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MOTHUBAIIMOHHASA XAPAKTEPUCTUKA TEMBbI

OO01ee Bpemsi 3aHATHI: 6 4.

Esxerogno okono 8 miH aeteit (2—6 % poAUBIIMXCS) B MUPE MOSIBISIFOTCS Ha
CBET C BpOXK/JIEHHBIMU NTOpokamu pa3utust (BIIP), XxpoMOCOMHBIMU ¥ MOHOT€HHBI-
MU 3200JI€BaHUSIMHU.

Yactora BIIP cpenn HOBOpOXIEHHBIX COCTABIsAET nopsaka 2—3 %, yacrora
BIIP, BeisiBsieMbIx B OoJiee MO3IHUE CPOKH, mocTturaeT 5—6 %. B pa3BuThix cTpa-
Hax BIIP nmuaupyror B CTpyKType NpUYMH MEPTBOPOKIAEMOCTH, MJIAICHYECKON U
paHHE# AeTcKoi 3a0051eBaeMOCTH, HHBAJIMAHOCTU U cMepTHOCTU. C HUMU CBS3bI-
BalOT TPETh CIIy4aeB NIEPUHATAIBHON CMEPTHOCTH, 25 % cily4aeB MiaJeHYECKOU
cMepTHOCTH U 15-20 % cinyuaes nerckoi cMeptHoctu. o BIIP cpenu npuunn
JETCKOW MHBaNUAHOCTU cocTaBiseT S0 %. CTouMOCTh JeueHus1, peabuanuTanuu 1
MOKU3HEHHOTO COJIEp KaHusl MalKreHTa ¢ BpoxkieHHou maronorueit B 100—1000 pa3
MPEBBIIIAET 3aTPaThl HA AHTEHATAJIbHYIO JUATHOCTUKY, TPODQUIAKTUKY U KOPPEK-
LU0 MaTOJIOTUU TI0AA.

B crpanax EBponsl 15 % Tsxensix BIIP u 25 % cinydaeB rubenu miaonos
U HOBOPOXJCHHBIX B IepuUHaTaibHOM mepuozae Bcienactsue BIIP oOycnosieHo
XPOMOCOMHBIMHM aHOMAJIUAMH. HacToTa XpOMOCOMHBIX O0JIE3HEN Cpear HOBOPO-
XKJEeHHBIX cocTaBisier 3,5—4,4 : 1000, cpeau mepTBOpOkIeHHBIX — 6 %. Ha nomnto
aHEeYIUIOUIuH (HapyILIEHUE YUCiIa XpOMOCOM) MMPUXOAUTCS CBBIIIE 95 % Bceit xpo-
MOCOMHOM MaToJIOTUH Y II0/A.

[IpenaranpHas (mopoaosas) auarnoctuka BIIP u xpomocoMHbIX Oone3Hei
SBJIIETCS HEOTHEMJIEMOM YacThIO TOCYJApPCTBEHHBIX MEAMIMHCKUX IMPOrpamM.
BO3 u EBponeiickas accounanys NepUHATAIbHON MEIULIMHBI OMPEIEIIAIOT Mpe-
HATaJbHYI JUArHOCTUKY KAK COBOKYIHOCTb METOAOB MCCIIEIOBAHUS COCTOSHHUS
wiofa U (heTormaneHTapHOro KOMILJIEKCA, HApaBICHHBIX Ha JTOPOIOBOE BBISB-
JICHUE BPOXKICHHBIX NEe(PEKTOB, MPEICTABISIONINX W3 CeOs JIFOObIe aHOMAINHU B
MOpP(}OIOruuecKoM, CTPYKTYPHOM, PYHKIIMOHAJIBHOM U MOJIEKYISIPHOM pa3BUTHH,
JUArHOCTUPYEMBbIE IPU POXKICHUH (HapyKHbIE WJIM BHYTPEHHUE, HACIIEICTBEHHBIE
WIH CIIOPAINYECKHE, EANHUYHBIE UM MHOXKECTBEHHBIE).

[TomyyeHne MakCMMabHO TOYHOT'O IMPOTHO3a KU3HHU U 310POBBS IUTIOAA IS
pEIIeHNs] BOMPOCca O MPOJIOHTaluU OePEMEHHOCTH, MPEeHATAIbHOM JICYCHUHU, TaK-
TUKE POJIOPA3pEeLIECHUs] U JdaJbHEWIeM HAOMIOEHUU 3a PEOCHKOM — OCHOBHAsI
3a/1a4ya peHaTajJbHON TUarHOCTUKHU.

3a Oonee yem 60-meTHUN TEPHOJ PA3BUTHUS MPEHATAIBHOW AMArHOCTHKU
NPEMIOKEHBl PA3JIMYHbIE METOJbI, MO3BOJSIOIINE ONPEICIUTh PHUCK HATUYHS
y mioja Hanbosee pacmpoCTPAHEHHBIX XPOMOCOMHBIX aHOMAJIUW, TUarHOCTHPO-
BaTh TEHETHUECKUE HAPYIICHHUS, CCKBEHUPOBATh HK30M /WM TE€HOM ILJI0]]a C MHO-
KECTBEHHBIMM aHOMAJIUAMM, IPOBOAUTH NPEUMIUIAHTALMOHHOE T'€HETUYECKOE
TEeCTUpOBaHUE. J|aHHbIE, IOJYyUYEHHBIE B XO/I€ BBIIIOJHEHUS AHTEHATAIbHBIX UCCIIE-



JIOBaHUH, IIO3BOJISIKOT POAUTEIISAM IIPU YYAaCTHUHU Bpada v ¢ y4E€TOM JTOCTHKEHUN Me-
JUIUHBI OLICHUTHh CBOM BO3MO)XHOCTHU B TUIaHE peaOWIUTaIMi peOeHKa, TPUHSTDH
pElIeHHE O MPOIOJKEHUH BBIHAIIMBAHUS WIH O TIPEPHIBAHUH OEPEMEHHOCTH.

Hacrosmee yueOHO-MeToquUecKoe MocoOue COo3AaHO C UENbI0 MOBBIIIE-
HUSl YPOBHSI TEOPETUYECKOW M MPAKTUYECKOM MOATOTOBKHU CTYJIEHTOB 6-ro Kypca,
pa3paboTaHO B COOTBETCTBUM C padoyeil mporpaMMoil no y4eOHON IHUCUUILIMHE
«MenunuHckas reaetuka» s cneunansHoct 1-79 01 02 «Ileguarpus».

Lenb 3aHATHSA: paCIIMPUTH TEOPETUUECKUE 3HAHUS O MPUHIUIAX U METOJAX
KOMITJIEKCHOW JOPOJOBOM JUArHOCTUKH JUIS BBISIBJIEHUS MATOJIOTUN HA CTA/IUU BHY-
TPUYTPOOHOTO PA3BUTHSI, @ TAKXKE OCBOUTDH MPAKTUUECKUE HABBIKU UX IPUMEHEHHUSI.

3agayu 3aHATHA:

1. YcBouth 3a/1a4m MpeHaTaIbHON JUArHOCTHKHU.

2. VI3y4uTh npsMbIe U HENPSMbIE METO/IbI IPEHATAIbHON JUAarHOCTUKH U T10-
Ka3aHUs K UX IPUMEHEHHUIO.

3. IlpuoOpecTr 3HaHUS O IPEHATAITHPHOM CKPUHUHTE U, COOCTBEHHO, ITPEHA-
TAJIbHOM JUArHOCTHUKE.

4. OcBOUTH NPHUHIMUIBI MEAUKO-TEHETUYECKOTO KOHCYJIETUPOBAHUS U THIIbI
POAOCIOBHBIX (THUIIbI HACJIEJOBAHMUS).

5. VI3yuuTh OCHOBBI OMOXMMHUYECKOIO, YIbTPa3ByKOBOIO U KOMOWHUPOBAH-
HOT'O IIPEHATAIIBHOTO CKPUHUHTA.

6. 3yunTh moKa3aHUsl K MHBA3WBHOW MPEHATAIILHON MAarHOCTUKE, €€ Me-
TOJIbI U MOJICKYJISIPHO-TEHETHYECKUE CIIOCOOBI UCCIIEAOBAHUS MOTYYEHHOTO MaTe-
puana.

7. IlpnobOpectu 3HaHUS O KOHTpoJie 3PPEKTUBHOCTU MPEHATAIBHOTO CKPH-
HUHTA.

8. YCBOUTH KIIMHUYECKHE MPU3HAKH, OMOXUMUYECKHE MapKepbl OTAEIbHBIX
CHUHJPOMOB TP MTPEHATAIbHOMN NaTOJIOrUH TI0/A.

B xozne 3aHATHS CTYIEHTBI JOJKHBI HAYYUThCS:

— co0uparb aHaMHECTHYECKHE JIaHHbIE U T'€HEAJIOTMYECKHIl aHaMHEe3, CO-
CTaBJISITh POJIOCIOBHYIO, IIPEICTABIATh €€ B IpapuuecKoM BUE U aHAJIU3UPOBATh
HacJieJ0OBaHKe 3a00IeBaHMsI WM IPU3HAKA B CEMBE;

— TPOBOAUTH MPODUIAKTUYECKUE MEPONPUITHS, HAIIPABJICHHBIE HA MPEIy-
NPEXJECHUE HACIEICTBEHHBIX 3aboneBannii 1 BIIP, cHuxkeHne 4acToThl MIMPOKO
pacnpocTpaHEeHHBIX 3a001€BaHUI MyJIbTU(AKTOPUATILHOMN IPUPOABL;

— BBIABJISITH CEMBU U I'PYIIIBI JIMI C ITOBBIIIEHHBIM PUCKOM Pa3BUTHUSA TOTO
WJIM UHOTO HACJIECTBEHHOTO 3a00JIEBaHNS;

— WHTEPIPETUPOBATH PE3YABTATH OMOXUMHUECKOTO CKPUHUHTA TP HACTIET-
CTBEHHBIX U BPOXKJICHHBIX 3a00JIEBAHUSX;

— OMPEAENATh MOKa3aHUs K MPOBEACHUIO IUTOTEHETHYECKOT0,0MOXUMMUYe-
CKOTI'0 U IPYTUX T€HETUYECKUX UCCIIEN0BAHUM;



— MPUMEHATh METObI JYyYEBON AMATHOCTUKU U MHTEPIPETUPOBATH UX pe-
3yJIbTaThI;

— OMpEAeNATh NOKa3aHUsI K HAIIPABJICHUIO MAIMEHTOB Ha MEUKO-T€HETHYE-
CKO€ KOHCYJIbTUPOBAHUE;

— OCYILIECTBIISATh KOHTPOJIb PE3YIBTaTUBHOCTH MPEHATAIBHOIO CKPUHUHTA.

TpeGoBaHMsI K HCXOAHOMY YPOBHIO 3HAHMUM. /[JI51 IOJTHOTO YCBOEHUS TEMBI
CTYZIEHTY HE0OXOIMMO OBTOPUTH:

— W3 MEAMIMHCKON OMOJIOTHMU U OOIIEeH T'eHETUKU: TOHATHE O MpOorpamme
«I'eHOM YesI0BEeKay; HACJIEICTBEHHOCTh U U3MEHUHNBOCTD; THUIIbI HACIIEIOBAHNUS,

— OMONOTUYECKOW XMMHH: MOJICKYJISIPHbIE OCHOBBI Pa3BUTHS MATOJIOTHYE-
CKUX IPOLECCOB;

— aHaTOMUU YEJIOBEKA: OCOOEHHOCTHU OpPTraHM3Ma YeJOBEKa B MEPUO] BHY-
TPUYTPOOHOTO pa3BUTHS;

— THUCTOJIOTHH, IUTOJIOTUH, SMOPHUOIIOTHH: 3aKOHOMEPHOCTH MPEHATAIBHOTO
Pa3BUTHUS OPraHU3Ma U COCTABISIOIIMX €ro KJIETOK, TKAHEH U OPraHoOB;

— HOpMaJbHOW (pu3MONIOTHU: PUZHOIOTHUECKUE OCHOBBI KU3HEICATEIBHO-
CTH KJIETOK, OPTaHOB, TKAHEH U 1IEJIOCTHOTO OPraHn3Ma YeJIOBEKa B YCIOBHUSX €T0
B3alMOZEMCTBUS CO CBOEH Cpefioil 0OUTaHMUS;

— MAaTOJOTMYECKON aHATOMUU: YACTHYIO MATOJIOTMYECKYI0 aHATOMMIO (3TH-
OJIOTHs, MaTo- U MOpdoreHes, Kiaccuukaius, CTPyKTypHasi XapaKTepUCTHKA Ha
MakKpo- U MUKPOYPOBHSIX, TaTOMOP(]O3, UCXOABI U OCIOKHEHHUS, TAHATOTCHE3) Tie-
pUHATaIbHOM ITaTOJIOTUH;

— MATOJOTMYECKON (PU3UOJIOTUH: XapaKTEPUCTUKY OCHOBHBIX 00JIE3HETBOP-
HBIX (PaKTOPOB;

— (papmakosnoruu: axkropsl, onpeAeAoIIre I0O0YHOE JeHCTBUE ITpenapa-
TOB; TEPATOr€HHOCTh U TOKCUYHOCTb JIEKAPCTBEHHBIX CPE/ICTB.

KoHTposibHBIE BONPOCHI 10 TeMe 3aHATHSL:

1. I3MEeHYHBOCTh HACJIEACTBEHHBIX PU3HAKOB KaK OCHOBA MATOJIOTUH.

2. BxiiaJ HacneACTBEHHOCTH B Pa3BUTHE MATOJIOTUU y JAETEH, B MOKA3ATEIN
CMEPTHOCTH.

3. lenu u 3a1aun MpeHaTaaIbHON AUAarHOCTHUKH.

4. Tunel HaCJIETOBAHUA.

5. Tlonstue 00 aHEYTIIIOUIUSAX: TPUYUHBI U (DOPMBI.

6. Metonbl Mcciie0BaHNs B KIIMHUYECKON T€HETHKE: TeHealornuecKui, 1u-
TOT€HETUYECKUM, MOJEKYISIPHO-T€HETUYECKUN, OMOXUMUYECKUM, OIM3HELIOBBIH,
HOMYJIALIUOHHBIN.

7. 3b}exTsl XpOMOCOMHBIX aHOMAJINI B OHTOTEHE3E.

8. IloHsITHE O METUKO-TE€HETHYECKOM KOHCYIBTHPOBAHUHU.

9. Ctpykrypa u GyHKIIMH MEAUKO-TeHeTudeckoro mneHtpa. [lokazanus s
HaIpaBJICHUs] CEMbU B MEUKO-T€HETUYECKUM LIEHTP.

10. [IprHIMIIBI COCTABIEHUS U aHATU3a POAOCIOBHOM.



11. Dramnbl npeHaTaJIbHOM JUArHOCTUKU XPOMOCOMHBIX OOJI€3HEH.

12. CKpMHUHTOBBIE METO/IBI TPEHATATBHON JUATHOCTUKU M CPOKH IIPOBEJIE-
HUS IPEHATAJIHLHOTO OMOXMMHUYECKOTO CKPUHUHTA.

13. IIpstmble METOABI MPEHATATIBHON JUATHOCTHKHU.

14. TpaauIIMOHHBINA 1 HEMHBAa3UBHBIN MMPEHATAIBHBIN CKPUHUHT HA aHEYTLIO-
U0, 3aKOHOMEPHOCTH MPEHATAIbHOIO Pa3BUTUSI OPraHU3Ma U COCTABJISIOLIUX
€ro KJIETOK, TKaHEH 1 OpPraHoB.

15. JJaboparopHbIe METOIBI TPEHATATBHOW TUATrHOCTHKH.

16. OcHoBbI npeHaranbHON Y3 -1HarHoCTUKY U CPOKHU MPOBEICHHUS PEHA-
TaJIbHOTO YJABTPA3ByKOBOTO CKPUHHUHTA.

17. MeToabl MHBA3UBHOM MpEHATAIbHON JUArHOCTUKU (OUOIICHS XOPHOHA,
aMHUOLIEHTE3, KopaoneHTe3). [loka3zaHus 1 cpoku IpoBEICHUS.

3AJIAYM TPEHATAJIBHON TUATHOCTUKH
HACJIEJICTBEHHBIX U BPOXKJIEHHBIX 3ABOJIEBAHUI

Hacneocmeennwie 3adonesanuna — 3a001eBaHus1, IPUIMHON pa3BUTHUS KO-
TOPBIX SIBJISIFOTCS] U3MEHEHMSI TEHETUUECKOT0 MaTepuaia (MyTrauuu). MyTaium Mo-
T'YT IPOUCXOUTH B MOJIOBBIX (T€HEPATUBHBIE MYyTallMU) U COMAaTHYECKUX (COMaTH-
YecKkue MyTanun) kiaetkax. OHU MOTYT OBITh YHACIIEAOBAHbI OT OJTHOTO MJIH 000UX
ponuTteneii. KpoMe Toro, HapyIieHrs MOTYT BO3HUKHYTh Y POIUTENEH B Mpoliecce
ramMeToreHesa Wik Ha OJHOM U3 CTaJuil pa3BUTHs CaMOro ’MOpUOHA — UX OOHa-
PYKUBAIOT Y UHAUBU/A (HO HE y €r0 POAUTENEN) U Ha3bIBAIOT MyTalusIMU de novo.

Paznuyarot 4 rpyIibl HaclAeICTBEHHBIX 00JIe3HEH:

— MOHO2eHHble HACle0CmBeHHble 001e3HU, TPUUUHON KOTOPBIX SIBISIOT-
Cs MyTalluM B OJIHOM T'€HE; MOHOTEHHBbIC OOJIE3HH HACIEAYIOTCA IO 3aKOHAM
Mennens;

— XpoMocomHble cuHOpombl (3a00JIeBaHMsI), Yb€ pa3BUTHE OOYCIOBJIEHO
CTPYKTYPHBIMH MEPECTPONKAMU WIN KOJIUYECTBEHHBIMH aHOMAJIUAMH XPOMOCOM;

— Mynbmughakmopuanvisie 0O01€3HU, BOSHUKHOBEHUE KOTOPBIX CBSA3aHO C
COYETAaHHBIM JICUCTBUEM T€HETHUECKUX U CpeaoBbIX ¢akTopoB (MuHorue BIIP, 6o-
JIE3HU COMATUYECKUX KJIETOK, Psi/i OMYXOJIeH U ap.);

— HacneocmeenHvle 601e3HU ¢ HempaouyuoHHvIM (OTINYAIOIIUMCS OT MEH-
JIEJIEBCKOT'0) MUNnoM Hacie0o8anusi — HapuMep, MUTOXOHIpUAJIbHbBIE O0JIE3HU.

TepMmuH «HacaeICTBEHHbIE 3a00J€BaHUS» HE SIBISIETCS TOXK/IECTBEHHBIM I10-
HSITUIO «BPOXKICHHBIE 3a007ICBaHU.

Bposcoennvie 3a60nesanuna (BpoXJACHHBIE AHOMAJIWU, BPOXKJECHHBIE IIO-
POKHU pa3BUTHSI WM BPOXKIACHHBIC NE€(PEKThI Pa3BUTHS), COTIIACHO OMPEICICHUIO
BO3, — 3710 cTpyKTYypHBIE WK (YHKIIMOHAJIbHBIE (HAIPUMEDP, META0OINUECKUE)
OTKJIOHEHUSI OT HOPMbI, KOTOPbIE BO3HUKAIOT B TIEPUOJl BHYTPUYTPOOHOIO pa3BH-



THS U MOTYT OBITh BBISIBJIEHBI 10 POXKJEHHUS, BO BPEMS POXKIEHUS, a MHOIJIA JTUIIh
Ha OoJiee MO3IHUX dTanax XU3HW, OHU 00YCIIOBJICHBI HACIEACTBEHHBIMU (haKTOpa-
MU WU TIPEANISCTBYIOMNM POXKICHUIO BO3JIEHCTBHEM CPEIOBBIX (PaKTOPOB.

K BpoxxmeHHbIM aHOManmusiM OTHOCST coocTtBeHHO BIIP, HacnencTBenHbie 60-
JIe3HH OOMEHA BEIEeCTB, XPOMOCOMHbIE 00JIE3HH, BHYTPUYTPOOHbIE MHPEKIIMU U
NocJIeayIolIee MOBpeXIeHue 1ioaa (peronaruun), BHyTpUYyTPOOHYIO 3a1€PKKY PO-
cTa IUIoAa U JPYrue COCTOsHUA. PacrnpocTpaHeHHbIE cpei HOBOPOKIEHHBIX XPO-
MOCOMHBIE AHOMAJIMU BKJIFOYAKOT aHCYTUIOUINH, TPAHCIOKALIMY, JYTUIMKAIAA U Je-
nern. Yacrora HanbosIee 4acTo BCTPEYaeMbIX aHEYTUIOUINH MMPUBEACHA B Ta0. 1.

Tabnuya 1

Yacrora Hanbosee pacnpocTpaneHHbIX aHeynonauil (Nussbaum R. L., McInnes R. R.,
Willard H. F., 2007)

Bua aneyninongumn YacTtoTa cpeam :KUBOPOKIAEHHBIX
Tpucomus 21 1 u3 800 >kMBOPOXKAEHHBIX
Tpucomus 18 1 u3 7500 KUBOPOKICHHBIX
Tpucomus 13 1 u3 15 000 >xMBOPOXKIEHHBIX
Monocomus X (curzapom Tépuepa) 1 u3 5000 neBouek
Tpucomus X 1 u3 1000 neBouek
XXY (cungpom Knaitngpensrepa) 1 u3 1000 MmanparKoB
XYY 1 u3 1000 manpuukoB

YacToTra pa3BUTHS XPOMOCOMHOM IMATOJIOTHH IIJI0/Ia KOPPEIUPYET ¢ BO3pac-
TOM Marepu (Taoi. 2).

Tabnuya 2

Puck aneynuionaum B 3aBucuMoctu ot Bo3pacra marepu (Prenatal diagnostic testing
for genetic disorders, 2016)

Bospacrt marepu, Puck
Jaer Tpucomum 21 JPYTruX XpOMOCOMHBIX AaHOMAJIHI
20 1:1480 1:525
25 1:1340 1:475
30 1:940 1:384
35 1:353 1:178
40 1:85 1:62
45 1:35 1:18

Hepenko XxpoMOCOMHBIE aHOMAJIUH I1710]]a BOSHUKAIOT y KEHILHUH, HE OTHOCS-
IIMXCS K TPYIINE BHICOKOTO PUCKA, B TOM YHCJIE B MOJIOJIBIX CEMBSX C HEOTATOIICH-
HBIM aKyIIEPCKO-TUHEKOIOTUYECKUM UITU HACJIECTBEHHBIM aHAMHE30M.

B xone BbISIBICHUS HACIEICTBEHHBIX M BPOXKICHHBIX 3a00JI€BaHUM y 1072
B IPOLECCE NPEHATAIbHOM JUArHOCTUKHM JOMUHHUPYIOIIEE 3HAaY€HHUE MpPHUIaeTCs
I TpumecTpy GepeMeHHOCTH.



3aa4n peHaTaNbHOM JUArHOCTHKH:

— paHHSS IUarHOCTUKA BHYTPUYTPOOHOU MATOJIOTHH;

— TPEAOCTaBICHUE POTUTEISIM HCUYCPIBIBAIONIEH WH(POPMAIIMA O CTEIICHU
pHUCKa pOXKJIeHUs OOJTBLHOTO PEOCHKa;

— BBIOOD ONTUMAJILHON TaKTUKHU BEJICHHUSI OEPEMEHHOCTH U POJIOB;

— TIPH BBIABJICHUU Y IUIOAA TCHETUYECKOTO 3a00JIEBAHHS C BPOXKICHHBIMU
aHoOManusIMH (TTOPOKK Pa3BUTHSA), jAedopManusiMd U XPOMOCOMHBIMH HapyIile-
HUSMH, HapylIeHHeM OOMEHa BEIICCTB WJIU JPYTHMMH HACJICACTBEHHBIMH 3200-
JCBaHUSMU C HEONArOMPUATHBIM TPOTHO30M JUISI KU3HH — IMPEIOCTABICHUE WH-
dbopmanmy 0 BO3MOXHOCTH MPEPhIBaHUS OEPEMEHHOCTH COTIIACHO HOPMATHUBHBIM
noKyMeHTaM MUHHCTEepCTBa 31paBooxpaneHus Pecyonuku benapyce;

— OmpezesICHNe POTHO3a 3I0POBbsI OYAYIIHX JETEH.

METO/JIbI IPEHATAJIBHOM TUATHOCTUKHA

MeTtoabl peHaTaabHOW JUArHOCTUKHM HACIEACTBEHHBIX U BPOXKICHHBIX 3a-
OoJIeBaHMM pa3esIIoT:

— Ha HEeNpsMBIE, KOTJ1a 0ObEKTOM UCCIIEI0BAaHUS SBIIAETCS OEpeMEHHAas KEH-
HIMHA;

— TpsiMble (MHBa3WBHBIE M HEMHBA3MBHBIC), KOTJA MCCIEIYETCs CaM IUIOA
WM MaTepual Iioa.

Henpsmbie memoOsi IO3BOJSAIOT MOJIYYUTh UHPOPMALIUIO O COCTOSHUU I1JI0-
Jla Ha OCHOBAHMM KIIMHUYECKUX M J1a0OPATOPHBIX MCCIIEJOBAHUM, KOTOPHIE BbI-
HOJIHAIOTCA MaTepu. B 4acTHOCTH, K HENPAMBIM METOAAM OTHOCST ONpPEIEIICHUE
KOHIIGHTPAIlUd MapKepOB XPOMOCOMHOW MAaTOJIOTMH IJI0Ja B CHIBOPOTKE KPOBH
OepeMeHHOM OMOXMMHUYECKUMU METOJaMH, €€ MEIUKO-T€HETUYECKOE KOHCYIIb-
TUPOBaHUE, BKIIIOYAIOIIEe MPU HEOOXOTUMOCTH MPOBEACHUE IUTOTEHETUYECKUX,
MOJIEKYJIIPHO-TEHETUYECKUX U JPYTUX UCCIEI0BaHMil, a Takke cOOp aHaMHe3a U
OOLIEKIMHUYECKOE 00CIIeI0BaHuE.

Ipsamvimu HeunsasuenviMu memooamu MPEHATATbHON TUAarHOCTUKU SIBIIS-
IOTCS:

— HEWHBA3HWBHAs BU3yalu3allds IUIO/IA C UCIIOJIB30BAHUEM YIBTPA3BYKOBBIX
BosiH (Y3U mona, obGosouek u mianeHTtbl), MPT, peHTI€HOBCKOTO H3Iy4YeHHUs
(pentrenorpadus, KT);

— uccaenoBanue BHeknerounor JIHK (BxkIHK) mnona, mupkynupytomeii B
KPOBU MaTepH (HEMHBA3UBHBIN MMPEHATAIbHBIN CKPUHUHT);

— BIEKTPOPUZUOIOTHUECKUE METOJbl PETUCTPALUA M OLICHKH YacTOThI U
pUTMa CepJCUHBIX COKpalleHU# Tuioaa (MarHuTokapauorpadus 1 HEMHBA3UBHAS
OKT mnona).



K npamvim uneasunvim memooam npeHaTaqabHON TUarHOCTUKU OTHOCST:

— OHOIICHIO XOPHUOHA;

— MJIAIeHTOIEeHTe3 (MO3IHI0K OHOIICHIO XOPHOHA);

— aMHHUOIIEHTE3 (TIOJTyYeHUE OKOJIOTUIOAHBIX BOM);

— KOpJOLIEHTE3 (IOJIy4eHHE KPOBU U3 ITyTIOBUHBI);

— 5MOpHO- U (PETOCKOIHUIO;

— Owuorcuio TKaHel mioaa.

B npenaranbHOM AUMArHOCTUKE TaKXkKe IEIECO00pa3HO pa3inyaTrh Memoovl
CKPUHUH2A N MemOoObl COOCMBEHHO OUACHOCTNUKU.

Ilpenamanwuulii cKpunHuHe, WA CKPUHUHT BO BpeMsi OEpEeMEHHOCTH, —
3TO HaYaJIbHBIM 3Tan JTOPOAOBOM JUArHOCTUMKH, BKJIFOUAIOIIUX KOMIUIEKC 6ce20d
HEeUH8A3UBHbLIX MEIULUMHCKUX MEPONPUITHI, HAIPABICHHBIX HA BBISIBICHUE TEX
OepeMEeHHOCTEeH, KOTOpble UMEIOT Haubosee Bbicokui puck BIIP, xpoMocoMHBIX
Oose3Hel WK APYyTUX BPOXKACHHBIX aHOMAJUU TUIO/A, TPUBOISIIMX K WHBAJIHI-
HOCTH WJIM CMEPTHU POXKICHHOTO peOeHKa.

3aoaua ckpununea — GHOPMHUPOBAHKE TPYIIT PHUCKA I JATbHEHIITUX -
arHOCTUYECKMX MCCIIEAOBAHUN. JIMla C MOJIOKUTEIbHBIMU PE3yIbTaTaMU CKPH-
HUHIAa HYXJAIOTCSl B MOCJEAYIOLUIEM MTPOBEJCHUU JUATHOCTUYECKUX TECTOB AJIS
YCTaHOBJICHUS WM UCKIIIOUEHUS HAIU4us 3a00JI€BaHuU.

B 3aBucuMocTu OT TOro, Kakue METOJbl HCIONB3YIOTCS AJIA MPOBEACHHUS
CKPUHUPYIOILIEH MPOTPaMMbl, BBIJICISIIOT OMOXUMUYECKUN, YIBTPAa3BYKOBOU WIIH
KOMOWHUPOBAHHBIHN (OMOXUMHYECKUH U yIBTPA3ByKOBOM C yU€TOM BO3pacTa Mare-
pH) IpEeHaTaIbHbIN CKPUHUHL. DTH UCCIIEJOBaHMsI HAIIPABJICHbI B IEPBYIO O4YEpEb
Ha BBISIBJIEHUE XPOMOCOMHBIX O0JI€3HEN I1J10/1a, @ TPOBEIEHNE KOMOMHUPOBAHHOTO
CKPUHUHIA MO3BOJISIET PACCUUTATh UHAMBUAYAIbHBIA PUCK POXKIECHUS PEOEHKa C
XPOMOCOMHOM MATOJIOTUEN.

B nocnennue roapl MMPOKOE pacIpOCTPaHEHUE TAKXKE MOIYUHII TPeHATalb-
HBI CKPUHUHT (HEMHBa3MBHAs MpEHaTajdbHas NUArHOCTHKA WM HEMHBA3MBHOE
[IPEHATaJIbHOE TECTUPOBAHUE ), IPEICTABISAIOUINI COOOM yCTaHOBIEHUE XPOMOCO-
MHBIX aHOMaJIHMi Ha OCHOBaHUM pe3ynbTaroB uccienosanus BkJIHK mnona, nup-
KyJUPYIOILIEN B KPOBU MATEPH.

Memoowl cobcmeenHo nPeHamaabHOU OUAZHOCMUKU — HTO UCCIEI0Ba-
HUS, TO3BOJISIFOIINE YCTAHOBUTH TOYHBIN IOPOOBBIIN TUarHo3 3a00JIeBaHus Y IIIO0-
J1a B TpymIe OEpEMEHHBIX C n08bIUUEeHHbIM UHOUBUOYATbHbIM puckom BIIP, xpoMo-
COMHBIX 0OJIE3HEN WU IPYTUX BPOXKJIEHHBIX aHOMAJIMH TUI0/A.

IIpn HEOOXOAMMOCTH YCTaHOBJIEHMs AMArHo3a XpOMOCOMHOM OOJIe3HU B
npeHaraibHoM nepuoae Y3U miiona u ompeneneHne KOHIEHTPAIMu MapKepoB
XPOMOCOMHOM MATOJIOTHH B KPOBU MAaTepy — 3TO CKPUHMHI, & UHBAa3UBHOE BMeE-
1aTeasCTBO (OMOTICUSI BOPCUH XOPHOHA, AMHHUOIICHTE3 U T. /1.) C MOCIEAYIOMIUM
IUTOT€HETUYECKUM aHAJIM30M MOJIYyYEHHOI0 Marepuana — COOCTBEHHO JUArHo-
CTHKA.



Takum 00pa3oM, npeHaTaqbHas TUAarHOCTHKA BKJIFOYACT:

— cOop aHamMHe3a U MPENTECTOBOE KOHCYILTHPOBAHUE;

— 1abopaTOpHBIE UCCIICTOBAHNS;

— YIBTPA3BYKOBYIO JTUATHOCTHUKY;

— TIOJYYCHHE U MCCIICIOBAHKE TUIOHOTO MaTepHalia;

— MHTEPIPETAIUIO MOJYYCHHBIX JaHHBIX U MOCIETECTOBOC KOHCYIBTUPO-
BaHUE.

Ipeumywecmea nipeHaTaIHLHON TUATHOCTUKU:

— TI03BOJIECT IPOTHO3UPOBATH HCXOJT OEPEMEHHOCTH H BBIIBUTH BO3MOYKHBIC
OCJIO)KHEHHS, KOTOPBIE MOTYT BOBHHKHYTH BO BpeMsi OEpEMEHHOCTH U POJIOB;

— TpOBEJICHUE JalbHEHINEH TeHETUIECKOM OIEHKU MTPH OOHAPYKESHUH TTPe-
HATAJIBHBIX CTPYKTYPHBIX aHOMAJIUH JIUIsl UX UICHTH(PHUKAIIMH 0 POXKICHHS;

— yJIy4IIaeT ucxoj] OepeMEHHOCTH, TIO3BOJISISI TPOBECTH JICUCHUE TUTOJIA HITH
CIUTAHUPOBATh POJIBI B CIICIIUATU3UPOBAHHOM MEIUIIMHCKOM YUPEKICHHH,

— TIOMOTAeT MapaM PEIIMTh BOMPOC O IPOJODKCHUU OCPEMEHHOCTH WIIH
TIOJITOTOBKE K POXKICHHUIO peOCHKA C TIaTOJIOTHEH.

