTBHE WAH MMNONA3HI0 HOCOBOH KOCTH, YTOMILEHHE BO-
POTHHKOBOH CK/IQKH, THNEPIXOreHHbIH KHILCUHHK, YKOPOUEHHE UTHHHBIX TPyO-
HaThIX KOCTeH W nHenodkTazHio. OTCYTCTBHE WIH MMMNOMIa3zHs HOCOBOW KOCTH
Habmonacres y 43-62 % naonos ¢ Tpucomuedt 21 no cpasuenmio ¢ 0,5-1,2 %y
HOPMAJILHBIX 110108, YKOpoueHHe nieqeoi H OeApeHHON KOCTH CBA3aHO C no-
BbILIEHHBIM PHCKOM XPOMOCOMHBIX aHoMaTHii. [LIHHA MueueBoil KOCTH CYXHT
Gonee HaNEKHBIM KpHUTCpHeM cHHapoma JlayHa, Yem [UIHHA GeapeHHOR kocTw,
H ABAAETCA CACAYIOUIHM N0 BOXHOCTH Mapkepom nocne Hocoeoil kocti u TBI.
I"anepaxoreHnbIil KHINEYHHK BU3YANH3HPYETCS npUMepHO Y 15 % nioaoe ¢ TpH-
commueit 21 no cpasuenwio ¢ 0,6 % 3n0posbix nioaos. IMuenodkrazus Habmona-
nack npumepuo y 17 % naonos ¢ Tpucomueii 21, a y 1 u3 kaxasix 300 naonos ¢
H30/IHPOBAHHON NHENOIKTa3HEl ObUIa aHEy IIOHANA.

Jlpyrue yasTpassyKoBbIie RHOMATHH NPEHATATBHOIO NEPHOAR BRITIOYAIOT KH-
CTO3HYIO FUIPOMY, ATPE3HIO HH CTEHO3 ABEHAALATHNEPCTHONH KHILIKH (CHMITTOM
MBOHHOTO ITy3bIPR), NOPOKH cepaua (Hanbosiee 4acTo AeeKTh MEKIPEACCPAHON
H MEHIKETYIOMKOBOH NEperopook, obmmii arpHOBEHTPHKYIAPHBIH KaHan, aHo-
MTHH MHTPAILHOIO H TPEXCTBOPYATOrO KJIANaHoB).
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TpexkoMMOHEHTHBLIH CKPHHHHI H3MEPAET CRIBOPOTOYHBI cB. f-XI™Y, ADI]
H CB. 3CTPHOI JUIN pacyeTa pucka cHiapoma JlayHa 1 Moxer BeSBHTS 10 69 % Ge-
peMeHHocTel ¢ cunapomom JlayHa. HeTbIpexKOMIOHEHTHBIN TECT, BKIIOYAIOMIHI
H3MEPEHHE MATEPHHCKHX ypoBHe# cB. B-XI™Y, ADI], cB. scTprona u uHrHOHHA A
H BRINOTHAEMBbIH Ha 15-18-# neaene GepemeHHOCTH, ABaseTeH Haubonee pacnpo-
CTPAHCHHBIM CKPHHHHIOBBLIM TecToM [ TpHMecTpa. YeThipexKOMIOHEHTHBIH TecT
obecneunBact BuisRneHHe CHHApoMa JlayHa Ha yposue 81-87 %.

lNocaenosarensnoe BLINOAHEHHE KOMOHHHPOBAHHOTO MPEHATAILHOTO CKPH-
HuHra 8 | pumectpe (Y3H, PAPP-A, ce. B-XIY), a 3arem TPORHOrO W/WIK YeThi-
PEXKOMNOHEHTHOIO CKPHHHHIA B [ TpHMeECTpe yBeHUHBACT BLISBACHHE CHHAPO-
ma Jlayna 10 95 %, a 4acTora N0KHONONOKHTEIBHBIX PE3Y/IBTATOB COCTABNRET
Beero 5 %.

KoMOHHHPOBaHHbIH OHOXMMHYECKHH T CKPHHHHT NO3BONSET TONLKO YCTaHO-
BHTH NOBLILUEHHBIA PHCK cHHapoMa [layHa. BepeMeHHBIM NOKa3aHO HHBA3HBHOC
TecTHposakue ¢ BBX win aMHHOLIEHTE30M /U1 NOCIEAY IOLIEr0 BHINOIHEHHA XPO-
MOCOMHOTO aHa/M3a. BO3MOKHbI TaKKE BUIEJICHHE KICTOK 1101 H3 KPOBH Mare-
PH, HEHHBA3WBHbIH NPCHATANLHLIA CKPHHMHT ¢ Henosb3osanuem 8x/IHK nnoaa,
ouenxa koappuumnenta merauposarns JIHK niona.