HEWHBA3UBHBIE METO/IbI IPEHATAJIBHON TUATHOCTUKH

I'EHEAJTOrMYECKU METOJ U XAPAKTEPUCTHKA
HAPYIIEHU OPTAHU3ALIMU HACJEJICTBEHHOI'O MATEPHUAJIA

Meaunko-reHeTH4ecKoe KOHCYJIBTUPOBAHUE [IJISl MPOCIISKUBAHUS MPU3HAKA
WM O0JIE3HU B CEMbE, B POy C YKa3aHUEM POJICTBEHHBIX CBSI3€U MEX]Yy WICHAMHU
POJIOCIIOBHOM BKJIFOYAET COOp JaHHBIX F€HEAJOTHYECKOro aHaMHE3a.

T'eneanoeuueckuti memoo — MOCTPOCHUE POIOCIOBHONM HA OCHOBE aHaMHe-
CTUYECKHUX JIAHHBIX O HACTEACTBEHHOCTH OymyIiero peOeHka.

CO6op cemeitHOTO aHAMHE3a 1 TIOCTPOCHHUE POIOCIOBHON OMOJIOTHUECKUX PO-
TUTEJICH HEPEIKO TTO3BOISET BEIIBUTh T€HETUUECKUN XapaKkTep 3a00IeBaHMUS.

B ciyuyae He0OXOAMMOCTH YTOUHSIIOIIUX BOMPOCOB MPEIaraloTcs Cieryro-
e GOpMyIIUPOBKH: «3HAETE JIM O TOM, KTO YMEp B CEMbE BaIllMX POJICTBCHHHU-
KOB?»; «bbUTH T cpeau BaIlMX YMEPIIINX POICTBEHHUKOB JACTH, JIFOIU B BO3PACTE
10 25 ner?»; «EcTh u cpeny BalluX pPOACTBEHHUKOB MHBAIUBI? C Kakoro BO3-
pacta? Ectb nmu naBanmab! ¢ AetctBa?». Ecnm momyden otBet «Jlay — HeoOxomu-
MO COCTaBHUTbH POJOCIIOBHYIO.

[TocTpoenue u aHATU3 POIOCIOBHOM MO3BOJISAET CAETIATh MPEANONIOKEHUE O Xa-
pakTepe HaclienoBaHusl 3a00JeBaHMsl. THITEI HACIeIOBaHUS TIPEACTABIICHBI Ha pHC. 1.

Aymocomno-oomunanmuoe 3adoneeanue TPOSIBISETCI B KaXKJIOM IOKO-
JICHUH, OMHAKOBO TIEPEIACTCS JCBOYKAM M MajbduKaM (OOJBHBIC : 3I0OPOBBIC =
= 1: 1 1 GOBHBIC MATEIMKHU = OOJBHBIC JCBOYKH ). [ OMO3UTOTHI MOTYT POXKIATHCS OT
2 OONBHBIX POAUTENCH 1 3a00JIEBAaHNE Y HUX MIPOTEKACT TSHKEIIES, YEM Y TETEPO3HUTOT.
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OnuH W3 POAWTENIbCKUX TEHOB BBHICTYIIAET KaK perec-
CUBHBIN ajuieib, KOTOPbIA HEAKTUBEH, 4 JOMUHAHTHBIN
aJjuieNb APYroro POAUTENS HEJOCTATOYHO YCHJIEH AJiA
MIOJIHOTO MPOSIBJIEHUS MPU3HAKa B YUCTOM BHUJE; BbIpa-
JKEHHE 3TOTO TpU3HaKa B (PEHOTHUIE MPOMEXKYTOUHOE,
C YKJIOHEHHEM B CTOPOHY IOMUHAHTHOU ajliesu |

npodan

Puc. 1. Tunsl HacinenoBaHUA

Aymocomno-peyeccusnovle 001e3nu MaHU(PECTUPYIOT NPU HAJIUYHUU TEHe-
TUYECKOM MOJIOMKH B TOMO3MTOTE JINOO MPH KOMMAyH/AE U3 2 TeTepO3UTOT, KOraa
KaXbIli TCHETHYECKUI BApUAHT YHACJIEIOBAH OT 000MX POIUTENEH, HAOMIOAAt0T-
Csl B OJHOM IOKOJICHHH (110 TOPU30HTANIN), 00BIYHO Y cOcoB. BeposTHOCTh 3a00-
JIEBaHMsI MAJIBYMKOB U JIeBOYEK paBHast; 25 % 310poBbl, 50 % HOcuTenu u 25 %
00JBHBI, T. €. cocTaBisaeT 25 % (1 : 4).

X-cuyennenuvie 0omMunanmuvle 00J1€3HU PA3BUBAIOTCA y JTOYEPE U ChI-
HOBEH, €CM MpHU3HAK MepefaeTcss OT Marepu. BeposTHOCTh pokaeHus: 0OIbHO-
ro pebenka cocrasmsieT 50 % u ogmHaKOBa IS AeTel oboero moia. Ecimu 6oieH
oTel, TO OOJIEIOT €ro 104epH, KOTOPbIE MOTYT NE€PENATh T'€H CBOMM ChIHOBBSIM WJIN
nodyepsaM. ChIHOBbsI OOJNBHBIX OTLIOB 3/10POBBI, TOCKOJIBKY HACJIEAYIOT OT OTLA
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Y-xpomocomy. B ciyuae neranpHOCTH 3a0051€BaHUS AJI1 MYKUUH OOJICIOT TOJIBKO
JKCHIIUHBI U HAOMIONAIOTCS CIIOHTAHHBIE a0OPTHI BCIEACTBUE THOETN SMOPHOHOB
MY>KCKOTO T0JIa Ha paHHUX cTaausx pa3Butus (cuaapom broxa—Cynbudeprepa).

X-cuennennvie peueccugnvle 0one3nu HAOIIONAIOTCS UCKIIOUUTEIBHO Y
MyX4MH. Bce nodyepu mopakeHHbBIX MY>KYMH OT OpakoB CO 370POBBIMU KEHIIIM-
HaMU SIBJISIFOTCS HOCUTEIbHUIIAMU MYTAllMH, & CBIHOBbSl TAKMX MYXYUH 3JI0POBBI.
HckiroueHre cocTaBlI€T YHUIIApEHTaIbHAs (OAHOPOAMTENBCKAs) TeTePOIUCO-
MUs. Y HOCUTENbHHUIl TaTOJIOTUYECKOTO Te€Ha MOTYT OBITh MUHUMAJIbHbIC KIUHU-
yeckue nposieiaenus. [lpumepHo B '/, ciaydaes X-clUeIUIeHHas MaTOJIOTUS y Majlb-
YHKa SBJSETCS CIEACTBUEM MyTalnu de novo, a He HacJaeIyeTcsl OT MaTepHu.

Ilpu Y-cuyennennom 3aboneeanuu (ToJaHIPUYECKUN THUI HACIEIOBAHUS)
OONBbHBI OyIyT TOJIBKO MYXYMHBI, BEPOSTHOCTb HACJIEAOBAHUS Y MAaJbYMKOB
100 %, nouepu u UX AETH BCEra 310pOBbI. [ O1aHApUYECKHE TPU3HAKU HE UMEIOT
CYILLIECTBEHHOI'O 3HAYEHUS B HACIEACTBEHHON MATOJIOTUH YEJIOBEKA.

Mumoxonodpuanshsie 3a001e6anua HaCIEeyIOTCA NHAaUY€E, 4YeM 3a00JIeBaHus,
00yCTIOBJIGHHbIE MYTAIlMsIMU B SIIEPHBIX TeHax. MUTOXOHApPUHU coaepkar coo-
ctBeHHyto JIHK, npruuem B kax a0l MUTOXOHAPUHN YEJIOBEKA OOBIYHO COAEPIKUTCS
oT 5 g0 10 xonwmit konbreBon monekyasl JIHK, n Bce MuTOXOHApHUM HacIeqy0TCs
ot marepu. Konnu JIHK ciyuyalinbiM 00pa3oM pacrpeneisitoTcss MEXy €€ OTOM-
KaMH [pU JACJICHUH MUTOXOHApHUH. Ecau TonbKko o/1Ha U3 ncxoaHsix mojekyn JJIHK
COJIEPKUT MYTALUIO, B PE3ybTaTe CIy4YallHOrO pacpeiesIeHs TAKUE MyTaHTHBIE
MOJIEKYJIbI MOTYT HAKOMHUTHCS B HEKOTOPBIX MUTOXOHAPHUSAX. MUTOXOHApHAIbHAS
00JIe3Hb HAYMHAET MPOSBIATHCSA B TOT MOMEHT, KOIZla 3aMETHOE YMCIIO MUTOXOH-
JpUil BO MHOTUX KJIETKaX JAHHOM TKaHU MpuooOperaroT myTtaHTHbie koruu JJHK
(moporoBast KCIpeccHsi).

CTPYKTYPHO-(I)YHKIII/IOHAJILHI)IE YPOBHHU
OPITAHUM3ALIUN HACJIEACTBEHHOI'O MATEPUAJIA

Beiienstorcss  cieaymoomue CTPyKTypHO-(DYHKIIMOHAIBHBIC YPOBHH Opra-
HU3AI[MM HACJICCTBCHHOTO MaTepuaia: TeHHBIH, XPOMOCOMHBIH, TEHOMHBIH.
N3MeHEeHHsST B TCHETHYECKOM MarepHalie MOTYT IMPOMCXOJIUTh Ha BCEX YPOBHSIX
opranu3anui. COOTBETCTBEHHO BBIICISAIOT I'€HHBIC, XPOMOCOMHBIC M TC€HOMHBIC
MYTalluH.

TI'ennvle mymayuu — 5TO W3MEHEHHS YHMCIA WM TOCJICIOBATEIBHOCTH
HyksieotusoB B ctpykrype JIHK B mpenenax oTaenbHBIX T€HOB, MPUBOASIINE K
WU3MCHCHHIO KOJMYECCTBA MJIM Ka4eCTBA COOTBETCTBYIONIUX OCIIKOBBIX IMPOTYKTOB.
CyIIecTBYIOT pa3jIuYHbIC THUITBI TCHHBIX MYTAaIlHi, CBI3aHHBIX C J00aBICHUEM, BbI-
MaJICHUEM WJTH TIEPECTaHOBKOW OCHOBAaHUM B reHe (Taoi. 3).
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Tabnuya 3
OCHOBHbIE Me€XaHU3MbI TeHHBIX MyTalHii

Tun myranuun MexaHnuszm
Henenus cermenta IHK | YTpara cermenta JJHK pasmepoM ot onHOTrO HyKJI€oTH1a A0 TeHa
Hynnukamus cerMeHTa VYneoenne cermenta [IHK oT ogHOTO HyKII€OTHAA IO TIENTBIX TEHOB
JHK

Husepcus cermenta JJHK | [ToBopot Ha 180° cermenta JIHK pasmepom oT ABYX HYKJIEOTHIOB
1o (hparMeHTa, BKIIOYAIOIIETO HECKOJIBKO T€HOB

Wucepuus cermenta JIHK | BeraBka ¢pparmentos JIHK pasmepom oT 0HOTO HYKJIEOTHAA JO
LIEJIOTO TeHa

TpaHCBCpCI/ISI OCHOBaHUM 3ameHa IIYPUHOBOT'O OCHOBaHHW HA MTUPUMHUIUHOBOC NI Ha000-
POT B OOJHOM M3 KOJOHOB

TpaH3uLusi OCHOBaHUHN 3aMeHa OTHOro IMyPUHOBOTO OCHOBAHUS Ha IPYroe MypHHOBOE
WJIM OIHOTO MUPUMHINHOBOTO Ha IPYroe NUPUMHUIMHOBOE B
CTPYKTYp€e KOIOHa

D¢} dexTr reHHBIX MyTaIMi Ype3BbIUARHO pa3HOOOpa3HbL. Tak, TeHHbIE MY-
TallMy, BO3HUKAIOIINE B TaMeTaX WU B OyAyIINX MOJOBBIX KJIETKaX, ePEeNatoTCs
BCEM KJIETKaM MOTOMKOB M MOTYT BIMATH Ha JAJbHEHUIIYIO CyIbOy MOIYJSIUH.
Bonbinast 4acTe MEJIKMX TEHHBIX MyTaluud (PEHOTHIUYECKH HE TPOSBISAETCS.
OnHako B HEKOTOPBIX CIIydasx U3MEHEHHE BCEro JIUIIb OTHOTO OCHOBAHUS MOXKET
OKa3bIBaTh NIyOOKOE BIUsHUE HA (eHoTurl. OJHUM U3 MPUMEPOB CIYKUT CEPIIO-
BHJTHOKJICTOUHAS aHEMUST — 3a00JIeBaHNEe, 0OYCIOBIICHHOE 3aMEHON OCHOBAHUS B
OJTHOM U3 T€HOB, OTBETCTBEHHBIX 3a CHHTE3 TeMornoonHa. B cnyyae npennonoxe-
HUS TEHHBIX MYTallU{ Ba)KHO TEHOTUITMPOBATH HE TOJIBKO JIETeH U OMOIOTUYEeCKUX
poauTeNneid, HO U IUIOJ MPU HEBBIHAIIMBAHUU OEPEMEHHOCTH.

Comarnueckrie TeHHbIe MyTalll1, TIPOUCXOASIINE B OpraHu3Me, HaCIe y0T-
Csl TOJIbKO TEMHU KJIETKaMH, KOTOpbIE 00pa3yloTCs M3 MYTAHTHOM KIIETKH MyTEeM
muTo3a. OHU MOTYT OKa3aTh BO3JICHCTBUE HA TOT OPTaHU3M, B KOTOPOM OHHU BO3-
HUKJIM, HO CO CMEPThIO 0COOM McYe3arT u3 reHodonaa nomyniauuu. B Hekoro-
PBIX CIy4asx MpH HUX 0OpaszyroTCsl KIETKU C MOBBIIIEHHOW CKOPOCTBIO pOCTa H
neneHus. DTH KJIETKH MOTYT JaTh HAyallo OMyXOJsiM (100pOKaueCTBEHHBIM WIIH
3710Ka4€CTBEHHBIM).

Xpomocomnvle mymayuu (aHomanuu, abeppaiuu) SBISIOTCA TPUYUHOU
10 50 % croHTaHHBIX A0OPTOB, OTJIMYAIOTCS 110 YACTOTE BCTPEUAEMOCTH B pa3yiny-
HBIX BbIOOpKax (Tabm. 4) u XapakTepHu3ylOTCsl U3MEHEHHEM CTPYKTYPBbI OTACIbHBIX
XpOMOCOM. XPOMOCOMHBIE aHOMAJIMU MOTYT 3aTparuBaTh ayTOCOMBI M TOJIOBBIC
xpoMocoMbl. [Ipu HUX Mocien0BaTeNbHOCTD HYKJICOTHUIIOB B TeHaX OOBIYHO HE Me-
HSETCsI, HO U3MEHEHHE YMCIIa WX TOJIOKEHUS TeHOB NP adeppaiusax MOKET MpH-
BECTU K TeHETHUECKOMY ArcOanancy. Pa3nnyaior BHyTpUXpOMOCOMHBIE, MEXKXPO-
MOCOMHBIE I H30XPOMOCOMHBIE abepparuu.
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Tabnuya 4
YacToTra XpOMOCOMHBIX AHOMAJIHI B Pa3JIMYHBIX BHIOOPKAX

Pe3yabrar XpOMOCOMHBIX AaHOMAJIUI Yacrora, %
Henonomennsie 2,5
MepTBOpOXKICHHBIE U IEPUHATAIIEHO YMEPIINE 7,2
Hogopoxnenusie ¢ BIIP 9,5
Henonomennwie ¢ BITP 17,4
MepTBOpOXI€HHBIE U TIEpUHATAIbHO yMepiue ¢ BITP 29,5
HoBopoxaeHnsle ¢ rpyObiMu MHOKeCTBeHHBIMU BITP 33,2
CronTaHHble a00PTHI 50

Buympuxpomocomnuie abeppayuu — abeppauuu B Ipenenaax OAHON Xpo-
MocoMbl. K HUM OTHOCSTCS Aefenuu, UHBEPCUU U AYIIIMKALUY.

/Jleneyusn — yTparta OIHOTO U3 YHYACTKOB XPOMOCOMBI (BHYTPEHHETO HIIH TEP-
MUHAJIBHOTO), YTO MOXKET CTAaTh MPUYMHON HapylIeHUs SMOpHoreHe3a u popmu-
pPOBaHUs MHOKECTBEHHBIX AHOMAJIMK Pa3BUTHS (HapUMEp, CUHAPOM KOIIAYbErO
KpHUKa: JIeJIe[Usl B PETMOHE KOPOTKOI'O IJIeYa XPOMOCOMBI 5, o003HauaeMas Kak
5p-, IPUBOAUT K BPOKJAEHHOMY ITOPOKY CEp/La, OTCTaBaHUIO YMCTBEHHOI'O pa3BU-
TS, HEIOPA3BUTHUIO TOPTAHHU, M3-3a YETO IIad HAllOMUHAET KOIIAaube MAYKaHbE).
Cungpombel Bunbsimca, Jlanrepa—Iunuona, I[lpagepa—Bummm, PyOunmreitna—
Teitou, Cmur—Marenuc, Muiepa—/lukepa, Aurensmana, Jlu I'eopra oOycnosie-
Hbl MUKPOJICTICIUSMH.

Hneepcua — 310 BcTpauBaHue (pparMeHTa XpOMOCOMBI Ha MPEXKHEE MECTO
nociie noBopota ero Ha 180°. B pe3ynbrare HapymaeTcs NOpsiA0K PacoIOKEHHS
I'€HOB.

Jlynauxayus — 510 yaBoeHue (MM YMHOXKEHHE ) KaKOTO-JIHO0 ydacTKa Xpo-
MOCOMBI (Harpumep, TPUCOMUS TI0 KOPOTKOMY IUIEYy XpPOMOCOMBI 9 MPUBOAUT K
MOsIBJICHUIO0 MHOKeCTBeHHBIX BIIP, BKiTtogas Mukponedanuto, 3a1epxKy husnde-
CKOTO, ICUXMUYECKOTO U UHTEJUIEKTYaIbHOTO PA3BUTHA).

Mestcxpomocomnvle abeppayuu (mpanciokayuu) — 310 oOMeH pparmeH-
TaMU MEXJly HETOMOJIOTUYHBIMH XpoMocoMaMu. Pa3nuuaror 3 BapuaHTa TpaHCIo-
Kaluii: peyunpoxHvle (0OMEH hparMeHTaMu 2 XpOMOCOM), Hepeyunpokuoie (Tiepe-
HOC (hparMeHTa OJHON XPOMOCOMBI Ha APYTYIO), pobepmcoHosckue (COeTUHEHNE
2 aKpOLICHTPUYECKUX XPOMOCOM B pallOHE MX LIEHTPOMEp C MOTEpEel KOPOTKUX
IieY, B pe3yibrare oopasyercst 1 MeralieHTpudeckas XpoMOCOMa BMECTO 2 aKpo-
LHEHTPUYECKUX).

H30xpomocomnsle abeppayuu — 310 00pa3oBaHUE OJAMHAKOBBIX, HO 3€p-
KaJbHBIX (PParMEHTOB 2 Pa3HBIX XPOMOCOM, COAEPKAIIUX OIHU U T€ XK€ HAOOPHI
reHoB. OHU NMPOUCXOAAT B PE3YJbTAaTE MONEPEYHOIO pa3pbiBa XpOMaTHI 4Yepe3
LEHTPOMEPHI (OTCIOAA IPYroe Ha3BaHUE — LIEHTPUUECKOE COEIMHEHNE).
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Bo3HUKHOBEHHE XPOMOCOMHBIX MYTAaIlMil B X0/I€ KPOCCUHIOBEPA CBSI3bIBAIOT
¢ o0pa3oBaHHEM Pa3phIBOB XPOMOCOM, KOTOPBIE 3aTeM penapupyrotcs. Hapymienus
npolecca penapanui MOTYT MPUBECTH K MOSIBICHUIO XPOMOCOMHBIX MEPECTPOEK.
Pa3pbIBbI XpoMOCOM U, KaK CIIEACTBHE, 00pa30BaHUE MEPECTPOCK MPOUCXOST MO/
JNENCTBHEM MYyTareHHbIX (PAKTOPOB pa3IMuHON MPUPOJLI: HU3UUECKON (MOHHU3U-
pyloliee u3y4eHue), XUMUIECKON WIIH OMOJIOTHUYECKON (TPaHCIIO30HbI, BUPYCHI).
Takke HEKOTOpbIe XpOMOCOMHBIE TIEPECTPOiTKU (abeppaliin) XapaKTepHbI IJIs1 HO-
cuTesel cnenupuaecKux CaiToB JJOMKOCTH.

TI'enomnsle mymayuu o0OycnoBiieHbl 100aBIEHUEM JTNOO yTpaTOU OJTHOM, He-
CKOJIbKUX HJIM TIOJHOTO TallJIOUTHOTO Habopa XpoMocoM. Pa3Hbie BUIbI TEHOMHBIX
MyTallMid Ha3bIBAIOT aHEYTUIOUUEN U TTOJIUILIIONANEH.

IHonunnouousa — 310 KpaTHOE yBEIMYCHUE YUCIIa HAOOPOB XPOMOCOM, KOTO-
poe€ SIBJIIETCS CIEACTBUEM HapyIIECHUS X0/Ia MUTO3a UJIU Me03a: MPU pa3pylieHuU
BEpETEHA JICIICHHSI YIBOUBIIINECS XPOMOCOMBI HE PACXOMASTCS, @ OCTAIOTCS BHYTPH
Hepas3aenuBIIeiics KIeTKU. [[puunHbl HapylIeHUs HOPMAJIBLHOTO IETCHUS KIIETOK,
MPUBOSIINE K HEPACXOKIACHUIO XPOMOCOM U TOPMOKEHUIO IIMTOKMHE3A, 10 KOHIIA
HE BBISICHEHBI. YKa3bIBaIOTCS MEXaHU3Mbl BO3HUKHOBEHUS: HEPACXOKICHHUE XPO-
MOCOM (XpoMOCOMBI B aHa(a3e OTXOJAT K OJJHOMY MOJIIOCY, IIPU 3TOM Ha KaXIylO
ramMeTy C OJIHOM JIMIITHEH XPOMOCOMOM MPUXOAUTCS Japyras — 0e3 OJHON XpoMo-
coMbl) U «aHadazHoe oTcTaBaHue» (B aHadase o/iHa U3 MEPEIBUTAEMBIX XPOMOCOM
OTCTaeT OT BcexX Apyrux). [lomumionauio BbI3BIBAIOT U3MEHEHHUSI B aXpOMAaTHHO-
BOM amnmapare KJICTKU: TOBPEXKICHHE COKPATUTENbHON (PYHKIIMU TSIHYIIUX HUTEH
BEpPETEHA, a TAKXE LIEHTPOMEP M LIEHTPUOJIEH, MOTEPsl MOJSIPHOCTH ACIIAIICHCS
KJIETKH, 3HAYUTEIHHOE YBEINYCHUE BSI3KOCTU LIUTOIIAa3Mbl. BO3MOXHBI U ApyTHE
MPUYMHBI Pa3BUTHUS AaHOMAJIMH, CBSI3aHHBIE C U3MEHEHHEM o01Iero pusnonoruye-
CKOTO COCTOSIHUS KJIETKHU. Y UeJOBeKa MOJUIUIOUAMS, a TaKkKe OONBIINHCTBO aHe-
YIUTOUAHN MPUBOIAT K (POPMHUPOBAHUIO JIETANICH.

Aneynnouous — n3meHenrue (yMEHBIIIEHHE — MOHOCOMUS, YBEITHUECHNUE —
TPUCOMHUSI) YUCIIAa XPOMOCOM B AUIUIOWIHOM HaOOpe, HE KpaTHOE TarjIoUIHOMY
2n+1,2n—1wuT 1.).

Tpucomua — Hanuuure 3 TOMOJOTUYHBIX XPOMOCOM B KapHUOTHUIIE (HaIpH-
Mep, no 21-i mape — cungpom [ayna, mo 18-i1 mape — cunapom DaBapica,
no 13-it mape — cunapowm Ilaray).

Monocomus — Hanuuue TOJIbKO 1 U3 2 roMoJIOrnYHbIX XpomocoM. [Ipu Mo-
HOCOMMH TI0 JIF000M M3 ayTOCOM HOPMAJIbHOE Pa3BUTHE AMOPHOHA HEBO3MOXKHO.
EauHcTBEHHAst COBMECTUMAs C KU3HBIO MOHOCOMHUS Y YEJIOBEKa — MOHOCOMHUS
o XxpoMocoMe X, n3BecTHas kak cuaapom lllepemenckoro—TéEpuepa (45, XO0).

Taxum 06pazom, i ycTaHOBICHUS TPUYUHBI BO3HUKHOBeHUs BIIP, Hacnen-
CTBEHHOTO 3a00JIeBaHUS WM XPOMOCOMHBIX aHOMAJIUK U BEPOSTHOCTH HACJEIO-
BaHUSI HEOOXO/IMMO BBITIOJIHEHUE MEIUKO-T€HETUYECKOTO KOHCYIbTUPOBAHMUS.
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MEI[I/IKO-FEHETI/I‘IECKOE KOHCYJIbTUPOBAHUE

B bemapycu Hanaxena opraHuzanys pa3HOYPOBHEBOW CHCTEMBI aKyIIEp-
CKO-TMHEKOJIOTMYECKON W TEepUHATaJIbHOM NOMOIIM Ha OCHOBAHMM IIPHKa3a
MunucrtepctBa 3apaBooxpanenust Pecnyonuku benapycs ot 09.08.2019 Ne 966,
KOTOpasi B TOM YHUCJIE BKJIFOUAET MPEHATaIbHYIO IUarHOCTUKY:

— | TexHomornuyeckuii ypoBeHb — pailOHHBIN (TOPOJICKOI): KEHCKHE KOH-
cynwraruu LIPB/LI'b, ropoackue MOMMKINHAKY, TETCKUE TTOJTMKINHUKHA WA KOH-
cynbrarnuu, poawibHbie U nerckue otaeneHus L[PB/III'B/I'b. Ero 3amaua — onpe-
oelnenue NepunamanbHo20 pucka W MOCIEAyIOIlee CBOEBPEMEHHOE HalpaBIeHHUE
NAlUEHTOB, HYXXJIAIOLIUXCS B CHEUUAIM3UPOBAHHON U BBICOKOTEXHOJOTMYHOU
IIOMOIIY, B OpPraHU3alMK 31PAaBOOXPAHEHHUS BBILIECTOSALIETO TEXHOJOTUYECKOTO
YPOBHS;

— II rexHONMOTMYECKUI YPOBEHb — MEKPAHOHHBIN (TOPOICKOIN): criennanu-
3UPOBAHHBIC AKYIIEPCKUE H/WIIM TUHEKOJIOTUYECKHE OT/ICIICHHS U KAOMHETHI, KEH-
ckue kKoHcynbTanuu. OH obecneuusaem HeoOXOOUMbBLL 00beM CHeYUAIUZUPOBAH-
HOU MeOUYUHCKOU nomMouju OEPEMEHHBIM JKEHIIIMHAM, B TOM YHCJIE IIPEHaTaIbHOU
JMarHOCTUKY;

— III TexHOMOrMYECKUI YPOBEHb — MEIUKO-TEHETUYECKUE LEHTPHI (OTAe-
JICHUsI, KOHCYNBTAIlMK), OOMaCTHOW MepUHATANbHBIN IEHTp, o0nacTHhIe (TOpoa-
CKHE) POAUIIBHBIE IOMa, POAUIBHBIE (POAOBBIE) OTAEICHUS MHOTOMPO(HUIbHBIX
(ropoackux) OONBHHUII, BBIMONHSIONINE (YHKIIMIO 0OJACTHOTO POJMIBHOTO JOMa
U OCYLIECTBIISIOLUIME COOTBETCTBYIOIIUNA 00BEM CHeyuanu3upo8aHHol U 6blCOKO-
MEeXHON0SUYECKOU MeOUYUHCKOU nomowu OEpEMEHHBIM >KEHILMHAM JUIS 3aKpe-
1ieHHoro HaceneHnus [ u Il TexHonornueckux ypoBHEW, NalueHTKaM U3 pailoHOB/
oOnactu/r. MuHCKa;

— IV TexHonormueckuii ypoBeHb — PECIyONUKAHCKHI: OCYIIECTBISCT-
Cid BBICOKOTEXHOJIOTMYECKAs, CIECHHAIM3UPOBAHHAS IOMOIIb TOCYIAPCTBEH-
HBIM yupexaeHueM «PecnyOIMKaHCKUI HAay4yHO-TIpaKTUYECKU LeHTp «Marp
U JUTA» B COOTBETCTBUM C TMpUKa3aMM MMUHHCTEpPCTBA 3/1pPAaBOOXPAHEHUs
Pecniyonuku bemapyck ot 22.12.2020 Ne 1368 «O06 yTBep:KI€HUH TOJOKEHUS
O TIOpSIKE HAmpaBJiCHHS Ha OOCIEIOBaHHE M JICYCHHE B TOCYJapCTBEHHOE Y4-
pexnenue “PecnmyOnukaHckuil HaydHO-IPAKTHUECKUN HEHTp “Marb u auts’™» u
ot 09.08.2019 Ne 966 «O0 yTBepxkaeHnn MHCTPpYKIMU 110 OpraHu3aluy pa3Hoy-
POBHEBOW CHUCTEMBI aKyIIEPCKO-TMHEKOJIOIMUYECKON U MEPUHATAIBLHOM TOMOLIH B
Pecny6onuke benapycb». Ha 6aze IV ypoBHsI GyHKIMOHHUPYET peciyOIMKaHCKUIMA
BpaueOHbIN npeHaranbHblii koHCHIUyM (PBIIK), nedarensHOCTH KOTOpOTO pery-
JaupyeTcs nmpuka3oM MuHHCTEpCTBa 3apaBooxpanenus Pecrybnuku benapych ot
22.03.2022 Ne 362 «O0 opranu3aiuu pecmyOIuKaHCKOTO BpayeOHOrO KOHCHIINY-
Ma T0 IIpeHaTaIbHBIM MpobieMam y mioga». Ha 3acenanue PBIIK nanpasstorcs
OepeMeHHbIE KEHIUHBI ¢ BbIsiBIeHHBIMU BIIP mioga B 0co00 ClI0XHBIX, COMHH-
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TEJbHBIX, HEOAHO3HAYHBIX, CIIOPHBIX CIIy4asX JJIsl PELIECHUs BOIPOCAa O TAKTHUKE
BeZICHUSI OEPEMEHHOCTH U OMPECICHUS] MECTa, METO/Ia M CPOKOB poJIopa3perie-
Husl. [Tokazanusmu s HanpasieHus Ha PBIIK senstorcs: BeisiBnenue BIIP, xpo-
MOCOMHBIE U UHBIE HACIIECACTBEHHBIC 3a00JIEBaHUS B CIIy4asiX C HEOMPEAEICHHBIM
T€HETUYECKUM MPOTHO30M U (MJIM) COMHUTENIBHBIM ITPOTrHO30M IS JKU3HU U 3]10-
POBbSI IJIOJIa U UHBIX COMHMTEIbHBIX, HEOAHO3HAYHBIX, CIIOPHBIX ciayyasx; BIIP,
BBISIBJICHHBIEC IIPEHATAJIBHO U MOAJIEXKAIINE XUPYPTUUECKOW KOPPEKLUHU B IIpe- U
MOCTHATAJILHOM TEPUO/IE.

Munys | u 1l TexHonornyeckuii ypoBeHb BO3MOXKHO HarpaBieHue OepeMeH-
HBIX JKEHIIIMH COMIACHO MOKA3aHUAM Ha MEUKO-TEHETUYECKOE KOHCYIBTHPOBAHHE.

IIpu BbISBIEHUM y IUIOAA BPOXKACHHBIX aHOMAJIUI (IOPOKOB pa3BUTHS) WIH
JPpyToil HACIEICTBEHHOM MaTOJIOrMH JAl0TCs PEKOMEHJAMU 110 TAKTUKE BEACHMUS
OepeMEHHOCTH WX 110 UCKYCCTBEHHOMY IPEPBIBAHUIO0 OEPEMEHHOCTH B MOPSIJIKE,
YCTaHOBJIEHHOM 3aKOHOJIaTEeIbCTBOM.

Meouko-2enemuueckoe KOHCY1bmMupo8anue — 3TO BUJ CIIEIUATU3UPOBaH-
HOM MEIMIIMHCKOM MOMOIIH, OCYIIECTBISIEMON BpayaMu-CrelHaucTaMu B 007a-
CTH MEIULUHCKON F€HETUKHU.

ITopsinoKk MENUKO-TeHETHUECKOTO KOHCYAbTHpOoBanus B Pecniyonuke benapych
olpenensieTcss MOCTaHOBIEHUEM MUHHUCTEpCTBa 31paBooxpaHeHust PecrryOnuku
Benapyco ot 28.03.2007 Ne 26 «O6 ytBepxkaennn MHCTpyKIMU 0 mopsaKe mpoBe-
JICHUS. MEAMKO-TeHETUYECKOTO KOHCYTBTUPOBAHUS U AUATHOCTUKU TPaXkJIaH B TOCY-
JAPCTBEHHBIX OPraHU3ALIMAX 3IPABOOXPAHCHHUSD.

OcHOBHBIE 33]1a41 MEAUKO-T€HETUYECKOTO KOHCYJIbTUPOBAHUS:

— YCTaHOBJIEHHE TOYHOI'O AMATrHO3a HACJIECTBEHHOTO 3a00JI€BaHNUS;

— ONpEeJeNIeHUE TUIIA HACJIeJOBaHMsl 3a001€BaHMsl B IaHHON CEMbE;

— ompexaenenne Hanbosee 3pHEeKTUBHOTO CrIoco6a MpoUIaKTHKY;

— 00BsiCHEeHHE OOPATUBIIUMCS CEMBSIM CMbICTIAa COOpAaHHON U TPOaHATU3U-
pPOBaHHOW MH(OPMAIINH, MEIUKO-TEHETHUYECKOTO MPOTHO3a U BO3MOXKHBIX METO-
JIOB PO UITAKTUKU B CEMBE.

KoHCynbTHpOBaHUE OCYLIECTBISIETCSI B TOCYIAPCTBEHHBIX OpraHU3aLUsaX
3[paBOOXpPAHEHUS, UMEIOIINX B CBOEM COCTABE MEAMKO-TEHETUYECKHUE LIEHTPHI
(oTmeneHus, KOHCYJIbTAIIMH), TIO HAMPABICHUIO Bpada-MeAraTpa UM Bpada aKy-
HIepa-rMHEKoNIoTa / Bpada-TepaneBTa U APYyTUx Bpauei-CHelHalIuCTOB MO0 MECTY
KUTEIHCTBA (MECTY IPEOBIBAHUS).

Ha menuko-reHeTuecKkoe KOHCYJIBTUPOBAHNE HAMPABIISAIOTCS TPaXklaHe U UX
CEMbHU IPU HAJIMYMK MEAMIMHCKUX MOKa3aHUU y peOeHka (1u1os1a), OMHOro J1ubo
000UX CYNPYyTOB WU UX OMU3KUX POICTBEHHUKOB.

[TokazaHusMH 7151 MEIUKO-TEHETHUECKOTO KOHCYIBTUPOBAHUS SIBIISIOTCSI:

— BO3PACT JKEHILUHBI 35 JIET U cTaplle, My>K4MHbI 45 JIeT U cTapiie;

— BpOXKIEHHbIE aHOMAJIMU (TIOPOKHU pa3BUTHSA), 1ehopMalUu U XPOMOCOM-
HbIE€ HApyLICHUS;
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— OTCYTCTBHUE OKUJAEMOI0 HOPMaJIbHOTO (PU3UOJIOTUUECKOTO PA3BUTHS;

— YMCTBEHHAs OTCTAJIOCTb;

— paccTpOICTBA Pa3BUTHS PEUYU U SI3bIKA HEYTOUYHEHHBIE;

— crnenupuyYecKre pacCTpONCTBA pa3BUTHSI MOTOPHOM (PYHKIIHH;

— 0o011Me paccTpoicTBa MCUXO0JIOTMYECKOTO pa3BUTHS;

— HapyLIEHMs I0JI0BOTO CO3PEBAHNS;

— aJpEHOTECHUTAJIbHBIE PACCTPOMCTBA;

— BPOXKJICHHBIN THIIOTHPEO3;

— HapylieHus OOMEHa BEIIECTB;

— KOHJYKTUBHAsI 1 HEPOCEHCOPHAs MOTEPS CIIyXa;

— 3pUTENbHBIE PACCTPOICTBA U CIENOTA;

— CYy/IOpOrd HEYTOYHEHHON 3THOJIOTUH;

— TeMaToMeraiusl U CIUIEHOMETrajus, He KIacCU(QUIMPOBAHHBIE B JPYTUX
pyOpuKax;

— OTJAEJIbHbIEC HAPYILIECHHUSI, BOBJICKAIOIE UMMYHHBII MEXaHU3M,;

— 00Je3H1 HEPBHOM CUCTEMBI: CUCTEMHBIE aTPO(PHUH, TOPAKAIOIIIE IPEUMY-
mectBeHHO L{THC; axcTpanupamuanble HapyIIeHNs; TOJIMHEBPONIATHH;

— 00J1€3HU HEPBHO-MBILIEYHOIO CUHAIICA U MBIIIILL;, IETCKUM 1iepeOpanbHbIil
napajny HeyTOYHEHHOM 3THOJIOTHH;

— 2 u Gonee caMONPOU3BOJIbHBIX a00PTa;

— ONMU3KOPOACTBEHHBIN Opak;

— TUTAaHUPOBAHUE OEPEMEHHOCTH JKEHIIMHOW, CTpajaromen: GeHnIKeToHy-
pueil; caxapHbIM A1Ma0eTOM; TMIOTUPEO30M; TUPEOTOKCUKO30M; CUCTEMHBIMU 3a-
OOJIEBaHUSIMU COECMHUTENILHON TKaHU;

— Jy4eBas WIM XUMUOTEpanus BO BpeMsi OEpEMEHHOCTH;

— BJIMSHUE TEPATOr€HHOTO (akTopa 10 14 Henenb OEpeMEHHOCTH: paIualu-
OHHOE BO3JICHCTBHUE; MPUEM JICKAPCTBEHHBIX MpenaparoB (MPOTUBOCYIOPOKHEIE,
AQHTUKOATYJISIHT BappapuH U Jp.); IIUTEIbHBI KOHTAaKT ¢ XUMUYECKHUMH Belle-
CTBaMU; MH(EKIMOHHBIE 3a00JIeBaHUs MaTepu (KOpeBasi KpacHyXa, TOKCOILIa3MO3,
UTOMETaJIOBUPYCHAs NH(MEKIUS U JIp.); UHOE;

— HaJM4YMEe YJIbTPA3BYKOBBIX MapKEpOB BPOXKACHHBIX AHOMAIHUN (ITOPOKOB
Pa3BUTHSI) WM HACIEACTBEHHON MATOJIOTHH Y TUIOAA;

— 00Je3HHU, HE BOIIEAIINE B HACTOSIIUN MTEPeUeHb, UMEIOIINE BPOXKICHHBIHI
WM HaCJIEICTBEHHBIN XapakTep.

OCHOBOW MEAMKO-T€HETUYECKOTO KOHCYJIbTUPOBAHUS B IPEHATaIbHOU Jua-
THOCTUKE SIBJISIETCSI UCKYCCTBEHHBIM BHYTPUYTPOOHBIM OTOOp (IMMHUHALUA) Te-
HETUYECKU J1e(PEKTHBIX MIOJIOB, OCYIECTBISEMBIN C HCTIONH30BAHUEM PA3IMUHbIX
METOJIOB /i1l TOYHOW TUarHOCTUKH y TUIOAA aHOMAJINI KaK XpOMOCOMHOTO, TaK U
TEHHOT'O MPOUCXOKICHHUS, a TAKXKE APYTHX TOPOKOB PA3BUTHSL.

JUid BbISBIEHUS B IEPBYIO OYEpEAb XPOMOCOMHOM IaTOJIOTMM Ha CPOKE
11-13 Henenp + 6 nHEW NMPOBOAUTCS CKPUHUHIOBAS KOMIUIEKCHAS MPEHATaJIbHAS
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JMArHOCTUKA, BKIJIIOYAIOLIAsl OMNpEesIeHne 3MOpuocnennduueckux MapKkepoB B
MaTE€pPUHCKON CHIBOPOTKE KpoBU U Y3U miioga ¢ MocienyonuM pacueToM UH/I1-
BUyalIbHOTO PUCKA POXKICHHUS peOeHKa ¢ XpOMOCOMHOM maronmorueid. Ha cpoke
18-21 Henena KOMIUIEKC JUATHOCTUYECKUX MEPONPUATHA MO3BOJISIET UCKITIOUYHUTh
MaHU(eCTUPYIONIME BPOXKICHHbIE aHOMAJIMU Yy Tuioaa. B mepuopn 32-35 Henenb
BBITIOJIHAETCS COHOTpadusl.

HEWHBA3UBHBIE BUOXMMUYECKUE METO/bI MPEHATAJILHON JUATHOCTUKH

[IporpamMmbl HEMHBa3UBHOTO MPEHATAIHLHOTO CKPUHHUHTA BKIIIOYAIOT OLEHKY
YPOBHEH OMOXMMHMUYECKHUX MapKepoB (dMOpHuocnenuduueckux OenaKoB) B CTPOTo
OIpE/ICNIEHHbIE CPOKU OEPEMEHHOCTH, KOTAa HaOJIIOJAOTCs TUIUYHBIE JJIs TOU
WIM MHOW MAaTOJIOTUU OTKJIOHEHHUA. Takol CKPUHMHI MO3BOJISIET BBISIBUTH CPENU
OepeMEHHBIX TPYIITY BBHICOKOTO PUCKA 1O BO3MOXKHOMY HAJIHMYUIO XPOMOCOMHOMU
MaTOJIOTMH ¥ aHOMAJIMI Pa3BUTHS y TII0/Ia K 000CHOBATH MPOBEICHNE HHBA3UBHBIX
METOJIOB TMarHOCTHUKH.

B I TpuMecTpe BBINONHSETCS UCCIIEI0BAaHUE YPOBHEN 2 MapKEPOB: CBA3AHHO-
ro ¢ 6epeMeHHOCThIO T1a3MeHHoro nporenHa A (PAPP-A) u cBoGoaHo# B-cyOnh-
€IMHUIIBI XOPUOHUYECKOTO TOHa0TponuHa yenoBeka (cB. B-XI'YH). JlanHbIil KOM-
IUIEKC TIO3BOJISIET BBISABIIATD HANUYUE XPOMOCOMHBIX abeppayui.

Cpok npoBeaenus: 11-13 nenens + 6 nHeil.

B II tpumectpe uccnenyrorcst yposuu cB. B-XI'Y, a-petonporenna (ADII),
CBOOOJHOTO 3CTpHoOa (CB. 3CTPUON), UHTHOMHA A. DTOT OMOXMMHUYECKUM KOM-
IUIEKC MTO3BOJISIET BBISABIATH HAIUYUE XPOMOCOMHBIX abeppayuil U aHOMAIUull pas-
eumusi n1ooa (B neppyto ouepean aedekroB HepBHou TpyOku (JHT).

Cpok nposenenus: 14-20 uenmens + 6 aHel (ONTUMAaNbHBIA MEPUOT —
16—18 nenens).

OneHuBaroTcs He aOCOMIOTHBIE 3HAUYEHUS COJIEPIKaHUS B KPOBH OMOXHUMUYE-
CKHMX MapKepoB, a Tak Ha3piBaeMble MoM (multiple of median).

MoM — xo3QPUIIMEHT, MOKA3bIBAIOIIUN CTENEHb OTKJIOHEHUS 3HAu€HUs
TOTO WJIM MHOTO MOKAa3aTels IPEeHaTaIbHOTO CKPUHUHTA OT 3HAYEHUsI CpEIHEN Be-
JIMYUHBI 7151 JAHHOTO CPOKa OEPEMEHHOCTH.

MoM [3Ha‘ieHM€ ImoKasaTciiad B CBIBOPOTKC KPOBH HHHMCHTKPI]
0 —

[Cpennee 3nauenne nokasaress A1 COOTBETCTBYIOLIErO CPOKA GepeMEHHOCTH |

Hampumep, yposenb A®II = 2,5 MoM o3HayaeT, 4To ypoBeHb O€iKa B ChI-
BOPOTKE KPOBH B 2,5 pa3a BbIIIE, YEM HOPMaJIbHAsI BEJIMYMHA HA JAHHOM CPOKE
OepeMEHHOCTH.

PedepenTtHbie npenensl OMOXUMUYECKUX MApKEpPOB B MPEHATAJIHLHOM CKpH-
Huare — 0,5-2,0 MoM.
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Baxen xapakrep OTKIOHEHUS — CHU>KEHUE WU MOBBIIIEHNE, 4 TAKKE HAJIH-
YHMEe COYCTAaHUN B OTKJIOHCHHMSAX MOM, CBOMCTBEHHBIX TOW MJIM MHOM MaTOJIOTHH.

Haubonee mocTtoBepHbI pe3yabTaThl TOJBKO MPU OJHOILIONHON OEpeMEHHO-
ctu. [Ipu Hanmuuuu 2 MI070B MPOBOAUTCS Tiepepacuet. [lpu bonvuem Konuuecmee
N10008 NPEHAMATbHBIU OUOXUMUYECKUL CKPUHUHE He NPOBOOUMCHL.

Tpebyercs cobmtofeHune psijaa npaBuil 3a00pa KpOBU I TIOTYYEHHS I0CTO-
BEPHOTO pe3ylibrara. 3a00p KpoBU poBoAuTcs HaTomak 10 12:00 (He meHee 8 4 u
He Oonee 14 4 ronmomanwms). Jlomyckaercs muth Boxy Oe3 rasa.

XAPAKTEPUCTUKA MPEHATAJIbHBIX BUOXUMUYECKUX MAPKEPOB
HNCXOJA BEPEMEHHOCTH

Kak y>xe roBopusioch panee, B OMOXMMUYECKOM ITPEHATAIIbHOM CKPUHUHTE B Ka-
YECTBE MAPKEPOB BPOKICHHOW MATOJIOTUH TUI0/IAa B CBIBOPOTKE KPOBU Marepy MOT'YT
WCCIIeZIOBaThCS YPOBHU TakuX OekoB, kKak PAPP-A, cB. -XT'Y, ADII, cB. scTpron.

Ceazannulii ¢ 6epemMeHHOCmbIO NAa3Mennblil npomeun A BbIpadaThIBaeTCS
TpodobiactoM. K koHiy I TpumecTpa 0CHOBHBIM MECTOM NMPOIYKIIUU CTAHOBUTCS
JenuayanbHas TKaHb, T€ OeJIOK YJacTBYET B PETYJISLUU MPOLECCOB KIETOUHOTO
pPOCTa M MEKTKAHEBBIX OTHOILIECHUH, IIOCTYIIA€T B KPOBb MAaTepy U IPEACTABIISIET
co00¥ CIIOKHBIN TIIUKOMPOTEHH C BHICOKOW MOJIEKYISIPHOU Maccoil. XapakTepHo
MOCTOSIHHOE HapacTaHUE €TO KOHIEHTPAIMH B CHIBOPOTKE KpoBH OT 0,05 MKI/MII BO
BpeMs UMIUTaHTauu stirekieTku 10 100—150 mkr/mi k MomeHTy pomoB. Ilocne
ponoB koHueHTpauusi PAPP-A cHuxaeTcs 10 Hylsl B TEUEHUE 3 CYTOK.

HopmanbHaoe conep:xanue PAPP-A B I TpumecTpe 6epeMeHHOCTH acCOLMH-
POBAHO C OJaroNpUsATHHIM EPUHATAIBHBIM UCXO0M B 99 % ciyuaes.

[Tpu xpomocomHbIX aHOMaIHIX KoHUEeHTpauus PAPP-A B I u nayane I Tpu-
MECTpa CYyLIECTBEHHO CHIKAETCSl. MaKCUMalbHO BBIPAKEHHOE CHHXKEHHE POAYK-
uun PAPP-A ormedeno npu tpucomusix 13, 18 u 21, B MeHbIIEH CTEIEHH — IIPU
AHEYIUIOMUSAX 110 TIOJIOBBIM XpOMOCOMaM U TpucoMmuu 22. B I Tpumectpe cHuke-
Hue PAPP-A menee 0,6 MoM ocobenHo xapaktepHo ajist Tpucomuu 21. Kpome Toro,
cHkeHue nponykuuu PAPP-A BBISIBIEHO TpU M30JMPOBAHHBIX OCHOKHEHUSX
OepeMEHHOCTH, TAKUX KaK MpedKIaMIICcCus, (peTorianeHTapHasi He10CTaTOYHOCTb,
CaMOTMPOU3BOJIBHOE MPEPHIBAHUE OEPEMEHHOCTH, YIpo3a MPEKIECBPEMEHHBIX PO-
JI0B, 3aJI€pKKa pa3BUTHSA IIJI0JA, OTCIOMKA IUIALIEHTHI IIPU OTCYTCTBUM XPOMOCO-
MHBIX aHOMAJIMK y 1101a. OTKIOHEHHUE YPOBHS MOXKET yKa3bIBaTh HAa ONPEIECIICH-
HBIE aTOJIOTUYECKUE COCTOSHUSA:

1. IToBbiienne PAPP-A:

— HH3Kas IUIALCHTalus;

— oBapuaibHas AUCHYHKIIHS.

2. Camxenune PAPP-A:

— cunjpom Jlayna y miona (tpucomus 21);
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— CHHJApPOM DzBapjaca y mioaa (tpucomus 18);

— cunapowm llaray (Tpucomus 13);

— WHCYJIMH3aBUCHUMBIN CaXxapHbIi TuabeT y Marepu;

— (¢opmupyromasics peroraneHTapHas HeJIoCTaTOYHOCTb;

— cunapom Kopuenuu ae Jlanre.

Kpome Toro, npu KypeHuu y Oyaylield Marepu Takke HaOIroaeTcsl CHUXKe-
Hue KoHleHTpauun PAPP-A.

Ceooboonaa f-cyoveounuya xXopuoHu4eckKk020 20HA0OMPONUHA Yel08€Kd.
XI'Y HauMHaeT CHHTE3UPOBATHCS KIETKaMu Tpodolnacta Ha cTaauu O1acToIu-
CTBI U MOXXET OBITh OOHAPY>KEH B KPOBH Ha 5—6-1 IEHB MOCJE OIJIOJOTBOPEHUS Y
60 %, a Ha 10—-11-ii — y 100 % GepemeHHbIX xeHIIUH. B pe3ynbrare auddepen-
nuanuu nuTorpodobiacta U 00pa3oBaHus MIIALEHTHl KoHUeHTpaus X1 B kpo-
BU majgaeT nocie 10-i Hemenu v ocTaeTcs Ha OJHOM ypoBHE 10 poaoB (5000—
50 000 ME/n) ¢ meGonpimm nogpemMoM Ha 33—35-i1 Henerne.

XTI'Y cocrout u3 2 cydosenaunui (0- u B-cyObennnuia), B HeOOIBIIIOM KO-
YeCTBE B KPOBb BBICBOOOKmaeTcs cB. -XI'YU (He cBsa3aHHAS C 0-CyOBeAMHUIIEH).
VYpoBenb ppakiuu cB. B-XI'YU B CBIBOPOTKE KPOBU MaTepu CIyKUT MapKepoM Ia-
TOJIOTHH Y IUIO/Ia HA PaHHUX CpoKax OepeMeHHOCTH. [Ipy HaMMYuM XpoOMOCOMHBIX
anomanuii B I Tpumectpe ypoBeHb cB. B-XIH moBblilaercs ObicTpee, 4eM ypo-
BeHp mHTakTHOrO XI'U. B ciygae tpucomuu 21 comepkanue cB. f-XI'U B kpo-
BU CYIIECTBEHHO MOBBIIIECHO YXke B | Tpumectpe OepemenHoctu (okoio 2 MoM),
a mpu TpucoMuu 18 — Hike HOpMEI. [Ipu cunapome DaBapaca (TpucoMus MO
xpomocome 18) xpornuecku Huzkue ypoBHu XI'H cnocoOcTByt0T ciaboit nudde-
peHnupoBke nuToTpodobdnacta. s cunapoma [atay (Tprcomust Xxpomocomsl 13)
TaK)K€ XapakTepHbl HU3KHE YpoBHU CB. B-XIY B ChIBOPOTKE KpOBU OEpEMEHHOI
KCHIIUHBI.

Baxneiimeit pynkuuern XI'U sBnsieTCs CTUMYISLMS CUHTE3a CTEPOUIHBIX
TOPMOHOB B KeITOM Teie U tianeHTe. XI'U Biauser Ha sKcrpeccuto epMEHTOB,
Y4aCTBYIOIIMX B CTEPOUJOT€HE3€ W/MIM aKTUBUPYET CHUHTE3 OTIENbHBIX Hedep-
MEHTATUBHBIX OEJIKOBBIX (PpAKIUH, IPEAYIIPEXIasi OTTOPKEHUE SIMOPHOHA.

CHuxenue ypoBHs X1 Ha paHHMX 3Tanax pa3BUTHUS IJI0/1a SBIIAETCS HEOa-
TOMPHUATHBIM MPOTHOCTHUYECKUM KPUTEPUEM TEUECHUS OCpPEeMEHHOCTU (BHYTpHUY-
TpoOHas 3a7ep)KKa Pa3BUTHS TUIOA, MPEePhIBAHNE OEPEMEHHOCTH).

AHomanbpHbId ypoBeHb XIU MOXET yka3plBaTh Ha BHEMATOYHYIO WJIM HE-
KU3HECTIOCOOHYI0 OepeMEeHHOCTb. Upe3MEepHO BBICOKUH YpOBEHb TOpPMOHA
CBUJIETEIBCTBYET O TpodoOIacTUIeCKoil 00ae3HM (My3BIPHBII 3aHOC, XOPUOH?-
NUTEINOMA) WM 00 OMyXOJdsX SMYKa y IIIONOB MYKCKoro mona. CopepskaHue
cB. B-XT'Y ucnonb3yr0T B MOHUTOPUHTE YCIIeXa MPOIeayp IKCTPAKOPIIOPATHHOTO
OTUIOJOTBOPEHHSI.
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Pexomenpayercs onpeaenenue ypoBHs cB. B-XI'Y na 10—14-ii nenene Oepe-
MeHHOCTH. KilmHM4eckoe 3HaueHHe OTKJIIOHEHHSI BEJIMYHMH MPOTEUHA OT HOPMBI:

1. IToBblilIeHUE:

— XpOMOCOMHas TaTojorus Iuiofga (Hamboyiee dYacTo TPH CHHIPOME
Hayna (> 2 MoM), MHOXKE€CTBEHHBIX IMOPOKaX pa3BUTHUS ILJI0JA U P.);

— MHOTOIUIO/IHAsE OEpeMEHHOCTh (BEJIMUMHA IIOKA3aTelsl BO3pacTaeT Ipo-
HOPLUOHAIIBHO YHUCITY TIJIOJI0B);

— HECOOTBETCTBHE PEATHHOIO U YCTAHOBJICHHOTO CPOKa OEPEMEHHOCTH;

— PpaHHHM TOKCUKO3 OEpEeMEHHBIX, TE€CTO3;

— caxapHBIA AMa0ET y Marepu WK AeOI0T reCTallMOHHOTO CaXapHOTO AraleTa;

— IPUEM CUHTETUYECKHUX I'€CTareHoB;

— TpodobracTuyeckas 00JIe3Hb.

2. CHuxeHue:

— BHeMaTo4yHasi 0epeMEHHOCTb;

— HEpa3BUBAIOIIAACS OEPEMEHHOCTD;

— 3aJiep’KKa B pa3BUTHH IUIOMA;

— XpOHHUYECKAas IUIAllEHTapHasl HEA0CTaTOYHOCTb;

— yIpo3a caMONpPOU3BOJILHOIO a00pTa (CHIKEHKE Beln4rH Oosee ueM Ha 50 %);

— HWCTUHHOE NepeHallBaHie OEpEMEHHOCTH;

— rubenb miona B [I-111 Tpumectpe GepemMeHHOCTH.

B cepenune u xonie Il Tpumectpa yposens cB. B-XI'Y B coueTanuu ¢ ypos-
HSIMU JIPYTUX OMOMapKepOB MOKHO MCIOIB30BaTh JJII CKPHHUHTA XPOMOCOMHBIX
AHOMAaJIMU.

a-Demonpomeun — 3TO TIIMKOIIPOTENH, KOTOPBIN BbIpaOATHIBACTCS B 3MOpU-
OHAJILHOM KEJITOYHOM MEIIKE, IEYEHU U 3MUTENINH KUIIEYHHUKaA Iuiona. B HopMe y
Pa3BUBAIOIIETOCS TIOJIA €CTh 2 OCHOBHBIX Oenka KpoBU — anbOymuH u ADIIL, B T0
BpeMs KaK Y B3pOCIBIX B KPOBU MPUCYTCTBYET MPEUMYILIECTBEHHO anbOyMuH. ADII
BBIJIEIISIETCS] C MOYOM TUIOJIa B @MHUOTHYECKYIO JKUJIKOCTh, & 3aT€EM B MAaT€PUHCKYIO
CBIBOPOTKY. DTO TPAHCIIOPTHBIN OEJIOK, CBSI3bIBAIOIIMN LIENbIN psif] pa3IMuHbIX (ak-
TOpOB (OMIIMpPyOUH, )KUPHBIE KUCIIOTbI, CTEPOUIHBIE TOPMOHBI). YpoBeHb ADII B Ma-
TEPUHCKOM CHIBOPOTKE KPOBHU MOXKHO MCIIONB30BATh JUIA onpeeneHus ypoBHs ADII
y mnoga. Conepxkanne ADII Bo3pacTaeT ¢ reCTallMOHHBIM BO3PACTOM U JIOCTUTAeT
makcumyMa K 30 nenemnsim. MccnenoBanne ADII B MaTeprHCKON KPOBH PEKOMEHTY-
€TCsl BBIIOJHATDh MeXAy 15-i u 22-i HenensiMu OepeMEHHOCTH.

Nurepnperanus ypoHs ADII:

1. IToBBILIEHHBII:

— HEBEpPHas OLICHKA CPOKa recTaluu;

— BO3MOJKHas THOEJIb IIJIO/A;

— OTKpBIThIC HApYUICHUS HEPBHOW TPYOKHU (Hampumep, aHrHIeaIus, pac-
HIETUICHUE MMO3BOHOYHUKA); TOBbIIeHHE ADIT > 2 MoM cBUIETENBCTBYET B MOJIb-
3y Hasmmums JAHT;
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— nedektobl OpromHoN cteHku y miuona (ADII 6sictpo nuddynnupyer us3
OTKPBITHIX TKaHEH IJI0Aa B aMHUOTUYECKYIO )KUIKOCTh, U €T0 YPOBEHb B MaTepHH-
CKOM CHIBOPOTKE KPOBHU MOBBIIIACTCS);

— TeparoMa KpecTIIOBO-KOMYMKOBOM 00acTu;

— OEepeMEeHHOCTh, OCIIOKHEHHAs! KPOBOTEUEHHEM,;

— aHOMaJIbHad IUIALlCHTALMS UM QYHKLMS IJIAEHTHI (CIEKTp NpUpaLICHUS
IUTALIEHTHI WK OTPaHUYEHUE POCTA IJI0/A);

— 3a00yieBaHUs TTOYEK, TAKUE KaK BPOXKIECHHBIN He(PpPO3, MOTUKHUCTO3 U ABY-
CTOPOHHSIS ar€HEe3Ms MOYEK;

— 3a00y1eBaHUS KOXKH, TAKHE KaK SKTOJIEpMalbHas IUCIIIa3Us U BPOXKICHHAS
aruia3us KOxu;

— KHMCTO3HO-aJICHOMATOM IHasl Majib(opMallus JETKOro;

— ONYXOJIM NEYEHU U SUYHUKOB Y MaTepH;

— MHOTOTUIOHAS OEPEMEHHOCTH;

— caxapHbIil 1uabeT y Marepu;

— OXKUpPEHHUE Yy MATEPH;

— pacoBast npuHaAIexKHOCTh (Ha 10—20 % BbIIIe y HETPOUIHOM pachl).

2. IloHnXeHHBI:

— cuHapowm JlayHa;

— CHHJIpPOM JjBapjca.

[TarmenTok ¢ upe3BbruaiiHo BbhicokuM ypoBHeM ADII B mepuon Gepemen-
HOCTH (> 400 MKT/IT) clieqyeT HalpaBUTh HA MEAUKO-TCHETHYCCKOE KOHCYIBTH-
poBaHue. Bce citydan MOBBIIIEHHOTO MaTepUHCKOro cbiBopoTouHoro A®II ¢ mpu-
3HAKaMU aHOMAJIUH pa3BUTHS IUIOAA JOKHBI pacCMaTpUBATHCS B OTHOUIEHUU
MOBBIIIEHHOW BEPOSITHOCTU HEOIArONPUSITHOIO aKyIIEPCKOTO UCXO/1A.

VY B3pocnoro yenoBexka ADPII MoxkeT MOBBIIATHCS B KPOBH MPHU 3a00JI€BAHU-
X TIeYeHU (LIUPPO3, TEMATUT) U TIPU HEKOTOPHIX OMYXOJSIX (TenaTolesUTIoNspHas
KapIIMHOMa, TEPMUHOTCHHBIE OITYXOJIN).

C60000nb1IL 3cMPpuUON ONIPENEIAIOT B MATEPUHCKON CBIBOPOTKE MEXy 15-1
u 22-i1 Hegensimu 6epeMeHHocT. KosmyecTBo 3cTproia B MAaTEPUHCKOM CHIBOPOT-
K€ 3aBHCHUT OT JKU3HECIOCOOHOCTH II0/A, (PYHKIMH IUIALEHThl U CaMOYyBCTBUS
MaTepH.

OCHOBHOI HMCTOYHHUK IMPEIIIECTBEHHUKOB 3CTPHOJIA — HAANOYEYHHKH ILUIO-
na. OHu BeIpabaThIBAIOT Aeruaposnuanapoctepor (JAI'DA), koTtopsiit MmeTadomu3u-
pyercs B 3CTpHOI B IU1alieHTe. [IpOoTeKTHBHBIM MEXaHU3MOM, 3aILUIIAIONIUM I1JI0]
OT M30BITKA aHAPOTEHHOM aKTMBHOCTH, SBJISETCA ObICTpas KOHBIOTalMs CTEPOU-
noB ¢ cynbharom (II'DA-C). B cyrku mumon BeipadareiBaeT 6omee 200 mr JIIMA-C
(B 10 pa3 Gombiie Marepu). ICTPHON MPOHUKAET B MATEPUHCKUIM KPOBOTOK M BBIBO-
JUTCS C MOYOH JIUOO C KETUBI0. DCTPUOJ SBIISCTCS BAXKHBIM ACTPOT€HHBIM TOPMOHOM
O0epeMEeHHOCTH U 00ECIIEYMBAET POCT MATKHU, MOATOTOBKY MOJIOUHBIX K€JIe3 K JIaKTa-
UK. YPOBEHb CB. 3CTPUOJIAa B HOPME HApacTaeT Ha NPOTSHKEHUH BCEl OEpEMEHHOCTH.
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Husxuii ypoeens ce. acmpuona MOXET ObITb MAPKEPOM aHEYIUIOUUH, & TaK-
ke cuaapoma Cvura—Jlemnu—Onuma (CJIOC), KOTOpBIA SBISETCS ayTOCOMHO-
petieccuBHBIM fedexToM (nedummToM) depMeHTa OWOCHHTE3a XOJIeCTepHHa
(7-neruapoxonecTepon penykTasbl) U MPOSBISETCS YMCTBEHHOM OTCTAJIOCTHIO,
HU3KUM POCTOM, MHOXeCTBEHHbIMU BIIP. Ouenb HU3KMI ypOBEHb CB. 3CTpHOJIA
(0,21 MoM) ipu 6epemennoctu moaoM co CIIOC o0ycinoBiieH TeM, U4TO Mpeiie-
CTBEHHUKH CTEPOUJI0B, HEOOXOIUMBIE JJIsi CUHTE3a 3CTPUOIIA Y IUI0/1a, A€ (PEKTHBI.

Hneubun A wuccnenyroT B MATEPUHCKOM CBIBOPOTKE MexXAy 15-i u
22-i1 HepenaMu OepeMEHHOCTH. [OpMOH CeKpeTUpyeTCsl IIAIEHTOW U >KENThIM
TenoM. Ilosbluennblii ypogeHb MHTHOWHA A aCCOIMUPYETCS C TOBBIILIEHHBIM PH-
ckoM TpucoMmuu 21. Bricokuil ypoBeHb HHTHOMHA A TaKXKe MOXET ObITh CBSI3aH C
PUCKOM HEOIaronpusTHOTO NMEPUHATAIIBHOTO UCX0/1a, BKIIIOUAsl 3a/1€PKKY BHYTPH-
yTPOOHOIO Pa3BUTHUS IUIOAA U MIPEKIEBPEMEHHBIE POIBI.

JlnarHocTu4eckrue XapaKTepUCTUKU OMOXUMUYECKUX MApKEpOB, HCIOJb3Y-
IOLUXCA B MPAKTUKE MPEHATAIBLHOTO CKPUHUHTA, IPEACTABICHBI B Ta0M. 5.

Tabnuya 5

XapakTepucTukn OMOXMMHYECKHX MapkepoB mnaroJjorum mioga (Guideline American
College of Obstetricians and Gynecologists, 2020)

Mopoxn Tpumectp
Mecto pori Cunapom | Cunapom | Cunapom OepemeH-
Mapxkep HEePBHOH
CHHTEe3a Jayna JaBapaca Ilaray HOCTH JJIs1
TPYOKH
onpeneaeHus
PAPP-A [Mnauenta | He undop- CHmxeH CHikeH CHmxeH I
MATHUBEH Ha 50 % Ha 50 % Ha 50 %
Cs. B-XT'Y |I[Inauenta| He undop- | IloBbimen | CHukeH CHmxeH LI
MaTHBEH >2 MoM Ha 50 % Ha 50 %
ADII [leuenn IToBbImIeH CHmxeH CHixeH Crnerka II
mIona >4 MoM Ha 25 % |Ha35-55% /| noBbimieH
Cs.actpuon | Ilmox+ | He undop- CHmxeH CHixeH CHmxeH II
IJIALEHTA | MaTUBEH Ha 30 % |Ha35-55%| Ha30%
WNurnbun A | Avunuku | He uadop- | [oswimen | He undop- | Iossimen I
MaTHBEH >2 MoM MaTUBEH >2 MoM

Hugpopmamusnocms Ouoxumuieckoeo CKpUHUH2a 603pacmaem npu 00HoO8pe-
MEHHOM OnpeoeleHUU 8 MaAMepPUHCKOU KPO8U HeCKOIbKUX NoKa3ameineu.

B 1 tpumectpe ompenenstor, kak mnpasuio, PAPP-A wu cB. B-XI'Y.
Onpenenenne conepxkanuss APII UCHONB3yIOT B HEKOTOPBIX IIPOrpaMMax B Kaye-
CTBE JOIOJHUTEIBLHOTO MapKepa.

B II TpumecTpe B KauecTBe albTEPHATHUBBI WU B TOIIOJIHEHUE K CKPUHUHTY
I TpumecTpa npoBozAT:

— mpotinou mecm — omnpenencane A®DII coBmectHo ¢ cB. B-XI'U m
CB. 3CTPHOJIOM);
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— YemblpexKOMNOHEHMHbIY CKPUHUHZ, KOTOPBIM BKJIIOUAET OIpE/ICIICHHE
ypoBHs ¢B. B-XI'U, cB. acTpuona, ADII, narn6una A. 3HaueHHE TaKOTO KOMILICKC-
HOTO MCCIIEI0BaHUsA OMOXMMUYECKHX MOKa3aTeiaei B JUarHOCTUKE XPOMOCOMHBIX
aHOMaJIUi MpUBEICHO B Ta0M. 6.