Cunapom Insapaca. Tpucomus 18-# XpoMOCOMBI ObL1a HE3ABHCHMO ONH-
cana Jasapacom v CMHTOM B 1960 1. PacnpocTpaHeHHOCTh COCTARIAET IPUMEPHO
1 : 6000-8000 xuBopokAEHHBIX. 3a00/1€BACMOCTD YBEIHYHBAETCE C BO3PACTOM
marepeit. Bo Bpems CKpHHMHTA B | TPHMECTPE 4acToTa BLIARIEHHS TPHCOMMM 18
cocragnset | : 400. B cBa3u ¢ BHICOKOH YacCTOTOl CAMONPOH3BONLHOTO NpEPhiBa-
HHA OEPEMEHHOCTH PAaCTIPOCTPAHEHHOCTD 3a00/1EBAHHA NPH POKACHHH COCTARIA-
et npumepHo | : 6500. Mpubausurenso 80 % cayvaes Tpucomun |18 serpeyalor-
CA Y TUI0ZI0B AKEHCKOro nona. lNpeoGnananue nI0A0B KEHCKOro No/a ¢ TPHCOMKeH
I8 cpean xuBopOXAEHHBIX (34 : 1) yKasuiBaeT Ha npeHatanbHbii 0160p npoTHe
10108 MY/KCKOIO nona.

Mpubausurensuo 95 % 3zapoasiwieit ¢ Tpucomueit 18 nornbaior B BHAE M-
GpHoHOB MK 10208, Cpeanss NPONOKHTENLHOCTS AKHIHK AETER C CHHAPOMOM
Oneapica cocraniser 515 nueit. CHHAPOM HMEET 04CHB HHIKYIO BBIKHBAEMOCTD
H3-33 CepACYHO-COCYANCTHIX AHOMATHIT (MOPOKH CEPALIA H KPYITHBIX COCYI0B), No-
POKOB pa3BHTHA NMOYEK M APYIHX HAPYLEHHH CO CTOPOHbI BHYTPCHHHX OPraHoB.
HeGonbwoi NpoLeHT MAAACHIIEB ¢ NOAHBIM CHHAPOMOM DABAP/ICA, NEPEAKHBIINX
POKIACHHE H PaHHHA MIAJCHYECKHA BO3PACT, J0KHBACT /10 3PEIOr0 BO3pacTa.
OCTaBUWIHECA B IKHBBIX CTPANAIOT TAKEAOH YMCTBEHHON OTCTANOCTBIO.

OCHOBHBIE NPHYHHBI CMEPTH BKIIOYAIOT anHo # BITC. Jletv ¢ MO3anyHbIMH
WIH NapUHATLHBIMH GOpPMaMH 3TOH TPHCOMHH MOTYT HMETH PaziHuHYIO 3a60-
JIeBaEMOCTh W CMEPTHOCTL. [pu Mozanynbix OpMax B OPraHM3Me CCTh KIETKH,
B KOTOPBIX YHC/IO XPOMOCOM M CTPYKTYPa OTIHHAETCH OT APYIHX KACTOK.
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Tpucomus 18 npoasnsercs 3anepaKoil NCHXOMOTOPHOIO PAa3BHTHA H Po-
cra, mukpouedanueii n mansdopmaumedt Jlenan-Yokepa (yBenuueHue 3anHed
HEPENHOH AMKH, CBA3AHHOC C rHNOIUIa3Hed MODKEYKa), KHCTAMH COCYAHCTOrO
CMNETEHHA, BHCUEPAIbHBIMH AHOMANHAMH (Hanpumep, omdanouene, aTpe3ns nu-
WeBOoAa), BPOKACHHBIMKH NOPOKAMH cepaua (HanpHMmep, AcCKTOM NeperopoakH
C NONMKNANAHHBLIMH HAPYIIEHHAMH) H MOYEYHBIMH AHOMANHAMH (HANPHUMEp, no-
JIMKHCTO30M, N0AKOBOOOPa3HOH NOYKO#, IKTONHEH ), AHOMATHAMH Yiuei, MUKpO-
rHaTMel WK peTportarThei, MukpocToMmuei, MUKpodTanbMuei, KOPOTKO# rpyau-
HOM, AHOMAIBLHO CKATHIMH NANLUAMH, KOTJA YKa3aTelbHbii Naiel NepeKpbiBacT
CpenHHil, a MH3HHEU nepexphiBact GespMaHubi. Obuiee nonokenue anscTui
NPeANnoAaraeT KOHTPAKTYPbi, KOCONANOCTb.