Tabnuya 6

H3meHennst OMOXUMHYECKMX CKPUHHHIOBBIX MAPKePOB NPH aHEYIJIOUAUSAX
(Guideline American College of Obstetricians and Gynecologists, 2020)

I rpumectp
Tpucomus PAPP-A | Cs. p-XI''1 ToamMHAa BOPOTHHKOBOI'O IIPOCTPAHCTBA
21 ! 1 T
18 l | 1
13 l | 1
II TpumecTp
Tpucomust PAPP-A | Cs. B-XTY ADII CB. 3cTpHOI Nuarnoun A
21 J I ! l T
18 ! ! ! ! H
13 l H H H H

Ilpumeuanue: | — cHmxenue, T — nosblueHue; H — Hopma.

KommnekcHas onienka smOpuocnenuduieckux 6enxos B Il Tpumectpe Takxe
MOXKET MCTIONIb30BATHCS JJIsl OLIEHKH TeUeHHsI OEPEMEHHOCTH:

— COUETAaHHOE CHWXEHHE CB. 3cTpuoia, cB. B-XI'U u mosbimenne ADII
XapaKTEPHO ISl GHYMPUympoOHoU 2ubenu niooa;

— CHIXEHHE CB. 3CTpHOa Beieq 3a poctoM cB. -XI'H MoxeT yka3blBaTh
Ha PUCK npepuleanusi bepemMeHHoCmu;

— JMUHAMUYECKOE CHUKEHHME CB. ACTpUoia, Konebanus ypoBHs cB. B-XIY
(TIOBBIIICHNE C MOCTEAYIONUM CHIKEHUEM) M CHUKCHHE TIAIlCHTAPHOTO JIAKTO-
reHa YCTaHOBJIEHBI IPU PA3BUTHH hemonnayeHmaphot HeOoCmamouHOCmu.

Takum 00pazom, OMOXMMHUYECKUN CKPUHUHI MO3BOJISIET BBIABIATH TPYIIIBI
BBICOKOTO prcka xpoMocoMHo# marosioruu u BITP. Onpenenenue ypoBHs OHOXH-
MUYECKUX MPEHATAIbHBIX MapKEPOB MOXHO UCIOJIb30BaTh /Ul AUArHOCTUKU Ta-
TOJIOTUU pa3BuTUsa OepemeHHocTH. KoMmriekcHOe ncciaeioBaHue OMOXUMHYECKUX
MapKepOB aHEYIIJIOUIUN C UCIIOJIb30BAHUEM TPOMHOTO U YETHIPEXKOMIIOHEHTHOTO
TecTa 001a1aeT YPOBHEM UYBCTBUTEIBHOCTU OKOJIO 60 1 65 % COOTBETCTBEHHO,
JIOKHOOTPULIATENbHBIE PE3YJIBTAaThl PETUCTPUPYIOTCS MEHEe 4eM B 5 % ciydaes.
ITpu oOHapy>keHUU OTKIOHEHHH HEOOXOIMMO MPOBOJUTH TOMOJHUTENBHBIE 00-
cnenoBanus (Y3, koHCynbTanusi TeHETHKA) U OMPEICNATh IEIeCO00pa3HOCTh
MIPOBEJCHUS NHBA3UBHBIX TUATHOCTUYECKHUX MPOLIEAYD.
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HEMHBA3HMBHBIA MPEHATAJIbHbIA CKPUHUHT METOAOM CEKBEHUPOBAHUSA

Heuneaszugnwitit npenamanvnwtii ckpunune /[HK — 310 mporpamma mnpe-
HATaJbHOTO CKPUHHUHIA, B KOTOPOl OLEHKA MHAMBUIYAIBHOTO PUCKA POXKJICHHUS
pebeHKa ¢ XpOMOCOMHOM MAaTOJIOrMEl OCHOBaHA HA UCCIIEI0BaHUN BHEKJIETOUHOM
JHK (BxIHK) mnona, uupkynupyromiei B KpoBU MaTepH.

Opaxuusa BkJIHK 1ioga npeacrasiena gparmentamu JiiuHoM nopsiaka 150—
180 map mykneorunoB. B cpennem Bx/IHK moma cocraBnser 10-12 % ob6mero
conep>kanus BkJIHK B kpoBu Marepu v HAUMHAET OMPENENIIThCS ¢ 5-i1 Henenu Oe-
peMeHHocTH, Tipupactas konudectBeHHO Ha 0,1 % B Hememto. M3 marepuHckoit
kpoBu BkJIHK mmona moxer ObITh u3BieueHa ¢ 9—10-i1 Hegenu GepeMEeHHOCTH.
Haunnas ¢ 21-i1 Henenn conepxkanue Bk/JIHK miona pacrer B cpeanem Ha 1 % B
Hezaenmo. @parmentsl BKIHK 1101a npeacTaBisitoT reHOM 110712 ¥ BBIBOASTCS U3
OpraHu3Ma MaTepy BCKOPE MOCIE POIOB.

Uctounnkom BKJHK mona B KpoBM OEpEeMEHHBIX IKEHILIUH SIBISIECTCS
aronTo3 KJIeToK TpodobiacTa, MIaleHThl U TeMOMO3TUYECKUX KIIETOK IUIOAA.
Cxkpunune-mecm 6x/[HK nnoda mooicno nposooums Ha 11060M 2eCmayuoHHOM
cpoke HauuHas ¢ 9-1i Hedenu bepemeHHocmu, OH NO360Jslem blasums okono 99 %
bepemennocmeti ¢ cunopomom ayna. IlokazaHo, 4To 3TOT TECT 00JaJaET BHICOKOM
YYBCTBUTEIBHOCTHIO U CIIEU(UIHOCTHIO TaKXKe Mpu TprucoMusix 13 u 18.

C wenpl0 JUMArHOCTUKMA XPOMOCOMHBIX a0eppaiuii mpu  HCCIeTOBAaHUH
BK/IHK moaa ucnons3yroT TEXHOJIOTHMHM BBICOKOMPOU3BOAUTEIBLHOIO CEKBEHUPOBA-
Hust (NGS).

NGS — rpynna MeTooB ONpeAcieHus HyKJIEOTUIHOW TOCIEI0BAaTEIbHO-
ctu JIHK u PHK nns onucanus ee nepBUYHOM CTPYKTYphl. T€XHONIOrHUs METOAOB
CEKBEHHUPOBAHUSI HOBOI'O IOKOJIEHUS IO3BOJIAET «IPOYUTATH» E€AMHOBPEMEHHO
Cpa3y HECKOJIBKO YYaCTKOB reHoMa (IIebli TEHOM), UTO SIBJISIETCS TNIABHBIM OTJIH-
yreM OT 0oJiee paHHUX METO0B. [lomyueHHbIe ¢ MOMOIIBIO CEKBEHUPOBAHUS JaH-
HBIE MOJIJIEKAT MAaTEMATUYECKOW 00pabOTKE U aHAJIU3Y C TIOMOILBIO CIEIMAIbHBIX
IPOrPaMMHBIX UHCTPYMEHTOB JJIsl IOJyU€HHUS U OLIEHKH KOHEYHOI'O pe3yJIbTaTa.

Ncnons3zosanne BkIHK 111 cCkpHUHTa aHEYTUIOMIUH, HE CBA3aHHBIX C XpO-
mocomamu 21, 18, 13X u Y, MUKpoeeIiuii 1 MOHOTCHHBIX 3a00JICBaHUI HE PEKO-
MEH/IyEeTCS U3-3a OTCYTCTBHS JOCTOBEPHBIX KIMHUYECKUX JAHHBIX.

Ananu3 BkJIHK miona naer mydiive pe3ysbTaThl IO CPaBHEHUIO ¢ OMOXH-
MUYECKUM CKPUHUHIOM 3a cueT 0oJiee HU3KOIO YPOBHS JIOKHOIOJOXKHUTEIbHBIX
pe3ynbTaTtoB. PakTOphl, KOTOPHIE MOTYT YBEJIUYUTh PUCK JIOKHOIIOJIOKHUTEIBHBIX
PE3yABTaTOB, BKIIOYAIOT THOENIbh OJHOTO IJI0[a MPU MHOTOIUIOAHONW OepeMeHHO-
CTH, TJTAEHTAPHBIN MO3anLIM3M, MaTEPUHCKHI Mo3aniu3M. OHAKO 3TOT TECT HE
3aMEHSET WHBA3UBHBIC TECTHI, TAKME KaK OMOICHS BOPCUH XOPHOHA WJIM aMHHUO-
LIEHTE3, MOCKOJIbKY BO3MOXXHOCTh MJIECHTU(DUIMPOBATH XPOMOCOMHbBIE aHOMAJIUU
nytem uccienosanus Bk/IHK mona orpannyena.
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He pexomennyercs uccnenosanue Bk/{HK niona B ciiydyae OHKOJIIOrHYECKOTO
3a00JIeBaHUsl Yy MaTepu, MPU MHOTOIUIONHON OEpEeMEHHOCTH CO CIIOHTAHHOM pe-
JYKIAEN OTHOTO U3 TLIOAOB.

Nmerorcst orpanndenus s uccnenoBanus BkJIHK: nanuuve y manueHTKu
JIOHOPCKUX OPTaHOB U TKaHel; okupenue ¢ UMT > 30 kr/m? n3-3a HU3KOTO YPOBHSI
deranbHOM (paKIMK; MO3aUIIM3M B COMATUUECKUX KJIETKAX Marepu; CypporarHoe
MaTEpUHCTBO; OepeMeHHOCTh B pe3yabrare KO u ucnonb30BaHus JOHOPCKOM stid-
LEKJIETKH.

Ecnu pesynbrarel ckpunnnra Bk/IHK siBisitoTCsl HEOonpe1eIeHHBIMU WIIM HE
MOJJIAKOTCS. UHTEPIPETALIMH, JKEHIIMHAM CIIEAYET NPEIJIOKUTh JOTOJIHUTEIbHBIE
o0crneoBaHus: MEIUKO-TeHETUYECKOe KOHCYIbTUpoBanue, Y3U u nquarnocruye-
CKOE TECTUPOBAHUE.

Pa3HOBHIHOCTEIO HEMHBA3WBHOIO IPEHATAJIBHOTO CKPUHHMHIA SIBISETCS
copmune pemanbHviX K1emox, B KOTOPOM 00bEKTOM UCCIIEIOBAHHUS SIBISIOTCSA HOP-
MOOIaCcThI UM TUM(OIUTHI TII0/1a, IUPKYIUPYIOILIUE B KpOBU MaTepu. [IpumMennm
TaHHBIN MeTo/ B TeueHue 8—20-i Hemenn 6epeMEeHHOCTH.

HUmmynonpeyunumayuro memunuposantou /{HK 1 KOIMYECTBEHHYIO MOJIHU-
MepasHyto nennyo peaknuio (ITL[P) B peasbHOM BpeMeHH TakKe MOKHO HCIIONb-
30BaTh IS ONPEAEIICHUS 103l XPOMOCOM I1oAa. Ji1 3axBaTta METHIIMPOBAHHBIX
CalTOB HCIOJIB3YIOT aHTHUTEINO, crienuuuHoe K S-MeTUIIUTUAUHY. C MOMOIIBI0
ATOr0 HEMHBA3MBHOTO METOJa aHAJU3UPYIOTCA crenuduyeckue s mioaa aud-
dbepeHranbHO METUIIMPOBAHHBIE 00J1aCTH, IPUCYTCTBYIOIINE B Nepudepudeckon
KPOBM MaTEpH, YTO MO3BOJISIET BBISIBISATH TPUCOMMUIO 2 1.

Y IbTPA3BYKOBOE NCCIEJOBAHHME IIVIOJA

V31 sBnsercs Hanbosee LUEHHbIM HEMHBA3UBHBIM CIOCOOOM BBISBICHMUS
CTPYKTYPHBIX aHOMAJIMH IJIOJA W/WIM IUIALEHThl. MeToJ HIMPOKO JOCTYIEH U
HE MMeeT MOOOUHBIX AP(EKTOB HU ISl MaTepH, HU 17 miona. OH 3aKitodaercs
B MHOTOIIJIOCKOCTHOM HCCJIEIOBAaHUU C BBICOKMM pa3pelieHUEM, TPEXMEPHOU U
JOTNIIJIEPOBCKOM BU3yalIn3alMel, YTO MOBBICUIIO €T0 3((HEKTUBHOCTh. DTOT METO
IPUMEHSIETCS AJI1 KOHTPOJIS BBIIIOJIHEHUSI TaKUX MPOLENYp, KAK aMHHUOLIEHTE3 U
KOpAOLIEHTE3, JUUISl BBISIBJICHUS] HApyLIEHUI pocTa MJ10/1a, OLIEHKU CpOKa OepeMeH-
HOCTH U cocTosiHus moja B Il TpumecTpe, a Takxe BO BpeMs poJloB U poAopaspe-
menus. K Hegocrarkam Y3U mona MOKHO OTHECTH 3aTyXaHME JIyda U3-3a MaTe-
PUHCKOM JKHPOBOW TKaHH, IUNIOXO€ M300paK€HUE M3-3a JBMKEHMSI TOJIOBKH ILIOAA
WJIM MaJIOBOJMS; €r0 YCIIEX 3aBUCHUT OT OIbITA UCCIIEAOBATENSL.

[Topsanok nposenenus Y3U mona perynupyercs npukazoM MHUHUCTEpPCTBA
3npaBooxpanenus Pecnyonuku benapycs ot 30.01.2012 Ne 83 «O coBepiien-
CTBOBaHUM OpPraHM3alMU MPOBEJACHUS MPEHATAIBHBIX YJIbTPa3BYKOBBIX HCCIENO-
BaHUH 0 BBISIBICHUIO TOPOKOB Pa3BUTHUS U XPOMOCOMHOM MAaTOJIOTUU Yy IUIOAA B
Pecny6nuke benapychby.
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Y3U nnooa saensemcs obsazamenvHolu cocmasisaouelti KOMOUHUPOBAHHO2O
CKpUHUH2A OepeMenHbIX OISl 8blAGNeHUs 2PYNI NOBLIUEHHO20 PUCKA NO XPOMOCOM-
HbIM OONe3HAM.

Ha npoBenenue ynbTpa3ByKoOBOTO CKPUHHUHTA MpU OEPEMEHHOCTH HarpaBisi-
I0TCSl BCE OEpPEMEHHBIE B CIIEAYIOIINE T€CTAllMOHHBIE CPOKU:

— I Tpumectp 6epemenHoctn — 10 Hemenb 5 nHeit — 13 Hemenb 6 nHe
(7597 nnein) (komuuko-remeHHou pazmep (KTP) 40-80 mm);

— II rpumectp 6epemennoctu — 18-21 nenens (126—147 aueii);

— III TpumecTp Gepemennoctu — 32-35 nenens (224245 nueit).

VYnbTpa3ByKOBOM CKPUHHUHT OEPEMEHHBIM TMPOBOJUTCS IO HAIMPABICHUIO
Bpauell aKylIepOB-TMHEKOJIOTOB JKEHCKUX KOHCYJIBTALUNA MO MECTY KHUTEJIbCTBA
(npeObiBanus) 6epemenHoi (I-IV TexHonoruvyeckuii ypoBeHb OKa3zaHUs aKylIep-
CKO-TMHEKOJIOrM4ecKoi nomoiu). MccnenoBanue BBINOIHAETCS BpauaMy YIIbT-
Pa3BYKOBOM JMAarHOCTUKH M BpadyaMH AaKylIepaMH-TMHEKOJIOraMHu, WMEIOIIUMU
IIOATOTOBKY IO ITPEHATAIIBHOM ylbTpa3ByKoBou nuarHoctuke BIIP, ¢ ncnonb3osa-
HUEM YJIbTPa3ByKOBBIX allllapaToB BHICOKOTO M 3KCIEPTHOIO KJIacca, OCHAILIEHHBIX
JaTYNKaMU KOHBEKCHOI'O M 3HJIONOJOCTHOIO THUIA M OMNIUSAMH, [O3BOJISIFOIIUMU
IIPOBECTH JONIIEPOMETPUUECKOE UCCieoBaHue ¢ HanuureM 3D/4D-pexuma.

V3U Ha paHHEM Cpoke OEpEMEHHOCTH HEOOXOIUMO: /TSl ONIPEIETICHUS JIOKa-
JIU3alny OEpeMEHHOCTH (MCKIIIOUCHHE BHEMATOYHON OEpEeMEHHOCTH); YTOUHEHUS
TeCTAIMOHHOTO CPOKa, OMPEICICHUS >KU3HECIMOCOOHOCTH M 4YHCIa AMOPUOHOB;
UCKJTIOYCHHSI TIOPOKOB Pa3BUTHS U OObEMHBIX 00pa30BaHUI MaTKH, TPUIATKOB MM
AHOMAJILHOM OepeMEHHOCTHU (HanpuMep, My3bIpHBIN 3aHOC).

ITokazanuamu juist nposenenus ¥Y3U mioga B MEIUKO-T€HETUYECKOM LIEHTPE
(oTnenenuu, KoHCyapTaluK), MUHYs [-II TexHOIOrMYeCKUli ypoBEHb, B paziny-
HBIE CPOKU OEPEMEHHOCTH CITYXKaT:

1. Haxoxaenune Ha TUCHIAHCEPHOM y4Y€Te Y Bpada-TeHeTHKa BO BpeMs Oepe-
MEHHOCTH.

2. Bpoxnennsie anomanuu (BIIP) wiin HacneacTBeHHas MaToyiorus y peOeH-
Ka (TU1071a), BBISIBIICHHBIE BO BpEMs IIPEIbIAYIINX OEpEMEHHOCTEN.

3. Hanuuwue ynbTpa3ByKOBBIX MapKepoB BpoxkaeHHbIX aHoManui (BIIP) niu
HACJICJICTBEHHOW MMaTOJIOTHH Y IJ10/1a, BIsABIEeHHBIX B | u Il TpumecTpax Gepemen-
HOCTH.

4. Hanmnuue BpoxaeHHbIX aHoManuii (BIIP) wimu HacnencTBeHHOU marolio-
I'MM y TUI0/1a, BbIsIBIEHHBIX B | 1 Il TpumecTpax 6epeMeHHOCTH.

5. Ilopok cepaua y 1iozaa, BeISIBICHHBIN B cpoke 16—22 Heaenu 6epeMeHHO-
¢ty (HeoOXOMUMO TTPOBEACHHUE IXOKapAUOTpaduH 1I0Ia).

OcHoBHoOM 1enbto Y3U B [ TpuMecTpe sBIsIETCS BBISBICHHE PU3HAKOB XPO-
MOCOMHBIX aHOMAJIUWA, MPEkKJE BCErO 3TO M3MEPEHUE TONIIHHBI BOPOTHUKOBOIO
npoctpancTBa (TBII) u Buszyanu3zanus HOCOBOH neperopojku (puc. 2), u rpyobIx
CTPYKTYpHBIX aHomanui. Beimomuenne Y3W Ha ckaHepax SKCHEPTHOTO Kiacca
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MO3BOJISICT JAMArHOCTUPOBATh PSIJI TIOPOKOB Pa3BUTHS: aHIHIC(ATNIO, aKPAHHUIO,
aK3eHIIePaHio, TOIOMPO33HIIe a0, THAPOIE (a0, THUOIHIIE(DAHTO, Yeper-
HO-MO3TOBYIO TPBIKY C 3HIIe(alionene, CIHHHOMO3TOBBIC TPBIKH.

Puc. 2. OcHoubie nokaszaremu peromerpun (E. H. Annpeesa; https://www.medison.ru/si/art383.htm):
a — 3amepsl Tuiona; 6 — TBII B Hopme; 6 — pactmpenue TBII; 2 — HOcCOBast KOCTh B HOpME;
0 — OTCYTCTBHE HOCOBOW KOCTH
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Mapxeps! aneymnonauu, BIIP npu ynsrpazBykoBoM 00C/I€JOBAHUU HA CPOKE
11-13 venensb + 6 qHEH OEPEMEHHOCTH:

1) yBenuuenne TBII > 2,7 mm npu KTP 40-80 MM u/unm > 99-ro nporien-
TUJS I T€CTAlMOHHOIO BO3pacTa — aCCOLMUPYETCS C MOBBIIIEHHBIM PUCKOM
AHEYIUIOUIUU U CTPYKTYPHBIX aHOMAJIMH, BKIIIOYAsl BPOXKIACHHbIE IIOPOKHU CepaLa
(BIIC);

2) OTCYTCTBHE BU3yaJIM3al[Md HOCOBBIX KOCTOYEK — B KOHIlE I TpumecTpa
HOCOBasi KOCTh He onpenensieTcs ¢ noMmouipio Y3U y 60-70 % mnonoB ¢ cuHAPO-
MoM JlayHa v TONbKO y 2 % 340pOBBIX ILTO/IOB;

3) HapymieHus: (opmMbI BOJHBI KPOBOTOKA B apaHIIMEBOM MPOTOKE — OOHa-
pyxuBarorcs y 80 % mnonos ¢ cunapomom JlayHa v TOJIbKO y S % IIOIOB € HOP-
MaJIbHbIM KapUOTHUIIOM;

4) pacxoxaenue cpoka oepemeHHoctd U KTP miona > 2 nenens;

5) yMeHbIIIEHHE pa3MepPOB BEPXHEUETIOCTHOU KOCTH;

6) YKOpOUYEHHE YITHOW PAaKOBUHBI;

7) yBenu4eHHE pa3MEPOB MOYEBOTO My3bIPs (METalUCTHUC);

8) yMepeHHas TaxuKapaus y I1o/a;

9) sx3eniedanus/andHiedanus;

10) kucto3Hast rurpoma (OT€YHOCTh Ha YPOBHE IIEW W CIUHBI IUIONA) —
OoJsiee yeM B TIOJIOBHHE CITydaeB 00yCIIOBJIEHA XPOMOCOMHBIMU aHOMAJIHSIMU;

11) omdarnouene 1 racTpOLIN3UC — JUATHO3 MOXKET ObITh TIOCTABIICH MO/b-
Ko nocie 12 Henens 6€peMEHHOCTH, MTOCKOIBKY JI0 3TOTO CpoKa (PU3NOIOTHYECKas
IYNOYHAasl Tpblka, JOBOJBHO 4YacTO OOHapyKuBaeMmasi, HE UMEET KJIMHUYECKOTO
3HAYECHMUS;

12) enuHCTBEHHAs apTepUs TyHOBUHBI (B OOJIBIIOM MPOLEHTE CIy4YaeB cOYe-
TaeTcsi C XpPOMOCOMHBIMH aHOMAJIUSIMHU Y TUIOAA).

[Tpu Y3U Takke MOXKHO OOHAPYX UTh «MSTKHE» MapKepbl, KOTOPHIE YacToO
BBISIBJISIIOTCSL Y HOPMaJIBHBIX TIO/IOB, HO MOTYT aCCOLIMMPOBATHCS C TOBBIIEHHBIM
PHUCKOM aHEYIUIOUIUU:

— HEMHOI'0 YKOpOUYEHHas IuleyeBasi KOCTb;

— HEMHOT'0 YKOpOUY€HHasi OeJpeHHast KOCTb;

— THUIEPIXOTEHHBIN QOKyC B cep/le IIoAa;

— THUNEPIXOTEHHBIN KUIIICYHHK;

— THUEJI03KTa3us;

— TUNOIUIa3Us WIK OTCYTCTBUE HOCOBOM KOCTH;

— TUNoIUIa3us cpenHel ¢ananru V nanblia;

— KIMHOJAKTHUIIHS;

— CcaHJaJNeBUAHAA 1Ieib (pacIIMpPEHHBIN mpoMexxyTok Mexay | u Il manbia-
MU B CPAaBHEHHUH C JPYTHMMH MEKIAMbLEBHIMU IPOMEXYTKaMU Ha CTOIIE);

— KHCTBI COCYJUCTOIO CIUIETEHUSI.
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Haxe nipu ouens Oonbioit TBII 15 % nerelr MoryT poauThCs 310pOBBIMH,
OJTHAKO TOPa3fo BBIIIE B TAKUX CIy4YasX BEPOSATHOCTh HAIWYMUA y IJIOJA XPOMO-
coMHbIX aHoMmanuid win rpyosix BIIP (tabn. 7). IIpu yBennuenuu TBII nHeobxo-
MO JAJIbHEHIIee METUKO-TeHETHYECKOE KOHCYIBTUPOBAHUE U TUArHOCTUYECKOE
tectupoBanue (Y3U B Il TpumecTpe i1l UCKIIOUEHUS! CTPYKTYPHBIX aHOMAJIUH
IU10/1a, SXOKapAHOrpaMMa II0Aa).

Tabnuya 7
AHoMAJIMU pa3BUTHS, CONMPOBOXKAa0Iuecs yBeaudennem TBII
Opran/cucrema AHomanusa
HHC Axkpanus/ansHIedanus, areHe3usi MO30JIMCTOTO Tella, KPaHHOCHHOCTO3,

roJIONpPOo33HIEQaTHs, THAPOJICTAIBHBIN CHHAPOM, IK3HIEDaHs, CHH-
npom XKyOGepa, makpo- 1 Mukportiedanus, spina bifida

Mouenonoast Hapymenus ¢popmupoBaHus 1mosa, BpoxkIeHHbIN HeQPOTHUECKUI CUH/-
cucremMa pom, TUIpOHEDPO3, TUTIOCTIAINS, TIOIMKACTO3 TIOYEK 1-ro THIA, CHHAPOM
Mexkkens—I pyOepa, MyIbTHKHACTO3 TIOYEK, areHe3us MOYeK, THacTeMaro-
muenus, cuaapom daynepa

JluueBoii yepen | ArHaTUs/MUKpPOTHATHs, pacllieInHbI TyObl U He0a, MUKpO(pTaIbMus,
cungpom Tpuuepa—Konnunza

Ckener AxoHJporeHes, cupeHoMuenus, cuaapoM Pobunosa, cunapom PoGeprca,
TaHaTo(pOpHas AUCIUIA3HS, CHHIPOM KOPOTKUX pedep — MONNIaKTUIHH,
HECOBEPILICHHBII OCTEOTeHE3, PEAYKIN KOHEYHOCTEH, KH(POCKOINO3,
cuaapoM Spxo—JleBuna, runodocdarasus, kKaMnomenuueckas AUCIUIA3Hs,
OCTEOXOHJIPOIUCIIIIA3HUS, aXOHIPO-/TUIIOXOHPOTLIA3Us

[leitnbiii oTnen Kucto3nas rurpoma, nunoma mieu

Cepnue BIIC, cunapom du J>xopmxu

Jlerkue KuncTo3H0-a1€HOMaTO3HBIN TOPOK JIETKUX, AnadparMaibHas TphIKa,
cuHapoM PpuHCca

Oo6wmen BemectB | CuHapom bexButa—Bunemana, 1epUIUT JUTMHHOIETIOYCYHON 3-THAPOKCH-
anui-KoA-nerunporenassl xKupHbIX kuciaot, GM1-ranrmmosunos, CJIOC,
BUTaMUH-D-pe3ncTeHTHBIN paxuT, cuaapom LlensBerepa

KposerBopnas Anemus Jlaiimonna—biexdeHa, TU33pUTPOMOITHYECKAst aHeMUsI, TOpu-
pusi, anemusa PaHKOHU, IelCcTBUE TapBOBUpYca 19, a-TanacceMus

KKT Bonesnrs Kpona, arpesus ABeHaanaTUNIEPCTHON KUILIKH, aTPE3Us MUIIEBO-
Jla, CTEHO3 TOHKOH KHIIIKH

Mpimisr CuHIpOM aKMHE3HWH IUI0/Ia, MUOTOHUYECKAst AUCTPOUS, CIUHATBHAS
amuoTpodust

[Tepennss Oprom- | OMpanorene, racTpoIIM3HUC, FKCTPODUS KIOAKH

Hasl CTCHKa

Wnoe AHomanuu cteluns Tena, cuHapoM bpaxmana—Jlanre, uMmyHone pUIINT,

accormanusi CHARGE, BpokaeHHBIN TUM(pATHIECKII OTEK, CHHIPOM
Hynan, cunapom [lepnmana, cunapom EEC

Cpenu BIIP, coueraronuxcsi ¢ XpOMOCOMHBIMU aHOMAJIMSMU, HanboJsiee va-
CTO BU3YaJU3HUPYIOTCA: oMdaroliene; AyoJeHallbHasl aTpe3us; BPOXKICHHAs Jua-
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¢parManbHas TpbDKa; MOPOKHM MOYEBBIIECIUTENBHON CHUCTEMBI, COIPOBOX/IAI0-
IIMECS MAJIOBOIMEM.

[Ipu BBISIBJICHUH TOPOKOB Pa3BUTHUSL HEOOXOAUMO PEIIUTH BOMPOC O BHITION-
HEHMH IIPEHATAIBHON WHBAa3UBHOW JTUArHOCTUKU BCIIEICTBHAE BBICOKON BEPOSTHO-
CTH U3MEHEHUI B XpOMOCOMHOM HabOpe Mmi1oja.

IToMuMO BBbILIEyKa3aHHBIX TAPaMETPOB, 00s3aTeIbHBIM KOMIIOHEHTOM B YJIb-
TPa3ByKOBOM CKpPUHHUHIE B | TpumecTpe OEpEMEHHOCTH SIBJISETCS UCCIIEOBaHHUE
KPOBOTOKA MAaTOYHBIX apTepuUid JUIsl OLEHKH BO3MOXKHOI'O HApYLIEHUS IUIALICH-
tapHOi PyHkunu. CHIKEHHE MAaTOYHOTO KPOBOTOKA B apTEpUSX HA STOM CPOKE
MO3BOJISIET BBISIBUTH MOBBINIEHHBIE PUCKU TAKHUX OCJIOKHEHUN BTOPOIl IMOJIOBUHBI
OepeMEHHOCTH, KaK 3aJIep>KKa BHYTPUYTPOOHOTO pa3BUTHS IJ10/a, IPEIKIIAMIICHS,
aHTEHaTaJIbHasl CMEPTh I1J10/]1a, HEBbIHALIMBAHUE HA OOJIBILIUX CPOKaX.

3agaun Y3U B II tpumectpe (mpoBoautcsi Ha 18-21-i1 nenmene (126—
147 nuein):

1) neranpHas OLIEHKA aHATOMUM IIJI0/IA C IIEJIbI0 OOHAPYKEHUS Y HETO MapKe-
POB XPOMOCOMHBIX 0OJI€3HEH, TOPOKOB PA3BUTHUS, B TOM UHKCJIE MPOSBIISIOMIUXCS
Ha MO3JHUX CPOKaX OepeMEHHOCTH (HEKOTOpbIE MOPOKU CepALa, TUAPOHEDPO3 U
Merayperep, BEHTPUKYJIOMETanus U rufpouedanus, KUILeYHass HEIPOXOAUMOCTb,
HOBOOOpa30BaHus), paHHUX (HOPM 3aJEPKKU pa3BUTHS IJ10/1, [1aTOJIOTUH IIJIALCH-
Thl, QaHOMAJIbHOTO KOJIMYECTBA OKOJIOIJIOAHBIX BOJ;

2) IONIUIEPOBCKOE UCCIIEIOBAHUE MAaTOYHO-TIAIIEHTAPHOTO KPOBOTOKA,

3) BBINIONIHEHKE 3X0Kapauorpaduu ¢ gonmiaeporpadueii mioaa mpu noao3pe-
HUU Ha MOPOKH cepiia, 0COOEHHO B CIEAYIOIINX CIIy4dasX:

— yBenunueHHasa TBII;

— 3a4aTHe C IOMOULIBIO KCTPAKOPIOPAIBHOIO OIUIOAOTBOPEHUS;

— BBISIBJICHHE SKCTPaKapAUaIbHON aHOMAIHK MTPU 00buHOM Y 3U;

— MOHOXOpPHAJIbHBIC TUAMHUOTHYECKUE OTU3HEIIBI;

— TIOJIO3PEHHE Ha T€HETHYEeCKoe 3a0oseBaHHe (XPOMOCOMHYIO aHOMAJHIO
IU10/1a), BO3HUKIIEE B Xo/e ckpuHuHra Bk/{HK miu nHBa3uBHOro reHeTnyeckoro
TECTUPOBAHUSI;

— BO3/ICICTBUE MOTEHIMAIBHO TEPATOTEHHBIX areHTOB (HAIpUMEp, MApPOK-
CETHHA);

— cemeirinasa ucropus BIIC, 0ocoGeHHO y poaMTeNss WU MPEIbIAYIIETo pe-
OcHKa;

— 3a0oneBaHus Marepu A0 OEpeMEHHOCTH, TAKUE KaK CaxapHbI auader,
(eHuNKeTOHypus, BoJT4aHKa Wi cuHapoMm lllerpena, npu KOTOpBIX MPUCYTCTBUE
AHTUTEJ, HAPUMEpP aHTUTENA K LUTOIUIa3MaTuiyeckoMmy aHTureHy (SSA, SSB),
MOXKET MPUBECTH K OJIOKae cep/ana;

— 3apa)XCHHE MaTepU KPACHYXOM Ha paHHUX CPOKaX OEPEMEHHOCTH;

4) hbopMupoBaHHEe TPyIN PUCKA IO PA3BUTHUIO T'€CTO3a, 3aJA€PKKH Pa3BUTHS
IJ10/1a U TUIALIEHTapHOM HemocTarouHocTH B I Tpumectpe;
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5) oLleHKa TMOJIOKEHUS M MPEUIeKaHUs IJI0Ja, PACIOIOKEHUS IIALEHTHI,
pocTa miona, 00beMa aMHUOTHYECKOM KUIKOCTH M COCTOSIHHS TLTO/IA.