YacTora BpPOKJEHHBIX AHOMANMH, ODHAPYAKMBACMBIX MPH MPEHATANLHOM
¥Y3H, cnenyioman: HeNnpaBHIBHOE NOJOKEHHE Naibues mwioga — 89 %, KHCTHI
COCYAMCTOrO CruleTeHHs — 43 %, ronosa nnoaa HenpasuIbHOH Gopmer — 43 %,
CHHCTBEHHAR aprepus nynosunsl — 40 %, nopokn cepaua — 37 %, 3anepxka
BHYTPHYTpoOHOro pazsutis — 29 %, ompanouene — 20 %, JIHT — 9 %, kucro-
3HaA rurpoma win aumpanruakrazus — 14 %, manosoane/muorosoane — 12 %,
nedeKTH MOYEBLIIETHTEILHOMN cHeTeMbl — 9 %. HaGmonaerca mupokuii cnextp
NOPOKOB CepALa: AeHEKT MEATKENYI0UKOBOH neperopoaks (94 %), OTKpeIThiH ap-
TepuanbHbiit npotok (77 %), aedext mexnpencepaHoii neperopoaku (68 %) u
cnowusie BIIC (32 %).

B I tpumectpe npu Y3H nnona ¢ tpucomueii 18 BbISBIAIOT yBEAHUCHHE BE/H-
unnbt TBIT (> 95-ro npouentuna) — 91 %, OTCYTCTBHE/THNONAA3HIO HOCOBOH KO-
cT — 53 %, reHepanu3oBaHnbIi NOAKoKHBIH oTek — 49 %, omdpanouene — 21 %,
HEHOPMAILHOE NONOKCHHE PYK — 6 %, MeraumcTie — 4 %, nopok cepaua — 4 %,
TUIEBPATBHBIA BBINOT — 4 %, IXOreHHBIN KeATOYHBIA Mewok — 4 %. Haubonee
HACTHIM MOPAKEHHEM NJIOBHOIO MO3Ia SBJIKETCR MMNOMIA3HA MoDKeuka (32 %).

HenHpaznenbii CKpHHHHT B | TPHMECTPE, OCHOBAHHbIA HA BO3PACTC MATCPH,
ChIBOPOTOUYHBIX H COHOIpahHUECKHX MAPKEPAX, HMEET BHICOKYIO HYBCTBHTEILHOCTS
JUIR IMArHOCTHKH TpHCOMUH | 8. BHOXHMHYECKHH CKPHHHHT TPHCOMHH 18 BbisBA-
€T cHuaxeHue yposus PAPP-A u ca. B-XI'Y wa 8-13-ii nenene GepemeHHOCTH.

Huskwit yposens ce. B-XI™Y u cB. 2cTpHONa B MATEPHHCKOH CHIBOPOTKE B Ce-
penune 11 TpHMECTPa SRNAIOTCH NPEAHKTOPAMH NOBLIIEHHOTO PHCKA TPHCOMMH 18.
YeThipexKOMINOHEHTHBIH CKPHHHHIOBbIA TECT TAKKE MOKET BLINBHTL TPHCOMMIO 18.

Jina nonATREPAIEHHA ITHX PE3YNLTATOR HEOOXOAMMBI JIONIONHHTEBHBIE HC-
cnefoBaHua. PeKOMEHIYeTCA NpOBENCHHE HEHHBA3HBHOIO CKPHHHHIA XPOMOCO-
MHbIX aHOMANHH N101a, TAKONO Kak XPOMOCOMHO-CEIEKTHBHOE CEKBEHHPOBAHHE
sx/IHK, koropoe nossanser ommunte 98 % tpucomuii 18 B | Tpumectpe (1 see
cyqan TpucoMmn 21) o1 Jyniionansix GepemenHocTe. AMHHOLIEHTE3 00BIMHO pe-
KOMeHIyeTCs Ha 14-16-i nenene GepeMeHHOCTH NPH NOAO3PEHHH HA TPHCOMHIO 18.
AHaTH3 NOJNYHEHHOINO MaTepHANa Ha HAIHYHEC XPOMOCOMHBIX HapylleHHH naer

54

TOYHOCTD B 99,5 % M CBA3aH C HEGONBLIHM PHCKOM CAMOTIPOM3BO/ILHOTO NpephiBa-
HHA OepemenHocTH (okono | criyuas, na 200-300 6epemennocreit). Koprouentes
HMEET OFPAHHYCHHOC NMPHMCHEHHE 33 MCKTIOYEHHEM CIYYAcs, BRIABICHHBIX Ha
NOIHHX CPOKAX OepeMeHHOCTH. [TpHMEHSIOTCS OOWENPHHATBIC UMTOreHETHYe-
CKHe W uiyopecueHTHbIC Heeea0BaHHs rHOpHAH3aUKH in situ (FISH).