Tpanceazunanvroe Y3HU sasnsemcs 3010mvim cmanoapmom 0as OyeHKU pac-
NONOJICEHUsI NAaYyenmsl npu nooo3peHuu Ha npeonexcanue niayernmul. OLEHKA
JUIMHBI IIEWKU MaTKU IyTEM TPAaHCBarMHaJIbHOIO 00cCiIeAOBaHUA 10 24 Henenb
OEpEMEHHOCTH MOXET MOMOYb BBISIBUTH JKEHIIUH C UCTMHUKO-LEPBUKAIBLHOU HE-
JIOCTaTOYHOCTBIO M BBICOKUM PHUCKOM IPEXKICBPEMEHHBIX POAOB U CHENaTh BO3-
MOXKHBIM BMEIIATEIbCTBO, BKIIIOYAs! HAJIOKEHUE CEPKIISKA, UM JOIIOIHUTEIBHOE
BBEJICHHE MPOTreCTEPOHA.

VYnpTpa3ByKOBBIE TIPU3HAKY ISl AUHAMU4YecKkoro HaOmronenus B 111 Tpume-
cTpe OEpEMEHHOCTH:

1. Anomanvnwviti pocm nnooa. IloBropHoe Y3U pexkoMeHIOBAHO ISl MO-
HUTOPUHIA CKOPOCTH YBEJIMYEHUsl OUIIapUeTalbHOIO JuaMeTpa IOJIOBKH ILI0/a,
OKPY>KHOCTH >KMBOTa M JJIMHBI OCIPEHHOW KOCTHU MAJISi MCKIIOUEHUS 3aJCPiKKU
pOoCTa TIoAA C 3aJIePKKON BHYTPHYTPOOHOTO pa3BuTusi. CUMMETpHUUHAs 3aepPiK-
Ka BHyTPUYTPOOHOTO Pa3BUTHS HAYMHAETCS HA PAHHUX CPOKaX OEPEMEHHOCTH U
BBI3bIBAETCSI XPOMOCOMHBIMHM/TEHETUUECKUMU AaHOMAJIMSAMU WM BHYTPUYTPOO-
HbIMHM MH(QEKIUSIMU; ACUMMETPUYHOE OTPaHUYEHHUE POCTA MPOSBISETCS MO3KE U
SBIISIETCS PE3YJIbTATOM MAaTEpPUHCKUX 3a00J€BaHUM WU NMUTaHUA. JnHaMuyeckoe
VY31 MOXHO UCTIONB30BATh JJISl BBISIBICHHS] MAKPOCOMUH (M3MEPEHNE OTHOIICHHUS
OKPY>KHOCTHU KUBOTA K OKPY>KHOCTH TOJIOBBI).

2. Anomanuu [JHC nnooa. Y3U umeer 95%-Hy10 4yBCTBUTEIHLHOCTh B JH-
arHoCTUKE Tujpoledainy, MHEIOMEHUHIoleNne, aHsHuedanuu, 3Huedanone-
Je, KpaHHOCUHOCTO3a U MOPOKOB Pa3BUTHUs I'OJIOBHOIO Mo3ra (mopsHuedanus).
[Tnoas! ¢ rugpouedanueil WM MUEITOMEHUHIOLENE JOKHBI ObITH 00CIIEI0BaHbI
HA HAJIMYME XPOMOCOMHBIX aHOMAJUN WJIM aHAaTOMUYECKHX Je(EKTOB B ceprey-
HOM, TTOYCYHOM U CKeIeTHOU cucTemax. COmyTCTBYIOIINE Me(PEKThI MPUCYTCTBYIOT
B 90-95 % ciyuaes.

3. Anomanuu epyonoul KiemKy niooa: JerodyHas TUMoIUIa3us, MIeBpaIbHbINA
BBIIOT, KUCTO3HO-3/IECHOMATOMIHbIE Mallb(popMaliK, CEKBECTpaLUs U OPOHXOTEH-
Hble KHUCTHI. /[MarHo3 BpokJAeHHOW AuadparManbHOW I'pPbLKM OCHOBBIBAETCS Ha
HAJIMYWY KUIIKHA WU TICUCHU B TPYIHON KJIETKE C COOTBETCTBYIOIIUM KPOBOCHA0-
KEHUEM, CMEILIEHUEM CPENOCTEHUS U TUIIOIUIA3UEN JIETKUX.

4. Anomanuu cepoya nnoda: XpOMOCOMHBIE aHOMAJIMH, BOJISIHKA IUI0AA, Ma-
JIOBOAME WJIM MHOroBojue, oMmdaionene, auadparMaibHas rpbbka, 1e(peKTsl B
JIPYTUX CHCTEMAaX C U3BECTHBIMU CEPICYHBIMU ACCOLMALMAMU, CEMENHAsI HCTOPUS
BPOXJICHHBIX TIOPOKOB CEplla, CaxapHbId IuabeT WM CUCTEMHas KpacHas BOJ-
YaHKa MaTepu, MPUEM MaTepblo MPenaparoB JUTHS WIH IPOreCcTepoHa, alKorois,
deTanbHBIC APUTMHUU.

5. XKenyoouno-kuweunvle anomanuu nioda. l'actpomusuc u omdasnoiesne
nerko auarHoctupytores npu Y3U. Y3U nmeer HU3KYI0 YyBCTBUTEIBHOCTD B JIU-
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arHOCTUKE HENPOXOAMMOCTH, Ha KOTOPYIO KOCBEHHO yKa3bIBAET HAJIMYUE MHOTO-
BOJIMS, TJIOXO BHU3yallU3MpyeMas KHUIIKa JUCTajdbHEe OOCTPYKIMU. DXOTC€HHOCTD
KHIIIEYHHUKA, MEKOHUEBBIN MMEPUTOHUT U 00pa30BaHKE NICEBIOKUCT CBUIETEIbCTBY-
I0T 0 MyKOBHCIIHI03€. Bece nmepeuniciiennbie HapynIeHUs YKa3bIBalOT Ha HEOOXO0H-
MOCTb JaJbHEHIIEro HUTOTCHETUUECKOIO NCCIEA0BAHUS TI0/A.

6. Anomanuu Mouenonoeol cucmemsl na100d: areHe3us MoYeK, KUCTO3Has 00-
JI€3Hb, 0OCTPYKTUBHBIE IOPAXXEHUS (OOCTPYKILIHA JIOXaHOYHO-MAaTOYHOT'0 [Tepexoaa
U KJIAMIaHOB 33JIHEHM yPEeTPbl) U OMyXOJiIH Mo4YeK. MOXKHO OLIEHUTh pa3MephI MOYEK,
VCTOHYECHHE MAPEHXUMBI U KACTBI, OTHOIIIEHUE OKPYKHOCTH MOYEK K OKPY>KHOCTH
JKUBOTA, TMAMETPbI Ta3a © MOYEBOM aCIUT, a TAK)KE AHATOMUIO YPETPBI U MOYEBOTO
ny3bIps. O0beM aMHUOTHUYECKON KHUAKOCTU MO3BOJIET CYAUTh O (DYHKIIUU MTOYEK.
ManoBoaue CBS3aHO C INIOXUM IPOrHO30M.

7. Anomanuu ckenema niooa: CKeNETHas NUCIUIA3Us, aXOHAPOIUIa3Hs, HECO-
BEPUIEHHUI OCTEOT€HE3, MOJIUIAKTHIINS U SKTPOJAKTUIINA. BBIsSIBIEHNE CKEIETHON
JUCIUIA3UM U IPOTHO3 OTHOCHUTEBHO TOYHBI, BO3MOKHA TUIIEPAHATHOCTHKA.

Ckpununr ¢ nomoibto Y3U B III TpumecTpe HanpaBiieH NpenMyLIECTBEH-
HO Ha OILICHKY aKYyIIEPCKON CUTyallMd U BEPOSATHOCTU aKyLIEPCKUX OCIIOKHEHM,
OKOJIOIUIOAHBIX BOJ, CTPOEHUS U PACIIOJIOXKEHUS IUIALICHTBI, aHATOMUH IIJI0JA U
COOTBETCTBHUSA pa3Mepa mioaa cpoky oepemenrHoctu. Y3U B III Tpumectpe MoxeT
BBISIBUTH 0,5 % HOBBIX aHOMaJIMH y IUIOAA, TAK KAK HEKOTOPBIE U3 HUX, BKIKOYAS
MOPAKEHUSI CEpla, aTPE3HI0 ABEHAAUATUIIEPCTHON KUIIKH M AXOHJPOIUIA3UIO,
MOTYT HE BU3yaJIn3upoBarbes Bo Bpemst ¥Y3U B Il Tpumectpe.

MArHUTHO-PE3OHAHCHASI TOMOT PA®US

MPT wucnons3yercs pyu OLEHKE CIIy4aeB C COMHUTEIBHBIMU PE3yJIbTaTaMHU
VY3U unu korga npenaranbHoe Y3U He ABIsIeTCsl HaJCKHBIM JIsl BBISIBICHUS aHO-
Masui wioga (HampuMmep, Ipyu OKUPEHUH MaTepy MK MasioBouu ). Het nanHbIx o
HeratuBHOM Bo3zeiicTBUr MPT Ha OepeMeHHYI0 KEHILUHY W TUIOJ.

[Tocne 20 nenenb 6epemenHoctd MPT MoxxeT urparb TOMOIHUTENBHYIO POJIb
no cpaBHenuto ¢ Y3U. MPT nydie uneHTuduuyupyer aHoMaaluy FOJIOBHOTO MO3Ta.

Jlis MuHUMU3aIMH apTeakTOB IBMIKEHUS MPEUMYIIECTBO HMEET IMpH-
MEHEHHE OBICTpOro W cBepxObicTporo mMeroma MPT. Mcnonb3yroTcst pa3mndHbie
MOCJIEOBATEILHOCTH, B TOM YHCJIE€ SXOIUIaHApHbIE, OHOKpPATHbIE TypOO CIUH-
»x0 (HASTE) u 6sicTporo cniun-3x0 (RARE). HASTE 3apexomenioBai cedst kak
MPEBOCXOJIHBIA METON BU3yaln3auuu rmiona. Bosmoxkno MPT-uccnenosanue c
KOHTPACTUPOBAHHEM T'aJIOJIMHUEM, HO TOJIBKO B CIIy4ae, KOIr/a MoJib3a MPEBBIIIAET
NOTEHIUATBHBIN PUCK JJIA ILTOJA.

[Ipenmymecrsa MPT:

— OTCYTCTBHE MOHU3HUPYIOLIETO U3JIyYEHUS,

— MHOTOIUIOCKOCTHAsl BU3yaJIM3aLlns;
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— OOLIMPHOCTDH 30H UCCIIEIOBAHUS;

— MPEBOCXOJHOE YCHJIEHHE KOHTPACTa MATKUX TKAHEH;

— XOpOIIee KayeCTBO N300paKeHUsI PU MAJTOBOJIUU;

— Oonee BbICOKas TOYHOCTh U3MEPEHUI, 0COOEHHO 0OBEMOB;

— Jy4uiasi BU3yaju3alusi BHYTPUUEPEIHBIX CTPYKTYP.

Orpannuenuss MPT:

— moxas Bu3yanuzauus 10 20 Hegenb 0epeMEHHOCTH;

— HE 0I00pEeH sl IUPOKOTO UCTIONB30BAHUS, HECMOTPS HA OTCYTCTBHE 3HA-
YUATENBHOTO pUCKa nocie | Tpumectpa;

— BO3MOXHO ucnons3oBanue MPT, eciau apyrue MeTonsl HEHOHU3UPYIOIIEN
BU3yaJIM3allM1 HEAIEKBaTHbI UJIW €CJIN U1 JaJbHENIEH OLlEeHKU TpeOyeTcsl HOHU-
3UpYIOIIEE U3JIyUYECHHUE.

[Tokazanusimu k nposenenuto MPT:

— aHOMAJIMM TOJIOBHOTO MO3ra IUIOAQ: HamOoJee YCHEIIHO BBIABISAET
AHOMAJIMU 33/JHEM YEepernHOil SMKH, MUTPAIMOHHBIE AHOMAIUU (BPOXKICHHBIC
ManbhopMaluu, OOYyCIOBIEHHbIE MOPAKCHUEM MHUTPUPYIOLUIUX HEHUpOOIACTOB
Ha 3-5-M Mecduax recrauuy, Hampumep JucciHuedanus, NOIMMHUKPOTHPUS,
mu3sHuedanus) Ha 30-32-i Henene 0epEMEHHOCTH, ar€HE3UI0 MO30JIMCTOTO Tea,
[aTOJIOTHIO O€JI0ro BEUIECTBA, ruApouedanuio 1 UIIEMUYECKUE UM TeMOppari-
YECKHUE NOPaKEHNUS;

— aHanu3 00BEMOB: pa3Mep IJIoJa WM OTIACIbHBIX OPraHOB, HAIpUMEp
NIEYCHHU; HENPABUIBHOE MOJIOKEHHE KUIIEYHHKA MPU OTCYTCTBUU JOCTOBEPHBIX
yABTPA3BYKOBBIX IPU3HAKOB; UJIEHTU(UKALIU 00pa30BaHUi Ha IlIe€€ MJI0/a, TAKUX
KaK KMCTO3Has TUTPOMa M TepaToMa, JJisl BBITIOJHEHHS] pAHHUX BMEUIATEIbCTB U
HaJIMYMU NIOKa3aHUM;

— BPOXKJIECHHBIM T€MOXPOMAaro3;

— CHHJPOM aMHUOTHYECKHX MEPETIKEK.

PEHTrEHOrPA®MSI

[IpenaranpHas peHTreHorpadusi UTpaeT OrpaHUUYCHHYIO POJIb U3-3a OMACHO-
CTH MOHU3UPYIOILIETO U3ITYYCHUS IS IUIOAA U HATWYUS APYTUX BAPUAHTOB HEMO-
HU3UPYIOLIKUX METOJ0B BU3yanu3anuu. Kpome Toro, HajJoxeHue KOCTe MaTepu U
IJ10/1a 3aTPYAHSAET UHTEPIPETALUIO PE3YJIBTATOB.

KT Takxe umeet orpaHM4eHHOE NPUMEHEHUE B IPEHATAIbHOM TMAarHOCTHUKE.
Xorts npenaraibHas TpexmepHas KT MoxkeT mpepoctaBuTh 00s1e€ noapoOHbIe U30-
OpakeHrs TTO3BOHOYHHKA M KOCTeH Ta3a, ueM Y 3U, oOydueHue 110/1a HaXOaUTCS
B Iuana3oHe 3 MIp, U MO3TOMY JaHHBI METOJT HE peKkoMeHayeTcs. Mcnonb3yercs
KT B cmywasix, korgza MPT npoTtrBomiokasana marepu (Harmpumep, €Clii y Hee eCTh
KApJIUOCTUMYJIATOP, BHYTPUITIA3HOE METAININYECKOE MHOPOAHOE TEJNO WJIM BHY-
TpudepenHbie PeppoOMarHUTHbIE XUPYPIrUUECKUE KITUIICHI).
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OcHOBHOE IPEeNMYIIECTBO HAJ ApyruMu merogamu Busyanuszanuu KT nmeer
B IMATHOCTUKE HAPYILIEHUN KOCTHOW aHATOMMHM Tu104a. Ero orpannuenus B [ tpu-
MECTpE CBSI3aHbI C BO3MOXXHBIM TEPATOT€HE30M M PUCKOM MHAYKLIMHU paka H3-3a
MOHU3UpYoero n3nydenus. CooOuiaercs, 4To pUCK CMEPTHOCTH OT paKa COCTaB-
nsiet 1 ciyydait Ha 220440 nereit, noasepriuxcs KT BHyTpuyTpoOHO.

MATHUTOKAPIUOT PAGUS

Cepanebuenre aMOpHOHA PETUCTPUPYETCS HE paHee YeM B 5 HeIeb TIPH €r0
pasmepax 2—4 MM (B cpeaHeM 6—6,5 Henenb OEpeMEHHOCTH) MPU TPaHCBaruHaIb-
HOM HCCJIEJOBAaHUM U Ha HEJIENIO MO3Ke Npu TpaHcabaoMuHanbHOM. [Ipu pasmepe
samOpuona 6osee 5 MM B 90 % ciyuaeB onpenensiercs cepanedouenne. OTcyTcTBue
cepauedueHus y sMoproHa 6osee 7 MM SIBIISIETCSI KPUTEPUEM HEPA3BUBAIOILIEHCS
OepeMEeHHOCTH.

®detanbHass MATHUTOKAPAUOTPAa(Hsi MOXKET BBISIBUTH YUIMHEHUE WHTEpBaIa
QT wnmm cungpom Bonwga—Tlapkuncona—Yaiita mytem onenku 3youa T. Huzkwmii
yUIMHEHHBIH 3y0en T sBiseTcss ”HPOpMaTUBHBIM UHIUKATOPOM COCTOSIHUS.

KOMBMHUPOBAHHbBI MPEHATAJIbHbII CKPUHUHT

OnHOBpEMEHHOE BHITIOTHEHUE YIBTPA3BYKOBBIX H OMOXMMHUYECKUX UCCIEIO0-
BaHu# B | TpuMecTpe OEpEeMEHHOCTH YBETUYUBACT BEPOSTHOCTH BBHISBICHHS XPO-
MOCOMHO} 00JIE3HM Y IUIO/Ia B IPEHATAJIbHOM IepHroze. Takoe coueTaHue paziany-
HBIX METOIOB MCCJIE0BAHUS B paMKax OAHON CKpUHUPYIOLIEH IPOrpaMMbl HOCUT
Ha3BaHME KOMOWHHPOBAHHOI'O MPEHATAJIbHOTO CKPUHUHTA.

Kombunupoeannwiii npenamanvusiii ckpuHune HanpasieH Ha GOpMUPOBaHUE
TpyNIbl BBICOKOTO PUCKA MO BBISABICHUIO YHUCIOBBIX HAPYIICHUH XpOMOCOM, Hau-
Oonee yacTeie U3 KOTOPHIX cuHApoM JlayHa (Tpucomus 21), cunapom DaBapica
(tpucomus 18), cunnpowm Ilaray (tpucomus 13). UyBCTBUTEIBHOCTD U crieU(PUY-
HOCTb KOMOMHMPOBAHHOTO MIPEHATAIbHOTO CKPUHUHTA COCTABIIAIOT He Oosee 96 u
99,9 % COOTBETCTBEHHO.

KoMOnHMpOBaHHBIN MPEHATATBHBIN CKPHHUHT OEPEeMEHHBIX Ui PopMUpOBa-
HUS TPYMIBI PUCKA IO POXKACHHUIO JIETEN C XPOMOCOMHBIMH OOJI€3HSIMH BKIIIOYAET:

— V3U nnona;

— onpenenenue sMopuocnenuduaeckux/TpodhodbaacTuyecKux OeIKoB;

— pacyeT pHUcKa C HUCIOJIb30BAHUEM 3apPETUCTPUPOBAHHBIX KOMIIBIOTEPHBIX
IpPOrpaMm;

— KOHTPOJIIb PE3yIbTaTUBHOCTH (Ka4yeCTBA) CKPUHHHTA.

[Topsok ocymiecTBieHUsT KOMOMHUPOBAHHOTO CKPUHUHTA OCPEMEHHBIX B
I tpumectpe B Pecniybnnke benapyce pernnamenTupoBan npukazoMm MuHuctepcTsa
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3npaBooxpanenus Pecnyonuku benapyce ot 25.03.2022 Ne 396 «O npoBeaeHuu
KOMOMHUPOBAHHOTO CKPUHHUHTA OepeMeHHBIX | TpumecTpay.

Jlis nocTuKeHHsI JOCTOBEPHOCTH KOMOMHHPOBAHHOTO CKPHUHHMHTA HEOOXO-
JUMO 00€eCTieYeHUE BPEMEHHBIX TPEOOBAaHUI BBIMOIHEHHS] BCEX HCCIICOBAHMIA:
NIOJTy4YE€HUE BEHO3HOM KpOBHU OCYILECTBISIETCA B A€Hb npoBeneHus Y3U wiu He
no3aHee 48 4 mocie Hero.

Pacuer pucka mo XpoMOCOMHBIM OOJE3HSIM B paMKaX KOMOMHHUPOBAHHOTO
MpEeHaTaJIbHOrO0 CKpUHUHTA BhINoiHsAeTcs OepemenHbiM ¢ KTP mioma ve menee
40 MM u He 6omee 80 MM, TIPU ITOM HCIOJIB3YETCs CTEIIUATBLHOE 3aPETUCTPHUPO-
BaHHOE MPOTpaMMHOE 0OeCIeueHuE.

B nacrosiiee BpeMsi IpUMEHSIOTCS CIEIYIOIINE KOMIIBIOTEPHBIE MPOrpam-
MBI pacuera pucka pasutus nopokoB miona: LifeCycle™ (PerkinElmer, Inc.,
CIIA), ASTRAIA (NEXUS / ASTRAIA GmbH, I'epmanus), PRISCA (Siemens,
I'epmanus), PIA Fetal Database (GE-Medical Systems, I'epmanus).

[IporpamMmbl pacCUUTHIBAIOT CIAEAYIONINE UHINBUYAbHBIC PUCKU HATUYHS
XPOMOCOMHO#1 00JIe3HH Y TUIOAA:

— PHCK, COOTBETCTBYIOIIUN BO3pacTy OEpEMEHHOI;

— OMOXMMUYECKUI PUCK: HA OCHOBAaHUU PE3yJIbTATOB UCCIIEOBaHUs ONOXU-
muueckux mapkepoB (PAPP-A, cB. B-XI'Y, cB. actpuon, APII), ¢ pacuetom MoM
U KOppeKIMel Ha MHAUBHUIyaIbHbIE JaHHBIE 0 OepeMeHHO (BO3pacT, Macca Teda,
ATHUYECKAsl MPUHAJJIC)KHOCTh, KYpeHHE, HAINYME B aHaMHE3€ OEPEeMEHHOCTHU C
TPUCOMUEH Y TUIONA, CaXapHbIN 1Ua0eT, UCMIOIB30BAHNE METOI0B BCIIOMOTaTeb-
HOM penpoAyKTUBHON TEXHOJIOTHH);

— PHCK, paCCUUTaHHBII HA OCHOBaHUH UCCIIEIOBaHUS yIbTPa3ByKOBOTO Map-
kepa xpomocomHo# narosiorun — TBII ¢ pacuerom MoM;

— KOMOWHHPOBAHHBIN PUCK: HA OCHOBAHHH BO3PACTHOTO PUCKA, PE3YABTATOB
UCCIIEIOBaHMS OMOXUMHUUYECKUX U YABTPa3BYKOBBIX MapKepoB ¢ pacueTtoM MoM u
KOppEKIMel Ha MHIMBU Ty alIbHBIE TaHHBIE O OEPEMEHHOIA.

[IporpamMmsl IO3BOJIAIOT OLIEHUTH:

— PHCK XpPOMOCOMHBIX Ooje3Heil — cunapomoB Jlayna, DnBapjca, Ilaray
(8 I u I TpumecTpax);

— puck BIIP — JIHT (B II TpumecTtpe).

WNHrtepriperanys pe3ylbTaToOB OCHOBBIBAETCS HAa BEJIMYMHE PACCUUTAHHOIO
UHAUBUAYAJIbHOTO KOMOMHUPOBAHHOTO pUCKA. BBICOKMI pUCK Haauuus 1arosio-
ruM (BbILIE€ TIOPOra OTCEYKHM — CTAaTUCTHUUECKON BEIMYMHBI, COOTBETCTBYIOIIEH
PHUCKY pOXKJIEHUSI peOEHKa C MaTOJIOTUEN ) IBISETCS OCHOBAaHUEM ISl TAJIbHENUIIETO
oOcrnenoBanusi 6EpEMEHHOM ¢ MMPOBEICHNEM HHBA3UBHBIX METOIOB JTUATHOCTUKH.

B nporpamme PRISCA g Ttpucomuu 21 mopor OTCEYKM COCTaBIISET
1 : 250. D10 03Ha4aeT, YTO BEPOSITHOCTH POXKIACHUS peOeHka ¢ cuHapoMom JlayHa
coctabisieT 1 pebeHok Ha 250 OepeMeHHOCTE! MPpU TaHHBIX pe3ysbraTax (Bo3pacT,
JAHHBIE O OEpPEeMEHHOM, pe3ybTaThl OMOXUMUYECKUX TecToB, Y3U). Pe3ynbrarsl
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CKpUHUHTa, paccuuTaHHble nporpammoii PRISCA, npencrasnstorcs B Buae aua-
IpaMMBbI U COOTHOIIICHHUS, KOTOPBIE OTOOpaXaroT IMIaHCHl peOeHKa Ha HAJIMYUE Ta-
Tosioruii (puc. 3).

Puck

1:10

1:100

1:250

1:1000

1:10000
Bospact
1315 1719 21 23 25 27 29 31 33 35 37 39 41 42 45 4T 49 |
. HUKE ITOpora OTCEYKU, HUWKE IMOpora OTCEYKHU, BBIIIC BO3PACTHOI'O PHUCKA, BBIIIC MTOpOTa OTCCYKU

Puc. 3. lnarpamma, nipeJicTaBisiionas MHIUBUIyalbHBIN puck no nporpamme PRISCA

Tak, Harpumep, ecinu B 6manke 3akitodeHuss PRISCA ykazaHo, 4to puck co-
crasisier 1 : 100, To 310 03Hauaet, 4yTo U3 100 KEHIIKUH C TAKKUM KE PE3YJIBTATOM
y 1 ponutcsa peGeHOK ¢ XpOMOCOMHBIMH aHOMAJIHSIMU, @ Y OCTAIBHBIX 99 — 3110-
POBBIE JIETH.

B mporpamme ASTRAIA mpu pacdyere pUCKOB YUHUTBHIBAIOTCS JOIOJHH-
TEJbHBIE YIBTPAa3BYKOBBIE MAPaMETPhl, YTO AT BO3MOKHOCTb MOBBICUTH BBISIB-
JeHue narojoruil y miona (puc. 4). Puck XxpoMOCOMHBIX aHOMaJIMH 110 CUCTEME
ASTRAIA nossiiieH npu nopore orcedku ot 1 : 100.

[Ipu pacuere ypoBHs pHcKa CleAyeT MIOMHUTh: YEM BBIIIE 3HAMEHATEINb, TEM
HUXE ypoBeHb pucka. Hanmpumep, ypoens pucka 1 : 100 (to ectb 1 ciydaii Ha
100 xeHIMH, TpOoIIEeANNX CKPUHUHT) HUXKEe ypoBHS pucka 1 : 50 (1 cioydail Ha
50 KeHIIMH, MPOIIEAIINX CKPUHUHT).

CornacHo nporpammam, npumMmensemsiM B PecriyOnuke benapych, k rpymme
BBICOKOTO PHCKA MO XPOMOCOMHOM MATOJIOTUU TUIOAA OTHOCST OEpEeMEHHBIX MpPH
pacueTHOM 3HaueHuu pucka 1 : 360 u Bbiie — ai1a cuaapoma [ayna, 1 : 2000 u
BbIIlIe — JuIst cuHapoMa llaray u cunapoma DnBapaca.
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Puc. 4. lnarpamma, nipeJicTaBIsiionas WHAUBUIyalbHbIN puck no nporpamMmme ASTRAIA

B Tex cimydasx, korna OMOXUMHUYECKUH U yIBTPa3BYKOBOW CKPUHUHI, a TAKXKe
pacueT pucka XpoOMOCOMHBIX OOJI€3HEH M MaToJIOruM B I TpuMecTpe AeMOHCTpH-
PYIOT OTPULIATENbHBINA PE3YNbTaT, MOCIEAYIONUN KOMOMHUPOBAHHBIM CKPUHUHT
MOKET HE MMPOBOJUTHCH.

bepemMenHbie U3 TpymIbl BEICOKOTO PUCKA IO XPOMOCOMHBIM OO0JIE3HSIM ILIO-
Jla HampapBJSIOTCA JUIsl MEIUKO-TEHETUUECKOIO KOHCYJIBTHUPOBAHUS U OIpeese-
Husl o0beMa JajbHEHIIEeH MpeHaTaJIbHON IUarHOCTUKU: KUTEIbHULBI MUHCKa U
MuHckol obnactu — B oTAeneHue npeHaraibHod auarHoctuku PHIIL «Marb
U TUTSD; KUTEIBHULIBI OCTaIbHBIX PETMOHOB — B O0JIACTHBIE MEAMKO-TEHETHYE-
CKHE LIEHTPHI (OTAENEHUs, KOHCYJIBTAIlMN) TI0 MECTY JKUTEIbCTBA (TIPEeObIBAHMS)
OepeMEHHOM.

Takum 006pa3oM, IpeHaTaIbHbIi KOMOWHHUPOBAHHBIA CKPUHUHI IO3BOJISIET
BBIJIEJIUTH FPYIIIbI PUCKA U JAET BO3MOXHOCTb BBICTPOUTH MHAMBUYaJIbHBIN TU1aH
BeZieHUs1 OepeMeHHOCTH. [Ipy ycTaHOBIIEHNN y OEpEMEHHOM )KEHIIMHBI BBICOKOTO
pHUCKa IO XpOMOCOMHBIM HapyILICHUSIM Y IJ10[1a IPUHUMAETCS pELIEHUE O MPOBE-
JICHUY MHBA3WBHOM NIPEHATAIIBHOW TUAarHOCTUKM.

WHBA3UBHBIE METO/Ibl IPEHATAJIbHOMW TUATHOCTUKH

WNuBa3uBHas npeHaTtanbHas fuarnoctuka B PecryOnuke benapych BbImomaHs-
€TCA B COOTBETCTBUM ¢ MHCTpyKIMEN O MOPSAAKE NMPOBEICHUS MEIUKO-TEHETUYE-
CKOI'0 KOHCYJIETUPOBAHUS U JUArHOCTUKU I'PakJaH B TOCYJAapPCTBEHHBIX OPraHU-
3aUAX 3PaBOOXPAHEHHUsI, YTBEPKACHHON MocTaHoBieHneM CoBeta MUHUCTPOB
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Pecny6nuku benapychb ot 28.03.2007 Ne 26, a Takke nHCTpyK1uen «Metoja uHBa-
3UBHOU ITPEHATAIBHON TUArHOCTUKU XPOMOCOMHOMU IMATOJIOTHH IIIOAA», YTBEPXK-
neHHoi MunuctepcTBoM 3apaBooxpanenus Pecyonuku benapycs ot 06.06.2014
Neo 153-1113.

YcTaHoBIEHUE TMarH03a XpOMOCOMHOW NIATOJIOTHH Y 1012 BO3MOYKHO TOJIb-
KO B pe3yJIbTare MCCIEI0BAaHUSA XPOMOCOM IUIOAA B Marepuale, MOJyYEHHOM OT
wiona. [lomydenne marepuana oT I104a OCYIIECTBIISIETCS C IIOMOLIBIO WHBA3UB-
HOro BMemarenbcTBa. [103TOMy B TeX cCilyyasix, KOrja NpeHATAIbHbIA CKPUHUHT
BBISIBJISIET PUCKU (TIOJIOKUTENBHBIN), )KEHITMHAM MPEAaraeTcsl MHBa3UBHAs MPO-
Heaypa ¢ Ueabio Mpod TKaHEeH I1oJa JUTsl BEINOJHEHUS MPEUMYIIECTBEHHO IIUTO-
IEeHETUYECKHUX UCCIIEA0BAHUM.

KoncynbTrpoBaHue OEpeMEHHBIX C BBICOKUM PUCKOM B CHEIMAIU3UPOBAH-
HBIX LIEHTpax ONpeAeisieT HyX AAIOIMIMXCS Uil JaJbHEUIIEro yriyOoJeHHOro Iu-
TOT€HETHYECKOTO W JIPYTHX JUArHOCTHYECKHUX HCCIEIOBAaHUN C BBIIIOJHEHHEM
MHBA3UBHBIX TIpoLeAyp (OUomncusi BOPCUH XOPHUOHA, AMHHUOIIEHTE3, KOPJOLICHTE3).
Br16op nHBa3MBHOI MaHUIYISLIUN OMIPEAETSETCS CPOKOM OEpEeMEHHOCTH, COCTOSI-
HUEM OEpEMEHHOM KEHIIMHBI, HAIMYUEM TEXHUUECKHUX BO3MOXKHOCTEH.

[TokazanuamMu AJi1 TPOBEACHUSI OEpPEMEHHBIM WMHBA3UBHOUM IpEHATaJIbHOU
JUArHOCTUKH SIBIISIFOTCSA

1) Bo3pacT xeHIUHbI 38 JIeT U cTaplie;

2) HOCUTETBCTBO XPOMOCOMHBIX IEPECTPOCK OJJHUM U3 CYIIPYTOB;

3) cungpom JlayHa y paHee poXKJI€HHOTO peOeHKa WU I1J10/1a, a0OpTUPOBAH-
HOTO I10 MEJIUKO-TEHETUUECKUM ITOKA3aHUSM;

4) NOBBILIEHHBI PUCK XPOMOCOMHOM NAaTOJIOTMM Yy IUIOZA MO pe3ysibTaram
IIPEHATAIbHOTO CKPUHUHTA;

5) KOCBEHHBIE YIBTPA3BYKOBbIE MAapKEpPhl XPOMOCOMHBIX OOJE€3HEH, BBISB-
nennsie B Il Tpumectpe GepemenHocTu (coueranue 2 u 601ee MapKepoB), € yue-
TOM pE3YJIbTaTOB IPEHATAIIBHOIO CKpUHUHTA | TpuMecTpa;

6) BIIP, BoisiBrieHHbIe B pe3ynbrate Y3 npu qaHHON OEpeMEHHOCTH;

7) IOBBIIIEHHBIN PUCK POXKIEHUS peOEHKAa C MOHOTEHHOU O0JIE3HBI0, I KO-
TOpO pa3paboTaHbl crieUPUUECKUE METO/IBI IPEHATATBHOW JUATHOCTUKH.

B I TpumecTpe GepeMeHHOCTH Yalle BCEro MpOBOIUTCS TPaHCIIEPBUKAIbHAS
WK TpaHcaOJOMUHaIbHAS acMpalus BOPCUH XOpHoHa, B Il Tpumectpe — Tpanc-
a0JIOMMHAJIbHO AMHHOLIEHTE3, aCIIMpalis BOPCUH TUIALIEHThI UM KOPAOLEHTES.