Puck peunansa tpucomun 18 cocrarnzer | % win Menee 18 NONHO#N TpH-
comuu 18. Eciin e poanTens ABIAETCA HOCHTENEM COANAHCHPOBAHHON CTpPYK-
TYPHOH MepecTpoiikH, PHCK CyliecTBEHHO Bbicok. Lllupokas denorHnuueckas
H3MEHYHBOCTb M OTCYTCTBHE KOPPENALUMH C MPOLEHTOM TPHCOMHBIX KAETOK MpH
MO3aH4YHOH TPHCOMMM 18 3aTpyaHAIOT HHOPMATHEHOE MPOIHOIMPOBAHHE €CTe-
CTBEHHOIO TEYEHHA H FEHETHHECKOC KOHCYJIETHPOBAHHE.

Cunapom INaray. Tpucomua 13-if xpomocombl npeactarnser coboil pea-
KO€ XpomocomHoe 3abonesanme. Yacrora curapoma lNaray cocrasnser 1 : 8000
10 000. Hanmume 20n0nHHTENBHOH XPOMOCOMBI 13 BBI3LIBACT TRAKENBIE NOPOKH
Pa3BHTHA HEPBHOMH, CEPACUHO-COCYIHCTON CHCTEMBI H NOYCK, KOTOPhIE 3ATPY/IHA-
10T BRUKHBaHHE MaaacHues. [ononpozsnuedania — 4acTuiii NOPOK Pa3BHTHA ro-
JIOBHOTO MO3ra, CBA3aHHBIA ¢ cuHapomom [laray, — o0yCloBAMBACT THAKEBIE He-
BPOJIOrHYECKHE MATOIOrHH, HAPYLIACTCA CTPOSHHE Cpeateit 30Hbl tMua. Hepeaxo
npu Y3U moxer Guite 0OHapyxeHo omdanouene.

DEHOTHNHYECKHE NPOARIEHHA TPHCOMMH |3 XapaKTepH3yloTCa NOJHAAKTH-
auei, mukpouedanueii, mukpodranbmueil, orcyTeTBHem WK aedopMauneii Ho-
COBO# KOCTH, 3anubeii ryGo# w/wan pacuennHoll Heba. Cpean KHBOPOKIEHHBIX
MaaneHues ¢ cuHapom [Maray amarnocTuposanu cepacuusie avomanuu (57 %),
AHOMATHH HEPBHON cuctembl (39 %), aHomManuM a3, BILIOTH A0 UMKJIONHH
(30 %), nonupaxTianio (44 %), opodapunreansuyio pacuienuty (45 %).

HaunBonee acTsiMi NpHYHHAMH CMEpTH NpH cHHapome [latay sBasioTes ocra-
HOBKa CEPACHHO-TIErO4HON AeaTenbHocTH (69 %), BITC (13 %) v nHeaMoHHA (4 %).

Jepexrrs nepsuoit Tpybxn. JIHT — rpynna BpoxaeHHsIX NOpPOKOB pas-
BuTHA LIHC, 00ycnoBnennbIX HapywieHHEM CMbIKaHHS HEPBHOI TPYOKH Ha paH-
HHX (3-4-1 Henens) sranax IMOPHOHANBHOIO PasBHTHA. JIByMS caMbiMM pac-
npoctpaHeHtbiMu JIHT seasmioTcs pacuienHa no3soHouHHka W amuuedanmus.
Pacnpoctpanennocts JIHT BapuHpyeTcs BO BCEM MHpE, HTO OTpaKaeT pazinyms
B reHeTHYeCKHX (akTopax H GakTopax oKpymaiowmed cpes!.

KoMOHHHPOBaHHbLIH NpeHaTanbHblit CKPHHHHT B | TPHMECTPE HE MOKET OLe-
HHTb pHCK JIHT. PexoMenayeTcs npoBoMTL CKPHHHHI Ha oTkpeiteie JIHT ¢ no-
MOLIBIO YABTPa3ByKa, ¢ uimepernem ADIT marepuuckoit coiBOpoTKH Mexay 15-i
1 22-ii nenenamu GepemennocTi. HanbGonee taxkensie GopMbl MOTYT ObiTh BHIy-
anuzuposanbl npH Y3H. [L1s AMArHOCTHPOBAHMA PACLIEIUICHHA NO3BOHOMHHKA
YALTPa3BYKOBOE CKAHHPOBAHHE Ha 18-20-ii Henene SBNAETCA HAWIYHLIHM METO-
Aom ckpurnnra. JIHT Takae MOryT ObiTh CBA3aHBI C FeHETHYECKHMH CHHAPOMAMH
(Hanpumep, cunapomom Mekkens-I pybepa).
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CKPHHHHT NauHEeHTOB W3 rpynisl pucka no JIHT pexomeHayeTca npu Hanu-