MHBa3uBHBIE BMEIIATENBCTBA IPOBOASATCS C COMIACHUS OEPEMEHHOM KEHILU-
HBI, 11071 KOHTposieM Y3U u npu yciioBuu 0053aTe€IbHOTO TMHEKOJIOTHYECKOro 00-
cnenoBanus. [IpoBeaeHne THBa3MBHON MAHUMIYJISIUN OCYILECTBIISIET CIICLIMAIINCT,
BIIAJICIOIIMM MHBAa3UBHBIMM METOJIAaMHU JAUArHOCTHUKHU, MPU ydyacTuu Bpada Y3U,
Bpaua KJIMHUYECKON J1a00paTOpHOM THAarHOCTUKH.
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[IpoTuBONOKa3aHUSMHU K BBIIIOJHEHUIO MHBA3UBHBIX METO/I0B UCCIIEJOBAHMUS
SIBJISIFOTCSAL:

1) TsDKENas SKCTpareHUTaIbHAS MaTOJIOTUS B CTAANH JIEKOMIICHCAIINH;

2) TsKETbIe TEMOCTA3UO0NaTHYEeCKUEe 3a00IeBaHus, XapaKTepU3yIOIIUecs Mo-
BBIIIIEHHON KPOBOTOYMBOCTHIO (B TOM YHCIIE M HACTIEICTBEHHBIC);

3) rHoitHO-cenTuYecKre 3a00J1€BaHus.

OTHOCHUTENBHBIMY NIPOTUBONOKA3aHUSAMH K IPUMEHEHHUIO NHBA3UBHOM Ipe-
HaTaJIbHON IMarHOCTUKU MOTYT OBITb:

— BOCMAJUTENbHbIE 3200JI€BaHUS C MOBBIIEHUEM TEMIIEPATYPhL;

— yrpo3a npepsiBaHusi OEpEMEHHOCTH C KPOBSIHUCTBIMU BbIJECIICHUSMU;

— MH(peKIMOoHHbIE 3a00JIEBaHUs KOXKM MEpeaHe OpIOIIHOM CTEHKH, Ipo-
MEXHOCTH;

— MpEeAIEeCTBOBABLINE JIATAPOTOMHUH U OTIEpallMU Ha MATKE;

— HaJu4Me MHO)KECTBEHHBIX (PMOPOMATO3HBIX Y3JI0B B MATKE;

— pe3ysbTarhl aHanu3a BblaeneHui u3 Biaaranuia [II-1V crenenu uncrorsr;

— MHOTOIUIO/IHE.

IIpn oOHapyx’eHHH MHPEKUUNA MOJIOBbIX MyTEeH HEOOXOAMMO OCYIIECTBUTH
UX CaHAlMIO J0 IMOJIy4eHMs] HOPMAJIBHOIO pe3yibTaTa aHajliu3a, 3aTeM IPOBECTU
VMHBA3UBHYIO NPEHATAIIbHYIO TUATHOCTUKY.

OO61muM TpeOoBaHMEM IIPU BHIIIOJHEHUH JIFOOOT0 METO/Ia MHBAa3UBHOW Jua-
THOCTUKH SIBJISIETCSl HAJIM4ME OOCIIEIOBaHMs: KOHCYJbTAIMs aKyllepa-THHEKOJIO-
ra U reHetuka, ananus kposu Ha BUY, cudunuc, renatutel B u C, onpexnenenue
IpynIbl KPOBU U pesyc-(hakTopa 1mioja, OMoOXuMUYeckuil ckpuHuHr u Y3U, 06-
M€ aHaJU3bl KPOBU U MOUH, aHAJIU3 Ma3Ka U3 MOJIOBBIX IyTEH.

buoncusa eopcun xopuona (bBX) — nonydenue oOpa3ia TKaHH XOPHOHA;
npoueaypa rnposoautcs B 10—14 nenens 6epemennoctu. [loa yabTpa3ByKOBBIM KOH-
TPOJIEM B IMOJIOCTh MATKU TPaHCAOAOMHHAIBHBIM UM TPAHCUEPBUKAJIBLHBIM ITyTEM
IPOBOAUTCA CIIEUUANIBHBIN KaTeTep, uepe3 KOTOPbIN OCYIIECTBISIOT 3a00p MaTepu-
ana. ObOpa3en NolIy4aoT ¢ NOMOIIBIO LINPULA C OTPULIATEIbHBIM JABJICHUEM IS
acnupainuu. BopcuHbl OTaeNnA0TCS OT JelMIyajJbHON TKaHW, Jajiee MPOBOAUTCSA
XpoMOCOMHBIN aHanu3. bBX ucnonbe3yercs 1uist BBIABICHUSI XPOMOCOMHBIX aHOMa-
T, MOHOTEHHBIX OoJie3He (o nokaszanusm), st JJHK-nuarnoctuku (Hanpumep,
BBISIBICHUE BPOXKJIEHHON TUCQYHKIMU KOpPbl HAJIIOYEYHUKOB), UCCIEIOBAHUS AK-
TUBHOCTH JIN30COMHBIX ()EPMEHTOB B XO/1€ AMATHOCTUKH JIN30COMHBIX OOJIE3HEN.

[IpeumymiectBom BBX sBnsercss ObICTpoe MOJIydeHUE pe3yibrara M Ha
TOM CpOKE, KOrJa MpepblBaHHE OepeMeHHOCTH Ooisiee O€30MacHO IJis Marepu.
Henocrarkamu metona npu3HarOTCsl HEOOIBIIONW PUCK 3arps3HEHUS] MaTEPUHCKU-
MU KJIETKaMHU M PUCK IpepbiBaHus 0epemeHHOCTH B 0,5-3 % ciyuaes, a Takxke
BO3MOKHBIE (JOCTATOYHO PEAKO) TpaBMbI KoHeuHOcTel ioaa. [locne BBX menee
yeM B 0,5 % cimydaeB HaOmoAaeTcsl BArnHaIbHOE KPOBOTEUEHHUE WIIM JPYTHE OC-
JIOKHEHUS], TAKME KaK MOATEKaHME aMHUOTHUYECKOM JKUJKOCTH, MH(DEKIUs, MaTe-
pPUHCKasi CEHCUOMIN3ALIHSL.
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AMmHuuoyenmes — NyHKIUS aMHUOTUYECKOM IMOJIOCTU C LIEJBIO MOIYYEHUS
OKOJIOTUIOAHBIX BOJ C MX MOCJIEIYIONINM J1a00paTOPHBIM HCCIETOBAHHEM. JTO
JIOCTaTO4yHO Oe30macHasi, OTHOCUTEIBHO MPOCTasi ¢ TOUYKH 3PEHUS TEXHUKH BbI-
MOJIHEHMS MPOLEAypa, MPoBOAUMas B cpoke 15-21 Henens, koTopas MO3BOJIAET
OCYLIECTBUTH OOJIBLION CIEKTP MOCAEAYIOIIUX IUTOT€HETUYECKUX, MOJIEKYJIIPHO-
IeHETUYECKUX U OMOXUMHUYECKUX HUCCIIEI0OBAaHUM.

AMHUorneHTe3 MoxeT ObITh ucnonb3oBad B III Tpumectpe GepemeHHOCTH
JUTSL YCTAHOBJICHUS 3PEIOCTH JIETKUX TI0/Ia, KOT/Ia €CTh BEPOATHOCTD MPEXKIeBpe-
MEHHBIX POOB, HH(EKIINH B TMOJIOCTU MaTKH, pe3yc-KOH(IMKTA.

AMHUOLIEHTE3 BhITIONHSETCS oA kouTposiem Y3U. Urny nuamerpom 18-22G
IPOBOJAT Yepe3 MEPEIHION OPIOIIHYI0 CTEHKY B MOJOCTh MaTKH, Y€pe3 MATKy B
AMHUOTHUYECKYIO MOJOCTh U acnupupyroT 10—-30 M aMHUOTHYECKOW KUAKOCTH.
AMHHOTHYECKAS )KUJIKOCTh COAEPKUT KIJIETKU KOXKH, JIETKUX, SMUTEIUS MOYEBO-
rO TpaKTa IJI0Ja, KOTOPHIE Jaliee BHIPALIUBAIOT B KYJIbType CHEIUaIbHbIM 00pa-
30M U TPOBOAAT XPOMOCOMHBIN, OMOXMUMHUYECKHM WM MOJICKYJISAPHBIM aHAIIN3.
Hanocanounast aMHrOTHYECKAS )KUIKOCTh UCTIOIB3YETCS JIJIsl H3MEPEHUSI KOHIIEH-
Tpaluu Takux BelecTs, kKak ADII, ropMoHbI U GEPMEHTHI.

IIpouenypa cBd3aHa ¢ HEOOJBIIMM PUCKOM CaMOMNPOU3BOJIBHOIO MPEPHIBa-
Hus 6epemenHocty (1 : 200-300 wnu ve 60nee 0,1-1,0 % caydae), TakKe MOKET
pa3BHUBATbCS pe3yC-CeHCHOMIM3anus (aTonMMyHU3anus). Jpyrue BO3MOXKHBIE
OCJIO)KHEHHS BKJIIOYAIOT MaroyHoe KpoBoTeueHue (1,9 %), moarekanue Okoio-
I0MHBIX BOX (2,9 %), KOCONManocTh MpH MPOBEACHUH MPOIEAYPHI 10 12-if Hepe-
1 0epeMeHHOCTH. JKeHIIMHBI C pe3yCc-OTPULATENbHOM TPYIIONH KPOBH JIOJKHBI
IPOWTH MpOLENYpPY BBEACHUS MMMYHOIIOOYIMHA 4YEJOBEKa aHTUpe3yc aHTH-D
(narmpumep, Pe3onaruBa) nociie aMHUOLIEHTE3a (€CJIM HET MOATBEP>KJIEHUS TOTO,
YTO OTell peOeHKa TaKKe SBISETCS PE3yC-OTPULIATEIIBHBIM).

Kopoouenmesz — meton it 3a60pa KpOBH TUTONA, TIPOBOIUTCS MEXIy 18 n
35 nenensimu OEpEMEHHOCTH, ONTUMAIBHBIN CpoKk — 21-22 Henenu. Karerep BBO-
JUTCS B IYTIOBUHY PSAZOM C MECTOM €€ INPUKPEIUICHUS UM CO CBOOOIHON NeTien
noz KoHTposieM Y3U, KpoBb 3a0MparoT U3 MyNOYHOM BEHBI, Jajiee MPOBOJAT LIUTO-
T€HETHUYECKHE, MOJIEKYIISIPHO-TEHETUUECKNE aHAIN3bl, TECTHl HA BHYTPUYTPOOHOE
UHUIIMPOBAHKE U TOJICUET KJIETOK KPOBU IJI0Aa. MeTo/ MO3BOJISET OCYIIECTBUTD
OBICTPYIO TIOCTAHOBKY JHAarHO3a XpOMOCOMHOM Oosie3HH (KapUOTUIIMPOBaHHUE (e-
TaJbHBIX TUM(OLUTOB MOXKET JaTh PE3yJbTaThl B TeUeHUE 24—72 1), NCCIIEI0BAaHUE
JIHK, MoxeT ObITh UCIIONIB30BaH JIJIs1 AMArHOCTUKN METAa0O0INYECKUX 3a00JI€BaHUI
Y TIaTOJIOTMM CUCTEMBI KPOBHU (HaIpUMep, TajacceMusi, remoduiusi, 0oiae3Hb (GoH
Bunnebpanaa u ayrouMMyHHas TPOMOOLIUTOIICHUS) y TUIONA. Y pe3yc-U30MMMYHHU-
3MPOBAHHBIX IJIOJIOB BO3MOXHBI JUATHOCTUKA U JICUEHUE aHEMUH TII0a U TPOMOO-
UTONICHUH, a TAKXKE BHYTPUYTPOOHOE MepenuBaHue KpoBu. MiMmyHomormueckue
TECThl MOT'YT OBITh BBIIOJIHEHBI Ha 00pa3lax KpOBW JJsl AUArHOCTUKU BHYTpH-
yTpoOHBIX MHEKIMHA (HarpuMep, crenududecKkuii MUMMYHOIIIOOYIMH M Ha TOKCO-
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1a3M03, KpaCHyXy, LIMTOMETajJIoBUpYcC, BeTpsiHyto ocity, BUY); Bupycnas JIHK mo-
XKeT ObITh 0OHapykeHa ¢ momoisto TP mist onpeneneHHbIX HHGEKINA, TAKUX KaK
napsoBupyc B19. Onpeneneuue PaO, u pH MOryT CIIy’)KUTh BaXKHBIMH [IOKa3aTeIIs-
MU Oaromoy4ssi 1jIoa Py 3aIep>KKe WM HapyIieHUH ero pocta. Kopaonenres
JIOJDKEH OBITh OTPaHWYEH CUTYyalUsIMH, Korna aMmHuoleHTe3 win bBX He nator
MH(pOpMALIMU WK TPOBOASTCS HEAOCTATOYHO CBOEBPEMEHHO. UpecKoKHbIN 3a00p
MYTIOBUHHON KPOBU IMO3BOJISIET MOJIyYUTh 00pa3el] KpOBU JJIsl IUTOT€HETUYECKOTO
TectupoBanus B 95 % cmyuaes. [IpenmyniecTBOM KOpIOIEHTE3a SIBISETCS] BHICO-
Kasi CKOPOCTh pOCTa JUMQOILIUTOB, YTO IMO3BOJSIET MPOBOIUTH OBICTPYIO T'€HETH-
YECKYI0 IUArHOCTHKY. OCIOKHEHUSAMHU MPOLEAYPHI SIBISIOTCS CaMOIIPOU3BOJIEHOE
npepbiBanue O0epemenHoctu (1-2,3 %), npexxaeBpeMenHsle poabl (5—9 %), rema-
TOMa IYTOBUHBI U OTCIIOMKA IUIALEHThl, XOpuoaMHUOHUT (0,6 %), KpoBOTEUEHHUE
U3 MECTa MyHKUUH, (PEeTO-MaTEpUHCKOE KPOBOTEUEHUE, TPAH3UTOpHAas Opaaukap-
ISl ¥ BEpTUKAJIbHAS Tepegada MarepuHCKUX MHQEKIui, Takux kak renatut C u
BUY. IIpenmonaraeMplii pucK BEPTUKAJIBHOM INEPENAYN OLICHUBACTCS KaK HU3KHAU
Y CBSI3aH C BUPYCHOM Harpy3kou marepu. Pesyc-n3onMmyHHM3anns nocie npouey-
pbl 00s13aTeIbHA Y BCEX PE3YC-OTPHULIATENIbHBIX HECEHCUOMIN3UPOBAHHBIX JKEHILIMH.
OcnoxxHeHMsl, CBSI3aHHbIE C KOPJIOLIEHTE30M, Yallle BCTPEYAIOTCS B 3aJHEH 4acTu
IUTALEHTBI U [IPU IPOBEACHUH NPOLEAYpPHI 10 19 Henens OepeMeHHOCTH.

IThayenmouenmes — GUOTICHSI BOPCUH TUIALEHTBI, POBOAUTCS B CPOK OT 15
1o 21 senenu. [IponsBoauTces 3a00p TKaHU TUTAICHTHI. 13 0CIIOKHEHUI BO3MOKHBI
YTPOXKAIOLIUHN BBIKUABIII, FTeMaToMa IIaleHThl, UHPEKIIMOHHBIE OCI0XKHEHUS.

Buoncusa opzanoeé u mkaneit nnioda — Jyisi IpeHaTaaIbHONM JUArHOCTUKH He-
KOTOPBIX KOXHBIX 3a00J€BaHMN (AHIMIPOTHYECKas 3KTOIEpMaibHas AMCILIa3us,
OyJJI€3HBIN MUAEPMOIIN3, TUCTpOoPUUECKUil OyII€3HBIN SMUAEPMOIN3, THIIOTUAPO-
TUYECKas SKTOAepMalIbHAs JUCIUIA3HSI, [1a30KOKHBIA aIbOMHU3M M TeHETUYECKHUE
(GhOpMBI UXTHO3a) MPOBOIAT YPECKOKHYIO OHOIICHIO KOXKH TUTO/A TI0J] KOHTPOJIEM
VY3U Ha cpokax 17-20 Henmenp. buorncus meueHun mioga MOXKeT OBITh MOJI€3HA TSI
JMAarHOCTUKH HapyleHU MeTabosin3Ma 1iofa (HeI0CTaTOYHOCTh OPHUTHUHTPAHC-
kapOaMuiasbl, 1eUIUT TTIOK030-6-Pocdarasbl, 00e3Hb HAKOIUIEHUS HKOreHa [A
tuna (Oone3nsb (poH ['mpke), HEKETOTUUECKAsT TUIEPIIIMKEMUSI U HEAOCTAaTOYHOCTD
kapbamomndocdarcuaTerassl ). buorcns MpIedHON TKaHU 10712 TIPOBOIUTCS TIO
koHTponeM Y3U ans muarHoctuky Mpliednoi auctpodun dromenna—bexkepa.

Imoépuockonua — BemonHsaercs B | Tpumectpe 6epemeHHOCTH (110 12 He-
nenb). Jlis npoBeieHus: SMOPUOCKONMH JKECTKAasl ONTUKA TPOBOAUTCS Yepes3 LIeii-
Ky MaTKy B IIPOCTPAHCTBO MEXTY aMHUOHOM U XOPHOHOM JIJIsl BU3YyaIU3aluu M-
OpuoHa 1100 PHAOCKON Majoro KaiauOpa BBOAUTCS B aMHHUOTHYECKYIO MOJOCTh
yepe3 HeOOIBIIoN pa3pe3 OPIOITHOM MOJIOCTH MaTepy B CTEPUIILHBIX YCIIOBHSIX U
MOJ] yABTPA3BYKOBBIM KOHTPOJIEM JIJIsl BU3yaJU3allii SMOPHUOHA C LEbIO BHISBIIC-
HUSl HAJIMYUS TOHKUX CTPYKTYpPHBIX aHOMallui. MeToJ TakXe UCIONb3yeTcs AJis
3a00pa KpOBU U TKaHEH MIo/a.
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®emockonua — nposogutcs B Il TpumecTpe 6epeMEHHOCTH, KaK MPaBUIo,
B cpoke mocie 16 Hemens. DeTOCKON MPOBOAUTCS Yepe3 HeOONbIION pa3pe3 Ha
nepeaHen opromiHoil crenke. [IpoBoasST 0ocMOTp mToaa 1 3a0Mpar0T MaTepuan As
nanbHeiero ananu3a. Puck npepeiBanus 6epeMEHHOCTH B pe3yibTare (PeToCKo-
nuu cocrasisteT 3-S5 %.

OMOpHO- 1 PeTockonusi MPOBOAITCS B TOM YMCIIE NPU HEpa3BUBAIOIIECHCS
OepeMeHHOCTH. MaHUMyJIALUU MO3BOJISIOT ONPEAEIUTh IOPOKU Pa3BUTHS TUIOAA,
MOJYyYUTh Marepuai 0e3 KOHTAMUHAIIMYA TeHETUYECKIUM MaTEepPUaioM MaTePUHCKO-
IO OpraHru3Ma, OLCHUTb SHIOMETPUN U 30Hy UMIUIaHTALUU.

Jljis mpeHaTanbHON TUATHOCTUKH XPOMOCOMHBIX 3a00JIEBaHUN MTPUMEHSIOT-
Cs1 MOJIEKYJISIPHO-LIUTOTEHETUUECKUE METO/IBI.

Cmanoapmnoe Kapuomunupoeanue — WUCCIEIOBAaHUE XPOMOCOM ILIONA
IpY NOMOIIM CBETOBOW MHUKPOCKOIIMU C UCIOJb30BaHUEM U (epeHInaIbHOro
okpamuBanus (GTG-banding). B I TpumecTpe 6epeMeHHOCTH POBOAUTCS Kapro-
TUMIUPOBAaHUE KJIETOK OMomnTara BOPCUH XOpHoOHa, B Il TpuMecTpe — KIIETOK am-
HUOTHUYECKOM JKUJIKOCTH M OMOMNTaTa BOPCUH IaneHTsl. O0pasisl Ononrara Bop-
CUH XOpHOHA HCCIENyIOTCs 2 croco0aMu: MpsMBIM (IOJYNPSMBIM) METOIOM U
C MOMOIIBIO JUIMTENIBHOIO KyNbTUBHpOBaHMs. CTaHIapTHOE KapUOTUIIMPOBAHUE
JUArHOCTUPYET YMUCIIOBBIE U CTPYKTYpHBIE NEPECTPOMKU XPOMOCOM, BKIIIOYAS
HecOanaHCHUpOBaHHBIE U cOaTaHCHUpPOBAaHHBIC TPAHCIIOKAIMU, MHBEPCUH, WHCEP-
LMW, CBEPXUYUCIEHHBIE MAPKEPHBIE XPOMOCOMBI U T. 1.

3aKIF0YEHUE O KapUOTHIE IUI0/Ia HA OCHOBAaHUMU M3YyYEHHS KYJIbTHBUPOBAH-
HBIX KJIETOK BO3MOXHO CJIEJIaTh HE paHEE YeM uepe3 2 HENEIu IO0CJe BbIIOJIHE-
HUSl MHBa3UBHOM mporenypsl. s ObICTpOil AMArHOCTUKU YUCIIOBBIX aHOMAJIUN
XpOMOCOM IPUMEHSIOT: (uryopeciieHTHY10 ruopuauzanuio in situ (FISH), xonu-
yecTBeHHYIO (uryopecneHTHYo 1P, MeTox MyIbTHUIIIIEKCHOM JIMTa3HOW PEaKITHH.

Dnyopecyenmnaa cuopuouszauusa in situ (FISH) ucnonb3yer paznuyHbie
30HABI C (IIyOPECHEHTHOW METKOM, KOTOpPbIE MPEACTaBISAIOT CO0O0M OHOLEIO-
yeyHble JIHK, xoHbrorupoBanneie ¢ (ryopecleHTHBIMU KPAaCUTEISIMU U CHELU-
¢uuHbIe U1 001acTel OTAENBHBIX XPOMOCOM. DTH 30H[bl THOPUINUZUPYIOTCS C
KOMILJIEMEHTapHbIMU nocnefoBarenbHocTaMu JIHK-Mumeneit B reaomMe U MoryT
0oOHapy»XUBaTh XPOMOCOMHbBIE AaHOMAJINH, TAKUE KaK TPUCOMUHU, MOHOCOMHUH, MU-
KpPOJENIEUHH U TYIUIMKALUHA. DTOT METO/ MO3BOJISIET OJCUYUTHIBATH KOJIMYECTBO U
pacmnoaokeHne KPYIHbIX (ParMEHTOB XpOMOCOM U MOBBIIIAET YyBCTBUTEIbHOCTb,
cnenu(pUYHOCTh U pa3pelieHue XpoMOCOMHbIX aHanu3oB. FISH moxHO mpoBo-
JUTh Ha MeTa(a3sHbIX XPOMOCOMAX WM MHTEp(a3HbIX AOApax, U ITO TEXHUYECKU
POCTO. DTO OBICTPHIN M TOUHBIM TECT Ha aHEYIUIOWINHU, BKIIOYas TpucoMuu 21,
13 u 18, MoHOCOMUIO X U TPUIIOUIHIO.

Konuuecmeennaa payopecuyenmuas noaumepasHas UenHas peakx-
Yusa — METOJ, OCHOBaHHBIM Ha aHAIM3€ MOJIMMOP(QHBIX TaHAEMHBIX IOBTOPOB
(STR-510KycOB), IpUHAAIEKAUX HUHTEPECYIOIMIMM XpPOMOCOMaM (Kak IMpaBUIIoO,
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21, 18, 13-i1 u monoBBIM XpoMocomMaM). [I71st kaxk10i XpOMOCOMBI UCCIIETYETCS He-
ckonpko STR-10KycOB, 4TO MO3BOJSET NMArHOCTUPOBATh HAWOOJIEE YaCThIe YHUC-
JIOBBIE AHOMAJIMH XPOMOCOM C BBICOKOM UyBCTBUTEIBHOCTHIO M CIEIU(UIHOCTHIO.

Memoo mynbmunieKCHOU Au2a3Holl peakyuu TO3BOJSET IPOBOIAUTH OTHO-
BpeMeHHOe ucciienoBanue 10 50 cnenuduueckux nocnegoparenpbuocreit JHK u3
pa3HbIx oOnacrell reHoma. [Ipumensiercs /Uil JeTEKUUKU HAauOoJee YacThIX aHey-
IJIOU I, MUKPOZEJIEIITMOHHBIX CUHIPOMOB.

CrangapTHOoe KapHOTUIIUPOBaHUE, KomudecTBeHHas (yopecuentHas [T1[P
MO3BOJIAIOT OOHAPYKUBATh AHOMAJIMH YHMCIA XPOMOCOM M JIOCTAaTOYHO KPYITHBIC
CTPYKTYPHBIE IEPECTPOUKHU.

AunerepHaruBoil FISH sBnsiercss XpoMOCOMHBIA MUKPOMAaTpUYHBIA aHAIU3,
KOTOPBII Takke He TpeOyeT KyJIbTUBUPOBAHUS KJIETOK U IPU TAKOM k€ TOUHOCTH,
YyBCTBUTEJIBHOCTH U CIELUU(PUUHOCTU ONPENEISIET KOJUYECTBO I'€HETUYECKOTO
MaTepHaia BO MHOXKECTBE TOUEK T'€HOMA, 4TO AAET BO3MOKHOCTh OJHOBPEMEHHOMN
JMArHOCTUKH MTPAKTHYECKU BCEX H3BECTHBIX MUKPOIEIECHIUOHHBIX U MUKPOIYILIH-
KalIMOHHBIX CUHAPOMOB.

XpOMOCOMHBLIL MUKPOMAMPUYHBIIL AHAAU3 — MOJIEKYISIPHO-LIUTOICHE-
TAUYECKUI METOJl aHajin3a Bapuanui uucna konui JIHK, BkiIrouarommii mojiHo-
TE€HOMHYI0 aMIUTM(PUKAIUIO U MOCIEYIOUINI aHaIn3 OONbIIOT0 KOJIMYEeCTBA OT-
JENbHBIX ()ParMEHTOB T€HOMA IMyTEM CpaBHEHUS ¢ HA0OPOM IIPOO WIIM MapKEPOB,
MOKPBIBAIOIINX OTpPEACICHHBIN HA0Op T€HOB WM BECh T€HOM, Ha CIEIUATIbHO
noAroToBieHHbIX Mukpomarpunax (JHK-uunax). 3Tor BUI aHanu3a mo3BOJISIET
BBISIBJISITH CYOMUKPOCKOIIMYECKHE AEJEUUU U TYIUIMKALUY, BIUIOTh A0 YPOBHSI OT
50 mo 100 ThICSY Map OCHOBAaHM, KOTOpbIE 0003HAYAIOT KaK BapHalliy YKCIia KO-
nuii (CNV). [Tarorennsie CNV MoryT ObITh TPUUMHONW YMCTBEHHOUW OTCTAJIOCTH,
pasmuunbix BIIP u npyrux 3aboneBanmii. B npeHaTaipHON THAarHOCTHUKE TTPUME-
HAIOT 2 BUJAa MUKpomarpull: SNP-OIMroOHyKJICOTHIHbIE MHUKPOMATPULBI U Ma-
TPHIIBI JUIsl cpaBHUTENbHOU reHoMHOM rubpuauzanuu (CGH). B SNP-marpumnax
ToJIbKO Hccnenyemblii oopasen; JJHK rubpuausupyercs ¢ mukpomarpuieil. [Ipu
CGH u3zyuaemblii 00pa3el CpaBHUBAIOT C KOHTPOJIBHBIM: 00a 00pa3lia CMEINBatoT
u rubpuans3upyroT Ha Mukpomarpune. CGH-marpuiisl crnocoOHbl 0OHapyXUBaTh
Tosibko CNV, ¢ nomonipto SNP-MaTpHI] MOXHO BBISIBJISTh M JIPYyTH€ aHOMATUHU
(TpUIIOUIUIO, OAHOPOAUTENBCKYIO AUCOMUIO U T. J.), MO3aUIIU3M, KOHTAMHHA-
LU0 MAaTEpUHCKUMHU KJIETKaMU. Marpuipl MOTYT BKJIIOYaTh B c€0sl 30H/IbI, KOTO-
pbI€ OXBAaThIBAIOT BECh T€HOM (ITOJIHOT€HOMHbBIN XPOMOCOMHBI MUKPOMAaTPUUHBIH
aHaIM3) WIM MOTYT OBITh IPEJHA3HAYEHBbI JUISl NMPEUMYIIECTBEHHOM NETEKIIUU
U3BECTHBIX MaroreHHbix CNV (TapreTHblii XpOMOCOMHBIA MHKPOMATpPUYHBII
aHanu3). TapreTHpIH XPOMOCOMHBIM MUKPOMATPUYHBIA aHATIN3 XapaKTepHU3yeTcs
MEHBIIIEH BEpOSITHOCTBIO OOHapyxkeHuss CNV ¢ HeolpeneneHHOW KIMHUYECKOU
3HAYMMOCTBIO, UTO CYIIECTBEHHO 00JEr4yaeT MHTEPIIPETALIMIO PE3YIIBTATOB UCCIe-
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noBanusl. HemoctaTkoM XpoMOCOMHOTO MUKPOMAaTpUYHOTO aHAJIN3a SIBISIETCS He-
CIIOCOOHOCTH BBISIBIIATH COATaHCHPOBAHHBIE XPOMOCOMHBIE MEPECTPOUKH.

[IpenaranpHass AMATHOCTUKA MOHO2EHHbIX Oone3Hell TIPOBOIAUTCS IIeNieHa-
MIPABJICHHO JJIs1 UCKIIIOYEHHS HAIMYUS Y TUI0/Ia ONPEICIICHHOTO 3a00JIeBaHus, TH-
artHo3 KOTOPOro TOYHO YCTAHOBJIEH B CEMbE U JUIsl KOTOPOro pa3pabdoTaHbl CHELU-
(uyeckre MeTobl TUArHOCTUKH.

B Hacrodiee Bpems U1 MpeHaTalbHOW AMArHOCTUKM MOHOTEHHOW MaTo-
JIOTUU MCTIONB3YIOTCSI B OCHOBHOM MOJIEKysipHO-reneTnueckue merons (JJHK-
JIMarHOCTHUKA).

B cnyuasx, xorga myrtanus, KOTOpas SBISE€TCS MPUYMHOW 3a005IeBaHUS B
CEMbE, HE YCTAHOBJIEHA, MOKHO HCIOJIb30BaTb AHAIU3 CUENJIEHUA NO MUKPO-
cameniumnvim mapkepam. MUKpoCaTeUIMThl MPENCTABISAIOT COOONW KOPOTKHE
TaHJEMHbIE IOBTOPHI U3 2—6 Map OCHOBAaHUM, KOTOPbIE OYEHB ITOJIMMOP(HBI U pac-
Ipe/eIeHbl 0 BceMy TeHoMY. DTa (hopma noaumopdusma HaciIe yeTcs o MeHe-
JIEBCKOMY KOJOMHHAHTHOMY TuITy. J[JIs1 aHa/IM3a CUEIJIEHUsT KOHCTPYHUPYIOT Mpai-
Mepbl Uil oOnacted, (PIaHKUPYIOMIUX MOBTOPSIOMIMECS MOCIEI0BATEIbHOCTH,
U UCHOJIB3YIOT UX JJIsl aMIUIM(PUKALUHU 3TUX MUKPOCATEIUIUTOB ¢ nmomorpto [T1[P:
NEPBOHAYAJILHO — JUIs 00J1aCTe FeHOB-KaHIUJATOB, IPU UX UCKIIOUEHUHN — JJIs
aHanu3a Bcero remoma. Kocerperamusi onpeneiaeHHOro ajiesns Jr00oro u3 mpo-
aQHATM3UPOBAHHBIX MapKepoB € (DEHOTHUIIOM 3a00JIEBAaHUS y BCEX MOPAKCHHBIX,
HO HM y OJIHOTO M3 3JI0POBBIX JIFOJEH, YKa3bIBAET HA BEPOSATHOCTb CUEIUIEHUS C
3TUM MapKEpPOM B 3TOM KOHKPETHOM JIOKYCE, YTO MOATBEPKIAETCA CTATUCTUUECKHU
nyTtem pacdeta 6amuioB LOD. 3nauenue LOD Oonee 3 yka3bIBaeT Ha CBSI3b 3TOTO
KOHKPETHOTO MapKepa ¢ 04aroM 0OJI€3HU B ITOW CEMBE.

B OonbmIMHCTBE Cily4yaeB IpeHaTajdbHas AMArHOCTUKA MOHOI'€HHBIX OoJie3-
HEll OpPUEHTHPOBAHA HA MOMCK MYyTallui, HAJMYHUE KOTOPBIX YCTAaHOBIEHO y Oy-
OyIIUX POAUTENCH M KOTOPBIE OMpeeieHbl Kak MpUYnuHa 3a00JIeBaHUs B CEMbeE.
Takas JIHK-nnarnoctrka HaspiBaeTcs npsAMoM. J[Ji BBIABICHHUS] MYTAllMil MOTYT
ucnosab3oBathes cranaaptHas [P u ee paznuunble MOaU(pUKALIUU, CEKBEHUPO-
BaHue 1o CrHrepy, BICOKOIIPOU3BOJUTEIILHOE CEKBEHUPOBAHNE (CEKBEHUPOBAHUE
HOBOTO MmokoieHus, NGS).

[TIP — meToxa, KOTOPHIi MO3BOMSIET U30UPATETFHO CUHTE3UPOBAThH 1IN VItro
Hebonpiue ydactku JJHK (0T HeckonbKuX MECATKOB 10 HECKOIBKHUX THICAY Map
OCHOBAHMI), HCIIOJIb3YS B KauecTBE MaTpullbl 1o0bIe 00pasusl [JHK, conepxane
aMIUTMPUIUPYEMYIO OCIIEA0BATENBHOCTD (MUIIEHD ).