HHH CeaYIOUHX GaKTopoB:

~ pesynstarel Y3H nosozpurensis Ha JIHT;

~ npeasutymnit pederox ¢ JIHT;

~ cemeinas ucropus JIHT, ocobenno mars ¢ JIHT;

— caxapuuiii anabet | THNA NP GEPEeMEHHOCTH;

— MNPHEM MATEPLIO JIEKAPCTB (BATLIPOCEA’ KHCI0TA).

KomOunauus tecra Al u Y3H srisraser noutH Bee ciyuan andxueda-
MK K GONBIIMHCTBO CYYacs paciuernieHns no3soHouHKKa. JIHT Takke MowHO
OTIMYHTE OT APYrHX AedeKToB naoaa, Hanpumep nedexkToB GPIOMHON CTEHKH,
C MOMOWBLIO TECTa HA AUETWIXOAHHICTEPAlY, NPOBOAHMOrO Ha AMHHOTHYECKOI
AMIKOCTH, NONYYCHHOH npH amuuouenTese. Onpeneneuue ADIT u aueTHixo-
JIHHICTEPa3bl AMHHOTHYECKOH KUIKOCTH ARISIOTCH OCHOBHBIMH OHOXMMHYECKH-
MH TECTAMM, MNPOBOAHMBIMH HA AMHHOTHYECKOH KHAKOCTH 1A Buisanenns JIHT.
AUCTHIXONHHACTEPaA3a npeacTasngeT coboi pepMeHT, conepkalumiics B kaerkax
KPOBH, MbILLIEYHOM # HepBHOH TKank. [ToBbiwienne 3HaueHuit AQTT u aueTnaxo-
auHacTepassl ceuacrensereyer o JIHT niona ¢ TodHocTsio 96 %.

TpoiiHOM # YETBIPEXKOMNOHCHTHBIH CKPHHWHTOBBIE TECTHI HA CHHIPOM
Jlayna MOTyT HMETh BBICOKOE JIHArHOCTHYECKOE JHAYEHHE W IR BhiseneHus JIHT.

CambIM M3IBECTHBIM M LUIMPOKO M3YHCHHBIM (PapMaKONOrHYECKHM BMella-
TCALCTBOM A8 npohurakmuxy eoswuxnosenus JIHT sgnserca Bonuesas KHCAOTa.
Beem AEHUMHAM PEKOMEHIYETCH NMPHHUMATL (OIHEBYIO KHCAOTY [0 3a4atus B
nose 0.4 mr/aeHs nepopansHo B TedeHHe 3 MecaLes. JKeHumMHaM, y KOTOpLIX panee
OEepeMEHHOCTB NPOTEKAIA C XPOMOCOMHBIMH HAPYILICHHAMH H/HIH BPOAICHHBIMH
AHOMATHAMM PasBHTHA Y 11043, 1033 PonHeBOit KHC/IOTHI MOKET ObiTh YBEIHYCHA
10 4 Mr/aeHs He MeHee yeM 3a | Mecal 210 3a9aTHA H 10 3 MecALIeB GepeMEHHOCTH.

CAMOKOHTPOJIb YCBOEHHS TEMbI

3ananne 1. Uiyuure porocnopHyio.

R
S TETIER:

Onpenenure THN HACNCA0BAHHS NPH3HAKa y npobaHia.
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3aaanme 2. Onpenenure BOIMOKHBIA reHOTHN Y npobanaa.