CekBEeHUPOBaHUE — 3TO COBOKYIHOCTb TEXHOJIOTMM OIpeieseHusl Hy-
KJICOTUJHOW MOCIEA0BATEIbHOCTH HYKJIEHMHOBBIX KHUCJIOT. CEeKBEHHpPOBAaHUE IO
CoHrepy mo3BOJISIET OMPEICIATh MOCIEI0BATEIFHOCTS HEOOMBITUX (PParMEeHTOB
JHK pnunoit 300-1000 map oCHOBaHMUM M MOAXOAUT JJIE CEKBEHUPOBAHUS OT-
JIEJIbHBIX 3K30HOB WM HEOONMbUIMX IeHOB. HegoctarkoMm 3TOro Merona siBisieTcs
JUIMTETIbHOCTb, HU3KAasi POU3BOAUTEIBHOCTh U BBICOKAss CTOMMOCTb HCCIIEI0Ba-
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HUl. B mpeHaranbHOM TUAarHOCTUKE K CEKBEHUPOBaHUIO 10 CaHrepy mpuoderarot
B CITy4JasiX, KOTJ[a pa3BUTHE 3a00JIeBaHUS O0YCIIOBIICHO PEAKUMH MYTAIUSAMU, TSI
KOTOPBIX He pa3zpaboransl MeTonbl [T1[P-muarnoctukm.
BrICcOKOTTPON3BOAUTENBFHOE CEKBEHUPOBAHUE NAET BO3MOXHOCTH OJHOBpE-
MEHHO YCTaHaBIIMBaTh NOCIEAOBATEIBHOCTh HYKJIECOTHUJIO0B MHOXECTBA T'€HOB.
B 3aBucumocTu or gopmara pasznuyaroT TapreTHoe (CEKBEHHPOBAHME MaHENeH
T€HOB, BKJIIOYAS «KJIMHUYECKUM AK30M») M MOJHOTEHOMHOE (B TOM YHUCJE IMOJ-
HO’K30MHOE) BBICOKOTIPOM3BOIUTEILHOE CEKBEHHpOBaHUE. VICToab30BaHME BHI-
COKOIIPOU3BOJIUTEILHOTO CEKBCHUPOBAHUS JUISI NPEHATAIbHOW JHUATHOCTUKU
MOHOTEHHBIX 00JIE3HEH TEOPETHIECKH BO3MOXKHO, HO TTPAKTUYECKHU TIOYTH HE pea-
JIM3YyEeTCs, B OCHOBHOM IIOTOMY YTO HaJW4yM€ MYyTallUi, BHIABIECHHBIX C TOMOIIBIO
TAKOTO MCCIEN0BaHUs, CIEYET MOATBEPK AT CEKBEHUPOBaHEM 110 CaHrepy.

KOHTPOJIb PE3YJIbTATUBHOCTHU (KAYECTBA) CKPUHHUHI'A

Jlia oueHkH 3(pPEeKTUBHOCTU NMPOBEAEHUS MPEHATAIBHOIO CKPUHHUHIA, KaK
IIPaBWJIO, UCTIONB3YIOT ITOKA3aTean 4yBCcTBUTENbHOCTH (detection rate, DR), Benu-
YUHBI TPYIIIBI PUCKA (YACTOTHI JIOXKHOIIOJIOKUTEIbHBIX PE3yJbTaToB, false positive
rate, FPR), 3HaueHus maHcoB HaIW4Yusi XpOMOCOMHOTO 3a00JIeBaHUA Y IUIONA B
Clly4ae MOJIOKUTENbHOTO pesyibrara ckpuHuHra (odds of being affected given a
positive result, OAPR) u nmopor otceuku (mopora pucka, cut-off).

Uyecmeumenvnocms npeHamanbHo20 CKpUHUH2a — J0JIs1 CIIy4YaeB, Koraa
TECThl CKPUHUHIA MO3BOJWIM TOYHO MIACHTU(PUIUPOBATH COCTOSHUE IIoAa (Ha-
pUMep, ONpeaeauTb cuHApoM JlayHa). B pyccKosI3bIUHBIX HCTOYHHMKAX 3TOT MOKa-
3aTellb HEPEAKO Ha3bIBAIOT 2Q)heKmueHocmbio npenamaibHo20 CKPUHUHSA.

Benuuuna epynnot pucka — 1onsi 6epeMeHHbIX, KOTOPBIM 110 pe3ysbraram
CKpUHUHTAa HEOOXOAMMO IMPOBEICHNE WHBA3MBHOTO BMEIIATEIbCTBA. B AeiicTBu-
TEIbHOCTH BEJIMUMHA TPYIIIHI PUCKA MPAKTUYECKH PaBHA 3HAYEHUIO YaCTOTHI JIOXK-
HOTIOJIOXKUTENBHBIX PE3YIbTaTOB CKPUHUHTA.

Ilancer nanuyus Xpomocomnoz2o 3a001e8anus y njiooda B Cirydae MoJIoKH-
TEIHHOTO pe3ysbTaTa CKPUHMHIAa — IO0Ka3aTelb, KOTOPBIA (PaKTUYECKH TOXKIe-
CTBEHEH MPOTHOCTUYECKON 3HAYMMOCTH MOJIOKUTEIBHOIO PE3yJbTaTa. JTO OIS
NAIMEHTOB C MOJOXKHUTEIbHBIM PE3YJIbTaTOM CKPUHUHIA, Y KOTOPBIX Ha CaMOM
nene npucyrcrByeT 3adoneBanue. Hanpumep, OAPR 1 : 11 coorBercTBYyeT mpo-
THOCTUYECKOM 3HAYMMOCTH MOJIOKUTEIBHOTO pe3yabrara 8,1 %.

Ilopoz omceuku — 3Ha4eHNE PUCKA, [10 CPABHEHUIO C KOTOPHIM OepeMeHHast
MOKET OBITh OTHECEHA K IPYIIE BRICOKOTO U HU3KOTO PUCKA.

D¢} (PexTUBHOCTDh MPEHATAILHOTO CKPUHHUHTA XapaKTepu3yeT M3MEHEHUE ya-
CTOTBI 3a00JI€BaHMsI, B OTHOIIEHUU KOTOPOTO MPOBOAUTCS CKPUHUHI, B MOIMYJISLIMU
¢ TedyeHHeM BpeMmeHHU. [IpoBeneHne Takoil OLEHKH BO3MOXKHO JIMIIbL IPU YCIOBUH
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HQJIMYMS CUCTEM y4yeTa W aHaju3a 4acToT U JUHAMMKH 3a0osneBanuil. B benapycu
MOHUTOPVHI BPOXKIAEHHBIX aHOMaIUM pa3BuTHA, BKiIrodas BIIP u xpomocomHble
3aboseBaHus1, OCylIeCTBIseTCs B pamkax bemopycckoro peructpa BIIP, kotopsrit
co3nal u ¢pynkuuonupyet ¢ 1979 r. B pamxax benopycckoro peructpa BIIP yuety
nojyiekar Bce ciyvyau BIIP, BeisiBIIeHHBIE HA BCEil TeppUTOpun pecrnyonuku. B mu-
POBOM MPAKTUKE aHAJIOIMYHBIE HALMOHAIBHBIE PETUCTPBL, OCYIIECTBIIOIINE YUET
BIIP B macmirabax Bcell CTpaHbl, MMEIOTCS JIMILb B HEKOTOPBIX CTPaHaX, HalIpUMeEp
B Benrpuu, lIBeruu, ®unnsiaanu. ComiacHo aaHHbIM benopycckoro perucrpa, ya-
CTOTa POXKJEHHUs eTer ¢ cuHapomMoM JlayHa B I MUHCKe 10 Havasia MpOBEACHUSA
KOMOMHHPOBAHHOTO MPEHATaIbHOrO CKpUHUHTA B | TprMeTpe cocTapisiia 1 ciaydai
Ha 830 HOBOPOXAEHHBIX, a ciycTs 10 et — 1 ciyyait Ha 2500 HOBOPOXKIAEHHBIX,
TO €CTh CHU3MJIACh B 3 pa3a; 4yBCTBUTEILHOCTh CKPUHUHTIA 3a ATOT IIEPUOJL COCTABHU-
1a 91,5 %, yacToTa JI0KHOIIOJIOKUTENBHBIX Pe3yasTaroB — 3,45 %, Benmu4unHa rpyll-
eI pricka — 3,8 %, 9TO CBHIIETENIBCTBYET O BBHICOKOM 2(PPEKTUBHOCTH TIPOTPAMMBL.

B nemnsx nossimeHust 3QpPEeKTUBHOCTH TOPOTOBOM AUATHOCTUKUA U TPEAY-
PEXKICHUS POKIACHUS ACTEH C TSHKENBIMH, HE TOJIAIOIINMIUCS JEUEHUI0 (popma-
MU HAaCJEACTBEHHBIX U BPOXKIEHHBIX 0OJIE3HEN, pEKOMEHIyEeTCsl OpraHU30BbIBATh
o0cnenoBaHue OEPEMEHHBIX KEHIIUH B ONPEIECIEHHOM MOPSIJIKE.

IlepBeIif ypOBEHDb BKIIFOUAET MPOBEAECHUE MAacCOBOIO 00Ce10BaHus Beex Oe-
PEMEHHBIX JKEHIINH C PUMEHEHUEM JIOCTYIHBIX COBPEMEHHBIX METOJI0B KOMOU-
HUPOBAHHOTO CKPUHUHTA, TO3BOJIAIOIINX C BEICOKOM BEPOATHOCTHIO (HOPMUPOBATH
TPyMIbl PUCKA MO0 BHYTPHYTPOOHOMY MOPAXKEHHIO TUIO/A.

ITo 3aBepuieHnH oOcCieIOBaHUS J€YalUil Bpad MpeICTaBIseT OepeMEHHOM
KEHIIUHE MH(POPMALMIO O MOJYUYEHHBIX pe3ylbTaTax oOCIelI0BaHUS, HATUIUU
BIIP, xpoMocoMHOM miK Apyroi HaciencTBeHHOM Oone3nu. TakTuka BefaeHus Oe-
PEMEHHOCTH ONPEAEISAETCS KOHCYIbTaTUBHO, O YEM JIEJIA€TCs 3allUCh B MEIULIMH-
CKOM TJOKYMEHTAalluU OEpEeMEHHO JKEHIITHBI.

B cny4asx BbIABICHMS HapYLICHUW OPraHU3yeTCs KOHCUIINYM, BKIIFOYAOIIAN
Bpaya-reHeTHKa, Bpada ylnbTPa3ByKOBOM IMAarHOCTHUKH, Bpada aKyllepa-ruHeKosora,
10 TIOKA3aHUAM — Bpaya-HEOHATOJIOra U APYTux crnenuanuctos. [Ipu nposeneHun
KOHCMJIMyMa OepeMeHHas! KEHILHA U WIEHBI €€ CEMbH HHPOPMHUPYIOTCS O XapaKTe-
pe MOopaXeHUs TUI0/1a, BOSMOXKHBIX HCXO/IaX OEPEMEHHOCTH, IPOTHO3€E TS )KU3HU U
3I0POBBSI HOBOPOXKJIEHHOIO, METO/IaX JICUEHHSI U CBA3aHHOM C HUMH PUCKE, BO3MOXK-
HBIX BapUaHTaX MEAUIIMHCKOTO BMEIIATENbCTBA (BKIIIOYAsi BHYTPUYTPOOHYIO XUPYp-
TMYECKYI0 KOPPEKIHIO), UX TOCIEICTBUAX U pe3ysIbTaTax MPOBEJECHHOIO JICUEHHUSL.

[Ipy HanM4UKM NpeHaTaIbHON NTATOJIOTHUH I1JI0J1a, HECOBMECTUMOM C KU3HBIO,
WIM COYETAHHBIX TTOPOKOB C HEOIArOMPHUSATHBIM MPOTHO30M ISl )KM3HU U 3710PO-
Bbsl, TP XPOMOCOMHBIX aHOMAJIUAX, IOPOKAX PA3BUTHS, IPUBOASIIHNX K CTOMKON
norepe (QyHKIUNA OpraHu3Ma BCIEACTBHE TSHKECTH U 00beMa MOpPAXKEHHS, MPH
OTCYTCTBUU METOJOB 3(P(PEKTUBHOIO JIEUYEHUS], BKIIOUAIOIIETO BHYTPUYTPOOHYIO
XUPYPTrUUECKYI0 KOPPEKLUIO, IPEIOCTABISIETCS HTHPOPMAIUS O BOBMOKHOCTHU UC-

48



KyCCTBEHHOTO IIpEephIBaHUSI OEPEMEHHOCTH 0 MEIULMHCKUM IoKa3zaHusaM. Eciu
OepeMeHHas JKEHIIMHA MPUHUMAET PEIICHHUE O MPEephIBAHUHM OCPEMEHHOCTH, e
JTACTCsl HAIIPaBJIICHUE B aKyIIEPCKO-THHEKOIOTUYECKOE yUpEKICHUE Ha MpephIBa-
HUE OEPEMEHHOCTH 110 MEIULIUHCKUM MOKa3aHUIM.

IIpn npoBeneHun npepbiBaHUsl OEPEMEHHOCTU B CBSA3M C IPEHATAIbHBIMU
IOPOKaMHU pa3BUTHs, B Cllydyae NEpUHATAIBHOW CMEPTU MPOBOAUTCS BepuUKa-
1Usl AMarHo3a Ha OCHOBE ATOJIOr0aHATOMUYECKOTO MCCIIEIOBaHUS TUI0/Ia U JKC-
MEPTHOM OLIEHKH apXWBHUPOBAHHBIX YIBTPA3BYKOBBIX CKAHOB M KJIHMIOB, a TAKXe
nmaaaeix MPT/KT.

B cnydasx npepbiBanusi 6epeMEHHOCTH U JOCTYITHOCTH IUIOIHOTO MaTepua-
Ja J171s1 UICCIIEOBAHMSI IPOBOAUTCS BEpUPUKALMS JUArHO3a:

— B paHHHe CpokH (10 12 Henenb), Kak MpaBuiio, IPUMEHSIOTCS IIPSIMbIE Me-
TOJbl TEHETUYECKON TMarHOCTUKH, KOTOPbIE UCTIONIB3YIOTCSI B XOJI€ TPEHATAILHOTO
oOcnenoBanusi OepeMeHHOM keHITMHBL. OTOOpaHHBIN 00pa3el TKaH! IJI0Aa MoCIIe
npephIBaHus OEPEMEHHOCTH JOJDKEH OBITh TOYHO HACHTU(DUIIMPOBAH HAa OCHOBE
UTOMOP(OTOTHIECKOTO UCCIICTOBAHMS;

— B no3anue cpoku (II-1II TpumecTp) NpoBOAUTCS MATOIOTOAHATOMUYECKOE
UCCJIEJOBAaHKUE IUIO/A MO MPUHATOW METOAMKE. J[OMOJHUTENBbHO HCIOJB3YIOTCS
METO/Ibl TEHETUUECKOTO aHaiu3a. [IpoTokos BCKpBITUS MJI0Ja C aHATOMUYECKUM
U TEHETUYECKUM HCCIIEIOBAHUEM IE€PENACTCA B YUPEKICHUE, OCYIIECTBIIAIONIEE
HaOIroeHre 3a OEpEMEHHOMN KEHIITMHOM.

3akiroueHre o pesynbraTtax Bepu(UKaIMK MPeHaTaTbHOTO TUArHO3a MOCie
npepbIBaHUs OEPEMEHHOCTH WM poxaeHus pedenka ¢ BIIP, xpomocomMHbIMU Ha-
PYLIEHUSIMU HaIIpaBIISIETCS] B OT/AEJIEHUE aHTEHATaIbHON OXpaHbl IUI0/Ia U pa3Me-
IaeTCsl B MEAUIIMHCKON KapTe ManueHTa (JIEKTPOHHOW KapTe MEIUIMHCKON CH-
CTEMbI) WM BBIJACTCS HA PYKHU MAIlHEHTKE.

Bepuduxkanus anrenaransHoro quarnosa BIIP win xpomMocoMHbIX Hapy1iie-
HUH TOCIe POXKICHUS PEOCHKA OCYIIECTBISACTCS MPO(PUIBHBIMU CICIIHATMCTAMHU.

IIpu oTka3e KeHUIMHBI IPEPBATh OEPEMEHHOCTD M3-3a HAJIMYUS [TOPOKa pas-
BUTUS WM UHBIX COCTOSIHUN, HECOBMECTUMBIX C KU3HbIO, OCYILIECTBIISAETCS BHIOOD
MEAMIMHCKON OpraHu3aluu Ul pOJIOPa3peLICHUs] C yUETOM HAJMYMs IKCTpare-
HUTAJIBHBIX 32a00JIeBaHN Y OepEeMEHHOM KEHIIUHBI, 0COOCHHOCTEH TeueHus Oepe-
MEHHOCTH Y HaJU4Hsl B aKyIIEPCKOM CTallMOHApe OTAeNIeHHUs (MajiaThl) peaHuMa-
LIUY 1 MHTEHCUBHOM TEPaInu JJ11 HOBOPOKICHHBIX.

Bpauu akyniepbl-ruHEKOJIOTH KEHCKUX KOHCYJIbTAlUi OCYIIECTBISAIOT Ha-
IpaBJIcHUE OEPEMEHHBIX JKEHIIMH Ha PONOPA3PELICHUE B CTALIMOHAP COIVIACHO
MOKa3aHUSIM.

[Ipu sKkCcTpareHUTaIbHBIX 3200JEBAHUSAX U UX COYETAHUHU C OCIOKHEHUSIMU
OepeMEeHHOCTH, TPEOYIOUINX CTAllMOHAPHOTO JICUCHHSI, OepeMEeHHAsI JKEHIIIHA Ha-
IpaBiAeTCA B IPOPUIBHOE OTAEIEHNE MEAUIMHCKUX OpraHU3alui Ha JOPOJOBYIO
rOCIUTAIN3ALMI0 3a01arOBpEMEHHO BHE 3aBUCUMOCTH OT CpoKa O€peMEHHOCTHU
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IIPU YCJIOBMM COBMECTHOIO HAaONIO/IEHUS U BEJACHUS BPayOM-CIELUATMCTOM IIO
npoduiio 3a005I€BaHUS U BPAYOM aKyIIEPOM-THHEKOJIOTOM.

[Ipn nuarHOCTUPOBAHHBIX MEepUHATANBHBIX Mopokax passutus (I1I1P), Tpe-
OyIOIIMX OKa3aHWs CHEIUATM3UPOBAHHOM, B TOM YHCJIE BBHICOKOTEXHOJIOTUYHOM,
MEIULMHCKON MOMOIIY HOBOPOXKIECHHOMY, IIPOBOJUTCS KOHCWIMYM Bpadeu B CO-
CTaBe Bpaya axyllepa-rMHEKOJIOra, Bpada-leauarpa, Bpadya-HEoOHaTolora u Bpa-
ya-crienuanucTa no npoduito BeisiBiaeHHoro [II1P. Eciu no 3akimtodeHnio KoHCH-
JMyMa Bpadeil BO3MOXKHA BHYTPUYTpoOHast xupypruueckas xoppekuus [1I1P Bo
BpeMsi O€pEMEHHOCTH, KEHIIIMHE MPEAIaraeTcs roCuTalIn3aus B MEIUIUHCKYIO
OpraHM3alMI0, OKAa3bIBAIOLIYI0 JAHHBIA BHJI BBICOKOTEXHOJOTMYHOW MEIMIIMH-
CKOW IOMOIIIM IO PO UITIO «aKyIIEPCTBO U TUHEKOJIOTUs». ECiy 10 3aKiIoueHuto
KOHCWJIMYMa Bpadeil BO3MOKHA xupyprudeckas koppekuus [II1IP B HeonaTansHOM
NEpUO/IE, HAMpaBJIeHNE OEPEMEHHBIX JKEHIIUH U1l POAOPa3PEILIEHUs OCYIECTBIIS-
€TCsl B aKyIIePCKUE CTAIllMOHAPHI, UMEIOIINE OTACNCHUs (TanaThl) peaHuMaIuu u
WHTEHCHUBHOW Te€panuu JJisi HOBOPOKJAEHHBIX U BOBMOXXHOCTh OKa3aHHs MEIHULIMH-
CKOM MTOMOIIH O MPOPUITIO «AETCKAsT XUPYPTHSI».

[Tpu nanmuuu y mioga BIIC, tpeOyromiero s3KCTpeHHOTo XUPYPrudecKoro
BMENIAaTEIbCTBA MIOCIIE POXKICHUS peOeHKa, OepeMeHHas JKEHIIMHA HAIpaBIIseTCs
JUISL POJIOPA3PEIICHNS B MEJUIIMHCKYIO OPraHU3aLHI0, UMEIOIIYIO B CBOEM COCTABE
OTJIEJICHUE PEaHUMALIMM U UHTEHCUBHOM TE€panuu Il HOBOPOXKACHHBIX U PEaHU-
MOOUITH JJIsi SKCTPEHHON HBaKyallil HOBOPOXKJIEHHOTO B MEIUIIMHCKYIO OpraHu-
3alliI0, OKa3bIBAIOIIYI0 MEAUIIMHCKYIO MOMOIIb MO MPOQUITIO «CEepAEUHO-COCY-
JUCTast XUPYPIrus», s MPOBEACHUS MEAUIMHCKOTO BMELIATEIbCTBA.

K BIIC, tpeOyronum KapAUOXUPYPrHUYE€CKOTO BMENIATENLCTBA B TIEPBBIC
nHU ku3HU, oTHOCATCA: BIIC ¢ oOcTpykiueil cucTeMHOIO KpOBOTOKa (KOapKTa-
1Sl AOPTHI / IEPEPHIB AYTH a0PThI, CHHAPOM TUIIOTIIA3HH JIEBBIX OT/IEJIOB Cep/lla,
KPUTUYECKUI cTeHO03 Kianana aopthl); BIIC ¢ o0cTpykiueit 1ero4Horo KpoBOTOKa
(aTpe3ust/CTeHO3 JIETOYHOM apTePHUH C MPOTOK3aBUCUMOM TeMOIMHAMUKOM, KPUTH-
yeckas (popMa aHOMaIuu DOIITEHA, TOTaJIbHbIM aHOMAJIbHBIN APEHAX JIETOUYHBIX
BEH C PECTPUKLMEN HA KOJUIEKTOPE); MPOCTasi TPAHCIO3UIUS MAaruCTPaJbHbIX ap-
TEPUIl; OTKPBITHIA apTEPUAIIbHBIN IPOTOK Y HEJOHOIIEHHBIX (B CIIy4ae OTCYTCTBHUS
a¢dexra OT KOHCEPBATUBHOTO JICUCHUS).

K BIIC, tpebyromuM MaaHOBOTO XHUPYPTrUYECKOTO BMEIIATENIbCTBA B TeUe-
HUE MEepBbIX 28 IHEN )KU3HU peOeHKa, OTHOCATCA: MPOCTasi TPAHCIO3ULIMS Maru-
CTPAJIHBIX apTepUil ¢ 1e(PEKTOM MEXKETyJOUKOBON NMEPEropoaku dosee 6 MM;
TOTaJIbHBII aHOMAJIbHBIN JPEHa)K JIETOUYHBIX BEH; OOIIMI apTepualbHBI CTBOJ;
A0PTOJICTOYHOE OKHO; TEMUTPYHKYC; aHOMaus Tayccur—buHra 6e3 BeIpaXeHHOM
00CTPYKIIMH CUCTEMHOTO U JIETOUHOT0 KpoBoTOKa; BIIC ¢ runepsonemueit Maaoro
Kpyra KpoBooOpalieHus, TpeOyromien CyKUBaHUs JIETOUHOM apTepyu WK APYTOro
NAJUIMATUBHOTO KapIUOXUPYPruYeCKOro BMEIIATENbCTBA A0 28 THEH KU3HU; Te-
Tpaga Paio ¢ areHe3nel KilaraHa JIETOYHON apTepuu.
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[Tpn nanmuum IIIIP, coueraromerocss ¢ XpOMOCOMHBIMU aHOMAJIUSIMU, WIIH
npu MHOXkecTBeHHBIX [ITTP nmpoBoguTCs nononHuTeNnbHOE 00CIEI0BAHUE C LIETBIO
ONpeeTeHUs MPOTHO3a JAJI )KU3HU U 3I0POBbSI HOBOPOXKAECHHOTO, BKJIFOYasl FE€HE-
Tudyeckoe obcnenosanue, sxokapauorpapuo u MPT w/unmu KT. [lo pesynpraram
IPOBEJEHHOTO O0CIIEI0BaHUS PEKOMEHIYETCS OpraHM3alusi KOHCYJIBTUPOBAaHUS
KOHCHUJIMYMOM Bpadeil yisl pelieHus BOIpoca 0 MECTE poJlopa3pelieHus: OepemMeH-
HOM >KeHIIMHBL. OTHOBPEMEHHO CYNPYKECKON Tape pexomeHOyemcs nposecmu
NOBMOPHOE 2eHemUYecKoe KOHCYIbMUposaHnue, BO BpeMsl KOTOPOTO JTA0TCsl PEKO-
MEHAAINH N0 TUNIAHWPOBAHUIO ClenyIomieii 6epeMeHHOCTH. Eciii ycTaHOBIIEHO MO-
HOTE€HHOE 3a00JeBaHNe, TO MOXKHO PAaCCMOTPETh BapUAHT BCIIOMOTATENbHBIX pe-
IPOAYKTUBHBIX TEXHOJOTUN C NMPEUMIUIAHTALIMOHHON AMArHOCTUKOW. AJITOPUTM
IPEHATaJIbHOrO0 CKPUHUHIA PUBEJEH Ha puc. 5.

MepBbIN BU3NT

3abop kposu 11-13 Hen. + 6 gHen /\ .
PAPP-A, cB. X' HakaHyHe Y31 11-13 Hep. + 6 AHei Ha

aHeynnovauu n BrNP

vwnu B aeHb Y3

\ <

| CKPWHWHI Ha aHeynnonauun un BMP \|

PacuyeT pucka |

-—
| Bbicokni |
Mepauko-reHeTn4Yeckoe KOHCynsTMpoBaHue /
npeHaTasnbHbI KOHCUITUYM
OTKa3 OT MHBA3MBHOM + y3un
[NATHOCTYKN <—| MHBa3mMBHasa AnarHocTmka | 18-21 Hegq.
v Y v
ADI1, cB. acTpuon, Aneynnovaum u/unu BI1P
WHIMOWH A, N-kapuoTun /\ Hopma
. 1%8—.2)ér:e,u, BNP \ MpepblBaHKe
: Orkas BGepeMeHHOCTH
\ OT NpepbliBaHUS v
V3u 6epeMeHHOCTH \ vam
B 18-21 Hen. l MaTonoroaHaTomuueckas | |B 32—-35 Hen.
BepudmKaLms

KOHCYInbTauua FlpO(*)VIJ'IbeIX cneunanuncToB

Menuko-reHeTU4Yeckoe KOHCynsTMpoBaHue / P f

MpepbiBaHue Hopma
A4 BepeMeHHOCTY
OTKa3 OT MHBA3NBHbIX | VIHBa3NBHbIE
BMeLLaTEeNbCTB | emewarenscTBa v
Y
vau SV MPT KT, VA kTrL— PoRb!
B 30—35 Hep. [0 poaos B poaax

Puc. 5. Anroput™ npeHatajibHON AMArHOCTUKHU
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MPEHATAJIbHBII CKPUHUHI OTJIEJBHBIX CUHIPOMOB
N ITATOJIOI'MMA IIVIOJA

Cunapom J[layna. Yactora BcTpedyaeMocTH TpucOMHHM 21 coOCTaBiseT
(1 : 700)—(1 : 800) HoBOpOXACHHBIX. BhICOKasi pacpoCTpaHEHHOCTh CUHJIpOMA
Jlayna oOycioBiieHa JOBOJIbHO HU3KUM YPOBHEM BHYTPUYTPOOHOH rulenu mio-
noB. Yactora cpenu HOBOpOXkIeHHbIX coctasisieT 0,15 %, cpenu aboprycoB —
3 %, cpeau ymepiux B epuHaTaibHOM nepuoge — 1 %.

CkpunuHr cuHapoMa JlayHa muiofa BKIHOYAeT u3MepeHue ypoBHs PAPP-A
u cB. B-XI'U B ceiBOpoTKe KpoBU OepeMenHoi, onienky TBII y miona npu Y3U B
I Tpumectpe. [Ipu obcnenoBanuu Mexay 15-22 vepensimu 6epeMeHHOCTH (ONTH-
ManbHO B 16—18 Henennb): usmepenue yposus ADII, cB. actpuona, B-XI'Y (Tpoii-
HOM TeCT) U UHrHMOMHA A (4ETBIPEXKOMIIOHEHTHBIA TE€CT) B MaT€pUHCKOW CHIBO-
potke. YposHH cB. B-XI'Y B cpeHeM yABauBarOTCS MPU OEPEMEHHOCTH C PUCKOM
Tpucomuu 21.

VY Gonee paHHeH OLIEHKH U TTOyYEHHUS pPe3yJIbTaToB B | TpuMecTpe cyIiecTBy-
€T HECKOJIbKO NMPEUMYILECTB, B TOM YHCIIE MAKCUMAJIbHOE BpEMS Ui MPUHATHSA
pellIeHUs, MOTYyYEeHUE TeHETUUECKUX PEe3yJIbTaToOB U 0osiee Oe30MacHble METOJIbI
IpepbIBaHUs OEPEMEHHOCTH NPU MPUHATHH NALIMEHTKON peleHusl O MPepbIBAHUU
OepeMEHHOCTH.

Veenuuenune TBII cBsizaHo ¢ BbICOKUM puckom Tpucomuu 21. M3mepenue
TBII B I pumecTpe no3BossieT BoISBUTH 10 70 % mnonoB ¢ cuaapomoM JlayHa.

Conorpaduueckue npusHaku cuHapoma Jlayna, nadmronaemsie B II Tpume-
CTp€, BKJIIOYAIOT OTCYTCTBUE WJIM TMIIOIIA3UI0 HOCOBOM KOCTH, YTOJIIEHUE BO-
POTHUKOBOW CKJIaJKH, TUIEPIXOT€HHBIN KUIIEYHUK, YKOPOUEHHUE UIMHHBIX TPYO-
YyaTbIX KOCTEH M MUEN0’KTa3uio. OTCYTCTBUE WM THIIOIIIA3HSI HOCOBOM KOCTH
HaOmomaercs y 43—62 % mionoB ¢ Tpucomuent 21 mo cpaBuenuto ¢ 0,5-1,2 % y
HOpPMAaJIbHBIX IJIOOB. YKOPOUCHHE IIJICUYEBOM M OEIPEHHOM KOCTH CBSI3aHO C IO-
BBIIIIEHHBIM PUCKOM XPOMOCOMHBIX aHOMajui. J[IMHA miie4eBOW KOCTU CIIY>KUT
Oosiee HaJEXKHBIM KpuUTepueM cuHapoma JlayHa, ueM ayinHa O€IpEHHOM KOCTH,
U SIBJISIETCS CIEAYIOIIUM M0 BaXXHOCTH MapKepoM Iocie HocoBoil koctu u TBIIL.
['unepsxoreHHbId KUILIEYHUK BU3YAJIU3UPYETCS NpUMEPHO Yy 15 % mmonoB ¢ Tpu-
comueii 21 mo cpaBaenuro ¢ 0,6 % 3m0poBbIX MWI0A0B. [Inenoskrazus Halmoaa-
nack npumepHo y 17 % mnonos ¢ tpucomueit 21, a y 1 u3 xaxasix 300 miogos ¢
M30JINPOBAHHOM MUEN0IKTa3uel Oblila aHEYIIIIOU U

Jlpyrue yapTpa3ByKOBbIE aHOMAJIMU MTPEHATAIBHOTO MEPUO/Ia BKIIIOYAIOT KHU-
CTO3HYIO TUTPOMY, aTPE3UI0 WM CTEHO3 ABEHAUATUIIEPCTHON KUIIKHA (CUMIITOM
JIBOMHOTO IMy3bIps), MTOPOKU cepAta (Hanbomnee 9acto AeeKThl MEKIPEACEPTHOM
U MEXOKEIyIOYKOBOM MEpPeropo/ioK, 00U aTpHOBEHTPUKYISPHBIA KaHAJ, aHO-
MaJIM¥ MUTPAJIbHOTO U TPEXCTBOPUATOIrO KJIAIIaHOB).
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TpexKOMIOHEHTHBIH CKPUHUHT U3MEPSET ChIBOPOTOUHBIN cB. B-XIYH, ADII
U CB. 3CTPHOJ JUIs pacuera pucka cuaapoma JlayHa u MokeT BeISIBUTH 10 69 % Oe-
peMeHHOoCTEN ¢ cuHApOMOM [layHa. YUeThIpEXKOMIIOHEHTHBIN TECT, BKJIFOUAXOLIAN
HU3MEpeHHE MaTepruHCKuX ypoBHeH cB. B-XI'U, ADII, cB. sctpuona u maTHONHA A
U BBITIONIHsIEMBIN Ha 15—18-i1 Henene OepeMeHHOCTH, SIBIIsIETCSE HanboJiee pacmpo-
CTPaHEHHBIM CKPUHHUHIOBBIM TeCTOM Il TpumecTpa. HeThIpeXKOMIIOHEHTHBIN TECT
oOecrieunBaeT BblsiBJIeHUE cuHApoMa JlayHa Ha ypoBHe 81-87 %.

[TocnenoBarenbHOE BHIMOTHEHHE KOMOMHHUPOBAHHOTO MPEHATAIBHOTO CKpH-
nunra B [ tpumectpe (Y3U, PAPP-A, cB. B-XI'Y), a 3aTeM TpOItHOTO W/WJIHN YEThI-
PEXKOMIIOHEHTHOTO CKpHUHHUHTA B II TpUMeECTpe yBEIIMUMUBAET BBISIBIEHUE CUHIPO-
Ma [layna 1o 95 %, a dacrora J0KHOIIOJIO)KUTENIBHBIX PE3YJIETaTOB COCTABIIIET
Bcero 5 %.