: ® O
B

v

3ananme 3. B otaeneHue HOBOPOKICHHBIX NOCTYITHA MAIMHK CO CleyiO-
LHMH OCOOEHHOCTAMM Pa3BHTHA: ML pasMep ronossl (28 cM); mIocKkuii 3aTsi-
710K H JIHLUEBOM “eper; KOPOTKHI H WHPOKHIE HOC; HEJIOPAZBHTAA BEPXHAR YEIIOCTS,
MOHIONOHAHBIA Pa3pe3 a3, OnpeaeiseTcs MHKAHTYC M CBETAO-CEphIe NATHA HA
panyxHoi oGonouke ma3; GonbuoH A3bik Ge3 UEHTPATLHON GOPOIALL, POT OTKPHIT;
KOPOTKaA wes, H30BITOK KOWH Ha 3a1Hell NOBEPXHOCTH LUCH; WHPOKHE KOPOTKHE
NANOHH C OHOM CKAAAKOH BMECTO ABYX, GOMLIION Najtell pacnonokeH HHIKO 110
OTHOLICHHIO K JIpYrHM NaNbUaM; CaHJaneBHaHas wenb mexay | u [ nansuamu wor,
HeBposioriyeckmil CTaryc XapakTepHIyeTcs HHIKHM MbILICYHBIM ToHycOM. Lilym 8
npoekunn cepaua. Mo aanubivm IKI: purm cuuycossiil, perynapusiit; YCC 140;
AWEKTPHYECKAS OChb CCPALA OTKJIOHEHA BNpaso; yron anspa +120°, npusHaku rm-
neprpoduu npasoro wenynouka. Jlannsie IxoKI: 3HauMTENBHO yBenHueHa no-
NI0CTH NPAaBOIO KEYI04KA, €0 COKPATHMOCTb YMEPEHHO CHitkeHa. Jlepbiil xenyno-
qek: KJIM 27 ma/m?, ®B 70 %. Ha TK sstpakennsiii 06parubiii Tok. CHCTOMMYECKDe
Aasnexue B npasom xeaynouxe 100 MM pr. cr. OyHKUHOHHPYET OTKPBITHIH apTepy-
/IbHbIA MIPOTOK, IMAMETP KOTOPOrO CO CTOPOHBI JIETOMHOM aprepuu 4,6 MM, CO CTO-
POHbl a0pThl 6 Mm. COHpOC Ha aprepHaibHOM MPOTOKE NEpeKpecTHbii. OTKphITOe
OBANBHOE OKHO — AHameTp 4,5 MM, cOpoc neBonpasbiii.

Bonpocsi:

1. MpeanonokuTeNbHLIA AHArHO3,

2. [MpeAnonoKHTENbHbIA KapHOTHIL.

3. Meroas npodunaKTHKH.

3ananme 4. B otaesnienne HOBOPOAKICHHBIX NOCTYITHII MATBHHK CO CCAYIO-
UIHMH OCOOEHHOCTAMM Pa3BHTHA: MANBIH pasMep ronossl (26 cM); TpHronoueda-
NKA; 100 CKOLIEHHbIH, Y3KHIl; MAIHbIC WENH YIKHE, YIIHLIC PAKOBHHLI HH3KO N0-
CRKCHBI H 1eOPMHPOBAHBI; paciueanna ry6ul i BepxHero Heba (1ByXCTOPOHHAR);
NOJHAAKTHINSA, (IEKCOPHOE NONOKEHHE KHCTH; runocnaans. Y3 opraos Beis-
BHJIO NMPH3HAKH OTKPLITOrO apTepHAILHONO NOpoKa, rmapoHedpoz obeux nouex,
KHCTBI NOIDKENYA0YHOM JKesle3bl.
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PebGenok marepn 37 ner, ot 1-ift GepemennocTn, npoTekasuieil ¢ MHOMOBO-
ZHeM, pozibl B cpoke 38 Henens, OueHka no wkane Anrap 5-6 Gawios. Macca
pebenka 2300 r, poct 47 cM.

Bonpocs:

1. lNpeanonoxurensHuii 1HarHos.

2. TpeanonoAKHTe bHBIA KapHOTHII.

3. Metoas! npodHAaKTHKH.

3ananme 5.V 20-nerneit Gepemennoii nposenes amuHouenTes. Bo BpeMa
HCCNIEIOBAHMA KAPHOTHNIA NJ10J1a NoyYeH pesynetat: 47, XY, 21+. Kakas nacnen-
CTBEHHAA NaTo/OrHs 1JI0/1a BhISBJIEHA:

a) cunapom Knaitndensrepa;

6) bonesus MNaray;

B) cunapom JlayHa;

1) eHHIKETOHY pUs;

n) 6oneaus Ulepewesckoro-Tépuepa?

3naume 6. Kaxue w3 nepeuncicHHbix 3a60/1eBaHui CBRIaHbI C HAPYLICHHEM
YHCIA NMOJNOBBIX XPOMOCOM:

a) cunapom [layua; 8) remopuansg A;

6) cunnpom Knaindensrepa; r) remopunng B?

3anaume 7. Y HOBOPOKICHHOIO MANBMHKA QOAMXOUeatMueckuii uepen,
MHKPOCTOMA, Y3KHE IMNA3HLIC WEMH, JeHOPMHPOBAHHBIE YIIHLIC PAKOBHHBL,
Kapuortun pebenka: 47, XY, 18+, YcranoBHTe IMarHos:

a) cunzpom [Maray;

0) cunapom Jlaywa;

B) cuuapom Knaitndensrepa;

r) cunapom Llepewesckoro-Téprepa:

1) cHHapoM Dasapaca.