KoMOuHMpOBaHHBIN OMOXUMHUYECKUI CKPUHUHT MO3BOJISIET TOJIBKO yCTAHO-
BUTb NOBBILIECHHBIA PUCK cuHIpoma JlayHa. bepeMeHHBIM MOKa3aHO MHBA3WBHOE
tectupoBanue ¢ bBX niny aMHMOLIEHTE30M IS ITOCIIEAYIOMIETO BBIIOJIHEHUS XPO-
MOCOMHOT0 aHaJIn3a. BO3MOXXHBI TaKkKe BBIACIICHHE KJIETOK IJ10J1a U3 KPOBU MaTe-
pPH, HEMHBAa3UBHBIN IIPEHATAIbHBIN CKPUHUHT ¢ Hcnoiab3oBanueM Bk/IHK miona,
orieHka korddunrenta meruauposanus JJHK mnona.

Cunapom InBapaca. Tpucomust 18-if XxpoMOCOMBI ObllIa HE3aBUCHUMO OIIH-
cana OasapzacoM 1 CmutoM B 1960 . PacipocTpaHeHHOCTB COCTABIISIET TPUMEPHO
1 : 6000—-8000 >xUBOPOKACHHBIX. 3200JIE€BAEMOCTh YBEIIMYUBACTCS C BO3PACTOM
Mmarepeil. Bo Bpemst ckpuHuHra B [ TpuMecTpe 4acToTa BBISIBICHUS TPUCOMHH 18
cocrasisier 1 : 400. B cBsi3u ¢ BBICOKOW 4aCTOTOW CaMOITPOU3BOJIBHOTO MPEPHIBA-
HUSl OEPEMEHHOCTH PaclpOCTPaHEHHOCTh 3a00JI€BaHUs [TPU POXKJICHUU COCTABIISI-
et npumepHo 1 : 6500. [Tpubnuzurensuo 80 % ciydaeB Tpucomun 18 BcTpedaror-
sl y TUIOIOB KEHCKOro nosna. [Ipeobnaganue miomoB KeHCKOTO MoJia C TPUCOMUEH
18 cpenu xuBOpOKAEHHBIX (3—4 : 1) yKa3pIBaeT Ha MpeHaATaNIbHBINA 0TOOp MPOTUB
IJI0JJOB MY>KCKOTO TOJIA.

[TpubnuzurensHo 95 % 3apoapimieil ¢ Tpucomueil 18 norudaroT B BUAE M-
OprOHOB WK M1040B. CpeHss MPOJOIKUTEIBHOCTD KU3HU JI€TEN C CUHIAPOMOM
DnBapjca coctaBisaeT S—15 qHeir. CUHIAPOM UMEET OU€Hb HU3KYIO BBIKUBAEMOCTh
U3-3a CEPJICYHO-COCYAUCTHIX AHOMAIINI (TIOPOKH CEp/lia U KPYyIMHBIX COCY/IOB), MO-
POKOB pa3BUTHS NOYEK U APYTHX HAPYLIEHUW CO CTOPOHBI BHYTPEHHUX OPTaHOB.
He60mb1110# IpOLEHT MIIaJIEHIEB C MOIHBIM CUHAPOMOM DJBap/ica, NEPEKUBLINX
POXKIEHUE W PAaHHHUM MIIAJICHUYECKUH BO3pPACT, JOXKUBAET O 3PEJIOro BO3pacTa.
OcraBmuecs B )KUBBIX CTPaAAlOT TSHKEJIIOM YMCTBEHHON OTCTAIOCTBIO.

OcCHOBHBIE NPUYUHBI CMEPTH BKJIIOUarOT anmHo? u BIIC. [letu ¢ Mo3anuHbiMu
WIM TIApIHUAIbHBIMU (OPMaMH 3TOM TPUCOMUU MOTYT UMETh Pa3NUYHYIO0 3a00-
JIeBAEMOCTh U CMEPTHOCTH. [Ipu Mo3an4HbIX opmMax B OpraHU3Me €CTh KJIETKH,
B KOTOPBIX YUCJIO XPOMOCOM M CTPYKTypa OTIIMYAETCS OT APYIUX KIETOK.
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Tpucomus 18 mposiBisieTcss 3aiepKKON NCUXOMOTOPHOTO PAa3BUTUS U PO-
cta, mukporedanmueir u manbhopmanueit Jennu—Yokepa (yBenwdeHHE 3aaHCH
YEperHON SIMKH, CBSI3aHHOE C THIOIUIa3uedl MO3KEUKa), KUCTaMU COCYIHCTOTO
CIUIETEHHUS, BUCIIEPAJIbHBIMA AaHOMATHUIMU (Harpumep, omdaroliene, arpe3us mm-
I€BO/Ia), BPOXKIACHHBIMU MTOPOKaMU cepala (Hanpumep, 1e(peKkToM Neperopoaku
C MOJIMKJIATIAHHBIMU HAPYILIEHUSMHU) U NOYEUYHBIMU aHOMAJIUAMU (Hampumep, Io-
JMKHACTO30M, TIOAKOBOOOPA3HOM MOYKOM, SKTOMMEN), aHOMaIUsAIMU YLIEH, MUKPO-
THaTUe! WM PETPOrHaTHEN, MUKPOCTOMUEH, MUKPO(TaIbMUEH, KOPOTKOU Ipy/Iu-
HOI, aHOMAJIBHO CYKaThIMH NaJIbI[aMU, KOT/IA YKA3aTEeIbHBIN Masiel] NepEeKPbIBAECT
CpPEeIHMI, a MU3HMHEI TTepeKphIBaeT O0e3bMsHHBIN. OOIee MoJ0KEHNUE 3aIrsICTHI
IPEIOoaraeT KOHTPAKTYpPbl, KOCOJIANOCTb.

Yacrora BpOXKACHHBIX AHOMAIMM, OOHApPYKUBAEMbBIX NPU IMPEHATAIBHOM
V3U, cnenyroniasi: HENPaBUIIBHOE IOJOXKEHUE NanbUeB wioga — 89 %, KHUCTHI
cocyaucToro cruierenuns — 43 %, rososa 1m0/a HempaBwIbHOU hopMbl — 43 %,
€IMHCTBEHHas aptepus mynoBuHsl — 40 %, nopoku cepaua — 37 %, 3aaepkka
BHYTpUyTpoOHOTO pa3zsutus — 29 %, ompanouene — 20 %, AHT — 9 %, kucro-
3Has rurpoma win aumdanrudkrazusa — 14 %, manoBonue/mHorooaue — 12 %,
ne(eKTbl MOUYEBBIIETUTENBHON cucteMbl — 9 %. Habmogaercst upokuil CuexTp
IIOPOKOB cepala: 1e(eKT MexKeTyJ0UKoBOM nieperopoaku (94 %), OTKpbITHI ap-
TepuaiabHbI MPOTOK (77 %), medext mexnpencepaHoit meperopoaku (68 %) u
cnoxubie BIIC (32 %).

B I tpumectpe nipu Y31 moaa ¢ tpucomueii 18 BBISABIISIOT yBETNYEHUE BEIH-
yunbl TBIT (> 95-ro npouentuiist) — 91 %, oTCyTCTBHE/TUNIOILIA3UI0 HOCOBOM KO-
cti — 53 %, reHepaI30BaHHbINA MOAKOXKHBIA 0TeK — 49 %, ompanonene — 21 %,
HEHOpPMAaJIBHOE TIOJI0kKEHHE PyK — 6 %, meranuctuc — 4 %, nopok cepaua — 4 %,
TUIEBPAIbHBIN BBITIOT — 4 %, SXOTe€HHBIN KeNTouHbli Memok — 4 %. Haubonee
YaCTHIM TTOPAKCHUEM TOJIOBHOTO MO3Ta SBJISICTCS TUTIOTIIA3us Mo3xkeuka (32 %).

HennBa3uBHbBI CKpUHMHT B | TpuMecCTpe, OCHOBaHHBIM Ha BO3PACTE MATEpPH,
CBIBOPOTOUHBIX U COHOIpaUUECKUX MapKepax, UMEET BBICOKYIO YyBCTBUTEILHOCTD
JUISl AMAarHOCTUKU TPUCOMHUH 18. BuoXxnuMuuecknii CKpUHUHT TPUCOMUU |8 BBISBIIA-
et cumxenue ypoHs PAPP-A u cB. 3-XI'Y na 8—13-i1 Henene OepeMeHHOCTH.

Huskwii ypoBens cB. B-XIY u cB. 3cTpHoia B MATEPUHCKON CHIBOPOTKE B Ce-
penune 11 TpuMecTpa SBISIOTCS NPEAUKTOPAaMU IOBBIIIEHHOI'O PUCKA TpUCOMHUH 1 8.
YeThIpeXKOMITOHEHTHBIN CKPUHUHIOBBIN TECT TAKKE MOYKET BBIIBUTH TPUCOMUIO 18.

JUi IOATBEPKIEHUSL ATUX PE3YJIBTaTOB HEOOXOIUMBI JOIOJIHUTEIbHBIE HC-
cnenoBaHus. PekoMeHIyeTcsl MpOBEEHNE HEMHBA3UBHOIO CKPUHUHIA XPOMOCO-
MHBIX aHOMaJUH IUI0AA, TAKOTO KaK XPOMOCOMHO-CEJIEKTUBHOE CEKBEHUPOBAHHE
Bk/IHK, xoropoe no3Bonsier otnuuuth 98 % Tpucomuii 18 B I TpumecTpe (1 Bce
ciydau TpucoMuu 21) oT symnongHbIx OepeMeHHOCTeH. AMHUOIICHTE3 OOBIYHO pe-
KoMeHyeTcs Ha 14—16-i1 Henene 6epeMEeHHOCTH MPH MOJI03PEHUH Ha TprUcoMHuIo 18.
AHanu3 NoJydYeHHOIo MaTepuaja Ha HaJu4he XPOMOCOMHBIX HapyIIEeHHH JaeT
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TOYHOCTb B 99,5 % U CBsA3aH C HEOOJIBIINM PUCKOM CAMOIIPOU3BOJILHOTO IIPEPhIBa-
Hus 6epemenHocTr (okomo 1 cimydast, Ha 200-300 6epemennocteii). Kopmonenres
UMEET OTPAaHUYECHHOE NMPUMEHEHHE 3a MCKIOYEHUEM CIIy4YaeB, BBISBICHHBIX HA
MO3/IHUX Cpokax OepemeHHOCTH. [IpUMeHSAIOTCS OOLENPUHSTHIE IUTOTEHETHYE-
CKHe U (UTyopeclieHTHbIE hccieqoBaHus rudpuausanuu in situ (FISH).

Puck peunnusa tpucomun 18 cocrasisier 1 % wim meHee U1 MOIHOW TpU-
comuu 18. Ecnu xe poaurens gBiseTcsd HOCUTENEM cOalaHCUPOBAHHOM CTPYK-
TYpHOUM TMEpPEeCTPOUKH, PUCK cyllecTBeHHO BbICOK. lllmpokas ¢enorunuueckas
M3MEHYUBOCTh M OTCYTCTBUE KOPPEISALUU C MPOIIEHTOM TPUCOMHBIX KJIETOK MpPH
MO3auYHOU TPUCOMHUU 18 3aTpymaHsSIOT MHPOPMATHBHOE MPOTHO3UPOBAHHUE €CTE-
CTBEHHOI'O TEYEHUSI U TEHETUYECKOE KOHCYIBTUPOBAHHUE.

Cunzgpom Ilaray. Tpucomust 13-if XpoMOCOMBI TIPEACTABISIET CO00M pea-
Koe XpoMocomHoe 3aboneBanue. Yacrora cunapoma Ilaray cocrasmsier 1 : 8000—
10 000. Hanmnune mTONOSHUTENBHONM XpOMOCOMBI 13 BBI3BIBAET TSKEIbIE MOPOKH
Pa3BUTHUSL HEPBHOM, CEPIEUYHO-COCYIUCTON CUCTEMBI U TIOYEK, KOTOPHIE 3aTPyaHs-
10T BEDKMBaHHUE MIIJCHIIEB. [ 0onpo3sHiiedanus — 4acThlil MOPOK pa3BUTHS TO-
JIOBHOT'O MO3ra, CBSI3aHHBIN ¢ cuHIpoMoM [laray, — oOyciioBnMBaeT TsKenble He-
BPOJIOTMYECKUE MATOJIOTMH, HAPYIIAETCSl CTPOCHUE cpeiHel 30HbI una. Hepenko
npu Y3U mMoxeT ObITh 00HApY>XKEHO oMaliolene.

DEHOTUINYECKHE TPOSBICHUS] TPUCOMHH 13 XapakTepu3yroTcs MOJIUIaKTH-
auent, Mukponedanueit, MUKpoTarTbMuUeid, OTCYTCTBUEM WK Jedopmannein Ho-
COBOM KOCTH, 3asiubedl TYOOU u/mim paciienuHoi Heb6a. Cpeau >KUBOPOKICHHBIX
MmiazneHueB ¢ cunapom Ilaray nuarHoctupoBaiiu cepaednblie aHomanuu (57 %),
aHoManuu HepBHOU cucteMmsl (39 %), aHOManuu mia3, BIUIOTh 10 IMKJIONHUU
(30 %), nonunaktunuio (44 %), opodapuHreanbHyo pacenuny (45 %).

Haubonee yacteiMu mpuunHaMu cMepTu ipu cunapome Ilaray sBisrorcst ocra-
HOBKa CepACUHO-TIETOuHOM AesTenbHoCcTH (69 %), BIIC (13 %) 1 mHeBMOHUS (4 %).

HMedexrol HepBHOH TpyOku. /[HT — rpynma BpoXIAEHHBIX MOPOKOB pa3-
Butus [THC, 00yciioBlIEeHHBIX HapYyILIEHUEM CMBIKaHHUsI HEPBHOM TpyOKH Ha paH-
HuX (3—4-1 Henmens) sTamax 3MOpPHOHAJIBLHOrO pa3BuUTHA. [[BymMsl caMbiMH pac-
npoctpaneHHbIMU JIHT sABistOTCS paciuenvHa MO3BOHOYHMKA M aH3HIE(anus.
Pacnpoctpanennocts JIHT Bapsupyercst BO BCeM MUpPE, UTO OTPAXKAECT PATAUUS
B TeHETHYECKHUX (pakTopax u GakTopax OKpYyKArOIIEH CpeIbl.

KoMOnHMpOBaHHBIN NpeHaTaNbHbI CKPUHUHT B | TpuMecTpe HE MOXKET Olle-
Huth puck JIHT. Pexomenayercs nmpoBoauts CKpuHUHT Ha OTKpbIThIE JIHT ¢ mo-
MOIIBIO YIIBTpa3ByKa, ¢ uaMepenueM ADII marepuHCKON CHIBOPOTKH MexAy 15-i
u 22-i1 Henensmu 6epeMeHHocTH. Hanbonee Tsokenpie GOpMBI MOTYT OBITH BH3Y-
anu3upoBanbl npu Y3U. /[ AMarHOCTHPOBAaHMS PACIICIUICHUS MO3BOHOYHUKA
VABTPa3ByKOBOE CKaHMpoBaHuE Ha 18—20-ii Hexene SIBISETCS HAWITY4YIIUM METO-
noM ckpuHuHra. JIHT takxke MOryT ObITh CBSI3aHbBI C TEHETUYECKUMU CUHAPOMAMHU
(manmpumep, cuaapomoM Mekkensi—I pyOepa).
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CKpuHUHT manueHToB U3 rpymnsl pucka o JAHT pexkomenayercs npu Hanu-
YUU CICAYIOMHX (HAKTOPOB:

— pe3yabTratel Y3U nogo3purensHbl HA JIHT;

— mpeasiaymuii pedenok ¢ JIHT;

— cemeitnas ucropus JIHT, ocobenno mares ¢ JIHT;

— caxapHhblil nuabder | Tuna npu 6epeMeHHOCTH;

— IPHUEM MaTEepbIO JIEKapCTB (BalIbIPOEBasi KUCIOTA).

KombOunamus tecta AII® u Y3U BeIABISIET TTOYTH BCE Cclydanm aHdHIE]a-
JUU U OONBIIMHCTBO CiIy4aeB paciieruienus no3poHounuka. JJHT Takke MOXKHO
OTJIMYUTH OT JIPYruX AePEKTOB ILJI0Ja, HAIPUMEP ACPEKTOB OPIOIIHON CTEHKH,
C IOMOIIBIO TECTA HA ALETWIXOJIMHAICTEPa3y, MPOBOJAUMOIO Ha aMHUOTHYECKOU
JKUJIKOCTH, TIOJy4YeHHOUW mpu amHuoueHrese. Onpenenenue ADII n anernixo-
JMHACTEPa3bl AMHUOTHYECKON JKUJIKOCTH SIBJISIIOTCSI OCHOBHBIMU OMOXMMHYECKU-
MH T€CTAMH, IPOBOAUMBIMU HA AMHUOTHUYECKOUN XKUAKOCTH 11 BbisiBieHus JJHT.
ALETHIXOTMHACTEPaA3a MPEACTABISIECT COO0N (PEPMEHT, COEPIKAIUNCS B KIETKaX
KpPOBH, MBIIIEYHON 1 HepBHOU TKaHH. [loBbimienue 3nauenuit A®II n anerminxo-
nuHACcTepasbl ceuaerenscTByeT 0 JIHT mona ¢ TounocTsio 96 %.

TpoilHOM M YETBIPEXKOMIIOHEHTHBI CKPUHHMHIOBBIE TECThl Ha CUHIPOM
JlayHa MOTYT UMETb BBICOKOE TUAarHOCTUYECKOE 3HaYUeHUE U JUIs BblsaBiaeHus JJHT.

CaMbIM HM3BECTHBIM U HIMPOKO H3YyUYEHHBIM (DAapMaKOIOTHUYECKHM BMeEIla-
TEJIBCTBOM JJIs1 npounakmuru o3Hukrosenuss J{HT sBrsercs ponueBas KUCIoTa.
Bcem keHImHaM peKOMEHIyeTCss MPUHUMATh (DOMEBYIO KHUCIOTY IO 3a4aTHsl B
no3e 0,4 Mr/aeHp nepopaibHO B TeUeHUE 3 MecsleB. JKeHIMHaM, y KOTOPBIX paHee
OEpEMEHHOCTh MIPOTEKAJIa C XPOMOCOMHBIMH HapyIIEHUSMH W/WIH BPOXKIECHHBIMU
AHOMAJIMSIMU Pa3BUTHS y IUI0JA, /1032 (HOIMEBON KUCIOTHl MOXKET OBITh YBEJIMYEHA
10 4 Mr/neHs He MeHee 4eM 3a | Mecsll 10 3a4atusi ¥ 10 3 MecAleB 6epeMEeHHOCTH.

CAMOKOHTPOJIb YCBOEHMS TEMbI

3apanme 1. 3yunre po0CIOBHYIO.

[ O
SIEITER:

Ompenenurte TUI HACIEAOBAHUS MTPU3HAKA Y MPOOaHA.
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3apanme 2. OnpenenuTe BOZMOXHBIA F€HOTUIT Y TTpoOaH/Ia.

! o[
oéh ek
Yy

i

. Lphd

3ananme 3. B oraeneHre HOBOPOXKACHHBIX MOCTYIMJI MaJBiMK CO CIEIYyIO-
IIMMHA OCOOEHHOCTSIMHU Pa3BUTHUS: MAJIbIA pa3Mep royIoBbl (28 cM); IUIOCKUN 3aThl-
JIOK U JIMLIEBOM Yepen; KOPOTKUI U IIUPOKUNA HOC; HEJOPA3BUTAs BEPXHSISI YENIOCTb;
MOHIOJIOWIHBIM pa3pe3 Iia3, ONPENEIAeTCs SIUKAHTYC U CBETIIO-CEphIC IISITHA HA
paty’KHOU 000JI0UKE [M1a3; OONBILION SA3bIK 0€3 LIEHTPAJIbHOM O0PO3/Ibl, POT OTKPBHIT;
KOpOTKas I1es, N30BITOK KOJKM Ha 3aJHEW MOBEPXHOCTH ILIEH; IMIMPOKHE KOPOTKHE
JaJIOHU C OJIHOM CKJIaJKOM BMECTO JIBYX, OOJIBIION Masiell PacloyioKeH HU3KO IO
OTHOIICHHUIO K IPYTUM NaJIbLIaM; CaHJaJIeBUIHA 11esb Mexay 1 u 1 manbnamu Hor
Hesponorungeckunii cratyc XapakTepu3yeTcss HU3KMM MblIedHbIM ToHycoM. [Ilym B
npoekuuu cepaua. [lo ganaeim OKI': putm cunycossid, perynsapasiid; HCC 140;
ANIEKTPUYECKAs] OCh Ceplilla OTKJIOHEHa BIpaBo; yroa anbda +120°, npusHaku ru-
neprpopuu mpasoro xemynouka. J{anHele OxoKI': 3HaUMTENBHO yBEJIWYEHaA IIO-
JIOCTB IIPABOTO JKEITYI0YKA, €T0 COKPATUMOCTh YMEPEHHO CHWKEHA. JIeBBIN Kemyno-
vek: KM 27 m/m?, @B 70 %. Ha TK BeIpaskeHHbIN 00paTHBIN TOK. CHCTOINYECKOE
JIaBJieHuE B rpaBoM xeirynouke 100 MM pr. cT. OyHKIIMOHUPYET OTKPBITBIA apTEpHU-
aJbHBIN IPOTOK, AUAMETP KOTOPOTO CO CTOPOHBI JIETOYHOM apTepuu 4,6 MM, €O CTO-
poHbl aoptel 6 MM. COpoc Ha apTepuaIbHOM NPOTOKE NepeKpecTHbI. OTKpBITOE
OBAJIbHOE OKHO — AuameTp 4,5 MM, cOpOC JIeBOIPaBBIil.

Bomnpocsr:

1. IIpenrnonoxuTenbHbI AUATHO3.

2. IIpeanonoKUTeabHbIA KapUOTHII.

3. Metonbl popUITaAKTHKHY.

3ananue 4. B oteneHre HOBOPOXKICHHBIX MOCTYINNI MAJIBUUK CO CIEAYIO-
IIUMU OCOOCHHOCTSIMU Pa3BUTHSL: MaJIbIii pa3Mep rojioBbl (26 cM); TpuroHoreda-
JMst; 100 CKOLIEHHBIN, Y3KH; TIIa3HbIe SN Y3KHUE; YIITHbIE PAKOBUHBI HU3KO IO-
Ca)keHbI 1 Ae(hOPMHUPOBAHBI; pacCIIeNiiHa I'yObl U BEpXHETro HeOa (IByXCTOPOHHSS);
MOMUAAKTIIINS, (PIIEKCOPHOE MONIOKEHUE KUCTH; runocnaans. Y3 opraHoB Bbls-
BWJIO TIPU3HAKH OTKPBITOTO apTepHAIILHOTO MOpPOKa, TUApoHedpo3 00enx Mmouex,
KHCTBI IOKEITYJOYHOM JKEJe3Bl.
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PeGenok marepu 37 net, ot 1-ii GepeMeHHOCTH, MPOTEKaBIIEH C MHOTOBO-
JMeM, POkl B cpoke 38 Hemenb, OleHKa mo mkane Amnrap 5—-6 OamioB. Macca
pebenka 2300 1, poct 47 cm.

Bomnpocsr:

1. IIpenrnonoxuTenbHbI AUATHO3.

2. [IpennonoxuTenbHbIi KApUOTHIL.

3. MeToasb! npoduIaKkTUKH.

3aganme S. Y 20-neTHeil 6epeMeHHON MPOBEACH aMHHOLIEHTE3. Bo Bpems
MCCIIEIOBAHUS KapUOTHIIA IUI0AA noiydeH pesynbrar: 47, XY, 21+. Kakas Hacnen-
CTBEHHAs NaTOJIOTHsI IJI0/1A BBISIBIICHA:

a) cunapom Knaitndensrepa;

0) 6ose3ns [laray;

B) cuHapoM [layHa;

r) (heHUTKETOHYPHS;

n) 6one3np lllepemeckoro—Tépuepa?

3nanme 6. Kakue u3 nepedyncieHHbIX 3a00I€BaHUI CBSI3aHbI C HAPYIIICHHEM
YHCJIa TOJIOBBIX XPOMOCOM:

a) cunapom JlayHa; B) reMoprius A;

0) cunnpom Knaitndensrepa; r) remodunus B?

3aganue 7. Y HOBOPOXXICHHOTO MaJbIMKa TOJHMXONEChaTundeCKUuil depertl,
MUKpPOCTOMA, Y3KHE€ TJIa3Hble IIeNd, AeQOPMUPOBAHHBIC YIIHBIC PAKOBUHBI.
Kapuorun pebdenka: 47, XY, 18+. YcranoBuTe quartos:

a) cuaapom llaray;

0) cuanpom /layHa;

B) cunapom Knaiindensrepa;

r) cunapom lllepemesckoro—TépHepa;

1) CHHIpOM DpaBap/ca.

3aganue 8. ['ennbie 60s1€3HU 00YCIOBIEHBI:

a) MoTepel YacTh XpOMOCOMHOTO MaTepHaa;

0) yBeIMYEHHEM XPOMOCOMHOTO MaTepuarna;

B) MyTalllei OJHOTO TeHa;

I') HEPaCXOXkKJACHUEM XPOMOCOM B Mpoliecce Meio3a.

3aganue 9. 3agaueil MeTOAa KAPUOTHUITMPOBAHUS SBISETCS IMATHOCTHKA!
a) TCHHBIX OOJIC3HEH;

0) XpOMOCOMHBIX OO0JIE3HEN;

B) TEHOMHBIX OOJIE3HEH;

T') HEHACJIEICTBEHHBIX OOJIE3HEH.
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3ananme 10. Kakue HaciencTBeHHbIe 3a00JI€BaHUS JUATHOCTUPYIOTCS C TO-
MOIIBIO IIUTOTCHETHYCCKOTO MCCIICIOBAHMS:

a) ayTOCOMHO-JIOMUHAHTHBIE;

0) XpOMOCOMHEBIE;

B) MOHOTCHHBIE;

I') HacJIeACTBEHHBIEC 3a00I€BaHsI 0OMEHA BEIICCTB;

1) IOMUHAHTHBIE, CIEIJICHHBIE ¢ X-XPOMOCOMO?

3aganue 11. Y HOBOpPOXACHHOTO Maibuvka HaOmromarorcs nedopmanms
MO3TOBOI0 M JIMLIEBOTO OT/AENOB Yeperna, MUKpodTaabMus, aedopManus yUIHOU
pakoBUHBI, BOMUbs nMacThb. Kapuotun pedenka: 47, XY, 13+. O kakoM 3a00sieBaHUU
UJET PeUb:

a) cuaapom JlayHa;

0) cunapowm Ilaray;

B) cunapom Knaitndensrepa;

') CHHApPOM J/Bap/ca;

n) cunapom lepemesckoro—TEpuepa?

3aganme 12. Ykaxxute kapuotun pedeHka ¢ cuaapomom I[laray:

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

0) 47, XXY; n) 46, XX, 9p+;

B) 47, XX, 13+; e) 45, t(13/21).

3apanue 13. Tprucomus 1o Kakoi XpoMocoMe OyIeT TP CHHAPOME DaBapica:
a) 21-i; B) 13-i1;

0) 18-ii; r) 15-i1?

3ananue 14. Puck poxaenust pedeHka ¢ CHHApoMoM JlayHa y JKeHIITUH cTap-
mie 35 jer:

a) YBEJIMYMBACTCS; B) YMEHBIIIAETCS;

0) ocTaeTcsi HeU3MEHHbIM; ') OTCYTCTBYET.

3ananme 15. Bo3MoxxHbIe NpUUKHBI yMeHbIIeHUS YpoBHS ADII y 6epemen-
HOM KEHIIWHBI:

a) aHsHIedanus I0/1a;

0) curnpom Jlayna y miona;

B) CHHJpPOM DJiBap/ca y IIOAa;

r) neTpuduKaTel, UH(APKTHI B IUIAICHTE;

1) onyxoib Bunbmca y mioza.

3aganue 16. Ykaxxurte popMyny kapuoTumna rnpu cuaapome JlayHa:
a) 47, XX, 13+; B) 46, XY; n) 47, XX, 21+.
0) 47, XX, 22+; r) 47, XXX;
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3ananme 17. AMHUOLICHTE3 MPOBOIUTCS B CPOKU OEPEMEHHOCTH:

a) 5-8 Henmens; B) 15-18 Henenn; n) 22-24 Henenwu.
0) 9-11 nenenn; r) 19-21 nenens;

3ananue 18. bBX npoBonutcs B Cpoku OEpEeMEHHOCTH:

a) 9-10 nenenn; B) 16—18 Henenp;

0) 10-14 menens; r) 20-22 Hepeny.

3apnanue 19. CuHIpOM KOIIAYbETO KPUKA CBA3AH:
a) ¢ Tpucomuen no 13-t xpomocome;

0) menernuen KOPOTKOTO TIeda S-if XpOMOCOMBI;
B) Tpucomueil no 18-it xpomocome;

T) Jeennel KOpOTKOro mmieda 4-if XpoMOCOMBI.

3ananme 20. bepemennas >xeHuHa (36 JeT) mponuia NpeHaTalbHBIN
ckpuHuHr | TpumecTpa B cpoke OepemenHoctu 13 nemens 0 gmeit. Ilo Y3U:
KTP — 68 MM (cooTBeTCTBYET CpoKy Oepemennoctu 13 nenens 0 nueit), TBII —
2,2 MM, HOCOBasi KOCTh ompenensercs. buoxumuyeckue nokazarenu: B-XI —
109,4 ME/n (2,71 MoM), PAPP-A — 2,1 ME/n (0,2 MoM). OxuaeMblii UHAWBH-
JyaJIbHBIM pUCK XpOMOCOMHOM aHOMaJIMH MPEACTABIIEH B TaOIUIIE.

Puck Tpucomus 21 Tpucomus 18 Tpucomus 13
bazosbiit 1:360 1:2000 1:2000
NuanuBuayaabHbIH 1:55 1:2259 1:2602

Ouenute pe3ynbTarsl CKpuHUHra. Bamum pekomennaunn?

3ananue 21. bepemennas sxeniuna (36 net), B aHaMHe3€e 3 caMOIPOU3BOIIb-
HBIX BBIKUJIBIIIA B paHHHE CPOKHU OepeMeHHOCTH. [IpenaTanbHblii CKpUHUHT [ TpH-
MecTpa OTKJIOHEeHUH He BbIsABWIL. [Ipu ckpununre Il tpumectpa B cpoke 19 Henenb
no gaHHbIM Y3U miona oOHapy)eHbl MapKepbl XpOMOCOMHBIX aHOMAJIUMM: TUIIO-
I1a3Usl HOCOBOM KOCTH, YKOPOUEHHE TPyOUaThIX KOCTEM.

Bama taktuka?

3ananme 22. K smOpuocnenuduieckum 0eakam, uccieayeMbiM B OMOXUMHU-
YEeCKOM IPEHATaTbHOM CKPUHUHTE, OTHOCSAT:

a) PAPP-A, 3-XT'Y, IgM u IgG; r) PAPP-A, B-XT'Y;

6) XI'4, BRCA1 u BRCA 2; 1) cB. actpuon, ADIIL.

B) ADII, CA-125;

3ananue 23. PexoMmeHaoBaHHbIe CpOKH npoBeaeHus Y3U npu Gepemen-
HOCTH:

a) 10—13 uenenp; B) 11-14 nenens;

0) 20-24 nenenu; r) 18-21 nenens.
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3ananue 24. [Ipu nposenenun Y3U B I TpumecTpe BO3MOKHO:
a) BBISIBJICHUE TIOPOKOB Pa3BUTHUSA TIJIOAA;

0) BBISIBJICHHE MAPKEPOB XPOMOCOMHBIX aHOMAJIHIA;

B) OIIpEJEJIEHUE )KU3HECTIOCOOHOCTH TUI0/A;

I') BCE BBILIENIEPEUHCIEHHOE.

3aganme 25. TBII npu KTP 43 mwm B [ TpuMecTpe OepeMEHHOCTH SIBIISIETCS
MapKepOM XPOMOCOMHOM NATOJIOTUHU MPU pa3Mepax:

a) 1-2 mm; B) Oomee 2,7 MM;
0) 6omnee 1,5 mm; r) 2 MM.
OtBerbl: 1 — ayTOCOMHO-PELIECCUBHBIM THUI HACJIEIOBAHUS, 2 — TE€HO-

TUm npobanga: X*X?, Tak KaK THI HACJIEAOBaHUS TOMHUHAHTHBIN X-CICTUICHHBIN,
3 — cunapom Ilaray. Tpucomus no 13-ii xpomocome. Berpeuaemocts 1 : 7000.
[IpenaranbHbIil CKpUHUHT; 4 — cUHApPOM Dasapiaca. Tpucomus no 18- xpomo-
come. Berpeuaemocts (1 : 3000)—(1 : 7000), COOTHOIIEHHE MAJIBYHMKH : ICBOYKH =
= 1: 3. [IpenaranpHblil CKPUHUHT; 5 — cunapom Jlayna; 6 — 0; 7 — n1; 8 — B;
9 —0,8;,10 —6;11 —6;12 —B; 13 —0; 14 — a; 15 — 0, B; 16 — 1;
17—, 1; 18 — 6; 19 — 6; 20 — BBHIIBICH BBICOKHI pUCK Tpucomuu 21 (CUHI-
poma Jlayna y oga) — 1 : 55 (Beime wem 1 : 360). [loBbimeHne WHANBUIY-
aJIbHOTO PHUCKA CBSI3aHO C U3MEHEHUSIMU OMOXMMUYECKUX MapKEpOB (TTOBBIIICHHE
B-XT'Y, cumxenue PAPP-A). IlokazaHo mpoBeneHre MHBA3UBHOM MpEeHATAIbHOU
nuarHoctuku; 21 — HamnpaBUTh OCPEMEHHYIO Ha MpPEHATAIbHBIM KOHCUIIUYM.
PaccMoTpeTs HEOOXOMMMOCTH aMHHUOIIEHTE3a WM KopraoleHTe3a a0 20 Hemenb
OCpEeMEHHOCTH W OTPEACIICHHS KapuoTuma mioaa; 22 — 1, a; 23 — a, 1; 24 —1;
25 —B.
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