3anaume 8. lennbie Goneznn 06y CaORNEHDI:

a) noTepeit YacTH XPOMOCOMHOIO MaTepHana;

6) yBEIHYEHHEM XPOMOCOMHOTO MarTepHana;

B) MyTauHeH 0HOro rexa;

I') HEPACXOKICHHEM XPOMOCOM B npoLecce Meifo3a.

3ananme 9. 3anaucii MeToNa KAPHOTHIHPOBAHHUA ARIAETCA AMATHOCTHKA:
a) reHHBIX DonesHei;

6) XpoMOCOMHBIX Donesneii;

B) FCHOMHBIX GonesHe;

I') HEHACCICTBEHHBIX DONIE3HEH.
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3anaune 10. Kakne nacienctsenusie 3abonesanns JAHArHOCTHPYIOTCA € no-

MOUWBIO UHTONCHETHYECKOIO HCCIICA0BAHHA

a) Ay TOCOMHO-IOMHHAHTHBIC;

6) Xxpomocomusie;

B) MOHOIEHHbIC;

I) HacnencTBeHHbIE 3a00/eBaHns oOMeHa BellecTs;
Q1) IOMHHAHTHBIE, CLCTUIEHHBIE C X-XPOMOCOMOFI?

3ananme 11. Y HoBOpOWACHHOrO MansuMka HaGmosaloTcs nedopmaiins

MO3IOBOTO W JIHUCBOTO OTAC/IOB “epena, MHKpOdTansmMus, AeopMauns yuiHok
PaKOBHHLI, BOYbA NacTs. Kapuorun pebenka: 47, XY, 13+, O kakom 3aboneBaHnm
HIET peys:

a) cunapom Jlayna;

6) cunnpom Maray;

B) cunapom Knaiindensrepa;

r) CHHApOM DnBapica;

A) cuapom Llepemesckoro-Tépuepa?

3ananue 12. VkakuTe KapuoTHn pedeHKa ¢ CHHIPOMOM Maray:

we 35 ner:

a)47, XY, 21+; r) 47, XX, 18+;

6) 47, XXY; a) 46, XX, 9p+;

8) 47, XX, 13+; ¢) 45, t(13/21).

3anaume 13. Tpucomus no xaxoii xpomocome Gyner NpH CHHAPOME DBapaca:
a) 21-i; 8) 13-ii;

6) 18-it; r) 15-i?

3ananne 14. Puck poxaenns pedenxa ¢ curapomom Jlayna Y HCHUIHH CTap-
a) yBCAWYHBACTCA; B) YMCHLINACTCH;

0) OCTACTCA HEHIMEHHBIM; T) OTCYTCTBYeT.

3ananne 15. BOIMOKHBIC NPHUHHBI YMEHBIICHHS yposHs ADI1 y Gepemen-

HOM WEeHIUMHBI:

a) amdnuedanus wiona;

6) cunapom [layHa y nnona;

B) CHHApOM DaBapaca y nioaa;

r) neTpudukarel, HHPAPKTLI B MIALIEHTE;
A) onyxons Bunemca y naoga.

3ananme 16. Yakure Gopmyny kapuoruna npu cHHapome [laywna:
a)47, XX, 13+; B) 46, XY; n) 47, XX, 21+,
6) 47, XX, 22+; r) 47, XXX;




3ananue 17. AMHHOUCHTE3 IPOBOAMTCA B CPOKH BEPEMEHHOCTH:

a) 5-8 Heaens; B) 15-18 nenens; 1) 22-24 wepenm.
0) 9-11 nenens; r) 19-21 Henens;

3ananne 18. 6BX nporoautcs B cpoku GepeMeHHOCTH:

a) 9-10 nenens; B) 1618 Heaens;

6) 10-14 nenens; r) 20-22 Heaenu.

3ananne 19. CHHAPOM KOIIAYLETO KPHKA CBA3AH:
a) ¢ Tpucomueii no 13- xpomocome;

0) neneumeit KOPOTKONO Mnleda S-i XPOMOCOMBI;
B) TpHCOMMEit no |8-if xpomocome;

r) Aeneureil KopoTkoro ruieda 4-i XpoMocoMe.

3anaume 20. bepemennas wewumHa (36 ner) npowna npeHaranbhbii
CKpHHMHT | TpumecTpa B cpoke Gepemennoctd 13 wenens 0 awedi. Mo V3M:
KTP — 68 mm (cooteetcTsyer cpoky Gepemennoct 13 weaens 0 anedi), TBIT —
2,2 MM, HOCOBaR KOCTH onpenensercs. BHoXHMHueckue nokasarenn: B-XI'Y —
109,4 ME/n1 (2,71 MoM), PAPP-A — 2,1 ME/n (0,2 MoM). Oxuaaemsiit HHIHBH-
AyanbHbI PHCK XPOMOCOMHOM AHOMAJIMH NpeACTaBien B TabauLe.

Puex Tpucovns 21 Tpucomusn 18 Tpucovun 13
Batosstit 1360 1:2000 1:2000
Hiansnayansustii 1:55 1:2259 1:2602

Ouennre pesyibTarsl ckpHHiHra. Bawm pekomenaamnn?

3ananme 21. bepemennas aenumna (36 21€T), B aHaMHe3€ 3 CAMONPOH3BOTE-
HBIX BHIKHAbILLIA B PaHHHE CPOKH GepemenHocTH. [TpeHaranbHblii CKPHHHHT | Tph-
MECTpa OTKIIOHEHHIT He BuiABWI. [1pn ckpuunnre |1 TpuMectpa B cpoke 19 Henens
no aaHHsIM Y3 iona oGHapyKeHbl MApKephl XPOMOCOMHbIX aHOMATHI: FHIIO-
1233 HOCOBOH KOCTH, YKOPOYEHHE TPYOHaTLIX KOCTEi,

Bamwa rakTuka?

3ananme 22. K smGpnocneunduuecknm Genkam, HeeneayembiM B GHOXHMH-
YECKOM MPEHATANBHOM CKPHHHHIE, OTHOCHT:

a) PAPP-A, B-XI'Y, 1gM u 1gG; r) PAPP-A, B-XI'Y;

0) XI'Y, BRCA1 u BRCA 2; ) cB. scTpuon, A®I1,

B) A®I1, CA-125;

3ananme 23. PexomennoBanHbie cpoku nposenchus Y3H npn Gepemen-
HOCTM:
a) 10-13 Henens; 8) 11-14 neaens;
6) 20-24 nenenu; r) 18-21 nenens.

3ananwe 24, [pu nposenennn Y3 g | TPHMECTPE BO3MOKHO:
a) BbISBICHHE NOPOKOB Pa3BHTHA MJI0AA;

) BBIAB/ICHHE MAPKEPOB XPOMOCOMHBIX AHOMANHIT:

B) Onpe/ielicHHe KH3IHECNOCOGHOCTH naoaa;

I') BCE BBILIETIEPCHHCIEHHOE.

3ananme 25, TBIT npu KTP 43 mm 8 | TPHMECTpe GEPEeMEHHOCTH ARIACTC
MapKepoM XPOMOCOMHOMH NATONOHH NPH paMepax:

a) 1-2 mm; B) Gonee 2,7 mum;

6) Gonee 1,5 mm; r) 2 mm.

Orserhi: | — ayTOCOMHO-peLiECCHBHBI THI HACICIOBAHMA: 2 — IeHO-
TN npobanaa: X*X*, Tak KaK THN HACNENOBAHMA JOMHHAHTHLI X-cuennennsiit;
3 — cuuapowm [Maray. Tpucomus no 13-ii xpomocome. Berpeuaemocts 1 : 7000,
[Npenaranbhbift CKpHHHHT; 4 — cHHApPOM asapaca. Tpucomus no 18-i xpomo-
come. Betpedaemocts (1 : 3000)(1 : 7000), coOTHOLIECHHE MATBHHKH ° JIEBOYKH =
= 1: 3. Npenaransupii CKpUHUNT; § — cHHApOM Hayna; 6 —6; 7 — n; 8 — 8;
9—06,810—6;11 —6; 12 —8; 13 —6; 14 — a: 15— 06,8 16 — n;
17 —8, 1 18 —6: 19 — 6; 20 — BLIARICH BLICOKHI PHCK TpHcoMmH 21 (CHHA-
poma Jlaywa y nuiona) — | : 55 (ssiwe uem | : 360). MMosbinenne HHIHBHIY-
AIBHOTO PHCKA CBA3AHO C HIMEHEHHAMH GHOXMMHYECKHX MAPKEPOB (NOBbILICHHE
B-XT'Y, cumnenne PAPP-A). [Nokasaso NPOBEACHHE HHBAZHBHON NPEeHATANLHON
AMArHOCTHRH; 21 — HanpaBHTL GEPEMEHHYIO Ha MpeHaTANbHBIH KOHCHIHYM.
PaccMOTpeTs HEOGXOIMMOCTL aMHHOLCHTE3a WIH KopouenTesa 1o 20 Heaens
OepeMeHHOCTH M ONpeeneHns KapHoTHna iona; 22 — 1, a; 23 — ar24—r;
25 —s.
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