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TEHETUYHE KOHCYJbTYBAHHS, CKPUHIHIOBI METO/JIH ,IX
PO3BUTOK I BILJIUB HA CUTYAIIIIO B YKPAIHI

I'EHETUYECKOE KOHCYJIbTUPOBAHUE, CKPUHUHI'OBBIE METO/IbI, UX
PA3BUTHE U BJIMAHUE HA CUTYALINIO B YKPAVHE
10. 1. Tuxonosuu, . C. boponaii
XapbKOBCKUW HAIlMOHAJIbHBIA MEAUIIMHCKUN YHUBEPCUTET,

kadenapa akymepcTa v ruHekosoruu Nel

Hayunsiit pykoBoauTenb: a.Mea. H., pod. [llepouna H.A.

Menuko-reHeTH4eCKOE KOHCYJIbTUPOBAHUE — 3TO CHELUAIU3UPOBAHHBIN BHU
MEAUIMHCKOM TIIOMOIIM, HaNpaBJICHHbBIH Ha NpO(UIAKTUKY HACJIEICTBEHHOU
natojoruv. Ero 1enpio sSBISETCS ONpENesIeHUE BEPOSTHOCTU POXKJIEHUS peOeHKa ¢
HACJIECTBEHHBIM 3a0o0sieBaHUEM U 0O0BsICHEHUE ITOM CUTyaluu
KOHCYJIbTUPYIOIIUMCS, IIOMOILb CEMbE B IPUHATUU PELLICHUS.

[lo naHHBIM MEAMKO-T€HETHYECKOH CIyKObl B YKpauHE €XETrOoJHO POXKIACTCS
OKOJIO 13 TBIC. HOBOPOXK/JICHHBIX C BPOXKJAECHHOMW MATOJIOTUEN, U3 HUX 110 12,5 ThIC. €
BPOXJACHHBIMU NOpoKamMu pa3BuTHs U 10 500 gerell ¢ XpOMOCOMHBIMU OOJIE3HIMH,
OOJIBIIYI0 YacTh KOTOPBIX COCTAaBISAIOT AeTH ¢ cuHapomoMm Jlayna. Ilo ngaHHBIM
['maBHOTO ynpaBneHuss MEIUMIHMHCKOM NOMOIIM JeTsAM M marepsM M3 YkpauHbI
YACIBHBIA BEC BpPOXKACHHOW IIATOJIOTMM B CTPYKTYpE€ HMHBAJIUIHOCTH JACTEH
COCTAaBJISIET OKOJIO 36%.

OcHOBHBIE MOKa3aHWA Uil  MEAMKO-TEHETUYECKOIO  KOHCYJIbTHUPOBAHHUS:
POXKJIEHUE JEeTe C XPOMOCOMHBIMU AHOMAJIMSMH, BO3pacT OepeMEHHOH crapiie
35 ner, oOHapyxenue npu Y3U mopokoB pa3BUTHS IUI0Ja, MYMOBUHBI WIX
IUTALIEHTHI, POXKIACHUE peOEHKa C MOPOKAMM Pa3BUTHS, C YMCTBEHHON OTCTaJOCThIO,
MEPTBOPOXKIECHUE WIM CMEPTh HOBOPOXKIEHHOIO, CBSI3aHHBIE C ITOPOKOM PA3BUTHS,
HaJIMYMe B CEMEWHOM aHaMHE3€ HACJIEICTBEHHOW OOJIe3HH, HAJIMYMEe B aHAMHE3€
IBYX U 0Oojiee CaMOIIPOM3BOJIBHBIX a0OPTOB, JKEJIaHHE CYNPYroB MPOWTH MEIUKO-

ICHCTUYCCKOC KOHCYJIbTUPOBAHUC.
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B kauecTBe€ CKPUHUHIOBBIX METOJOB Ha CETOAHALIHUA JAEHb MCHOJIBb3YHOTCS
sxorpadguueckue  ucciuenoBanus  OepemenHbix  (Y3M) w®  ropMoHambHBIC
UCCIIEJIOBAHUSI KPOBU OEpPEMEHHBIX («OMOXMMHUYECKHE MapKepb» IpeHaTaIbHOU
MaTOJIOTHH TIJI0A).

V3-uccnenoBanusi MO3BOJISIOT BBIABIATE OKOJO 70% Bcex aHOMaNMil pa3BUTHS
J10/1a.

Ha ceronssiminuii 1IeHb B 1a00OpaTOPHOM NMArHOCTHKE aKTUBHO MCIOJB3YIOTCS B
OPAKTUKE MEIWLHUHCKUX YUYPEKICHUH METOAbl IMPEHATAIBHON JMArHOCTUKU
NaTOJIOTUM IUIOAA 1O OHMOXMMUYECKMM MapkepaM B 1-oM u 2-0M TpHUMECTpe
o6epemenHoctu. C 95TOM 1LENbI0 B KPOBU OEPEMEHHBIX IKEHIIWH OIMPEACTSIOT
TOPMOHBI: CBOOOJHAs Oera (hpakiMio XOPUOHUYECKOTO0 TOHAJO0TPONMHA YeJIOBEeKa
(6era-XI'Y) u accounnpoBaHHbIN ¢ OepeMEHHOCTBIO MpoTerH-A mia3msbl (Pregnancy-
associated Plasma Protein-A, PAPP-A, ITAIIII-A)— «xaBoiinoit Tect», XI'U, anbda-
deronporenn (ADII), HEKOHBIOTUPOBAHHBIM (HECBSI3aHHBIM, CBOOOIHBIN) ACTPHOI
(H3) —«rpoiiHOli Te€cT» — C MOCIEAYIOIUM pPacyeTOM pHUCKA MOSBICHUS
[ATOJIOTHH.

D¢ hHeKTUBHOCTH TOPMOHAJIbHBIX UCCIIEIOBAHUM COCTaBJIsICT 80-85%.
YyBCTBUTEIHHOCTh OMOXMMUYECKOTO CKPUHUHTA OCpEeMEHHBIX IJs aHdHIehaTHH
nocturaetr 98%, mjisi OTKPBITOM CHMHHO-MO3TOBOM rpebku — 90%. [na cuHapoma
JlayHa 4yyBCTBUTEIBHOCTh OMOXMMHUYECKOTO CKpPUHUHIA cocTaBiisaeTr 67-72%, npu 5-
6% JIO’KHOIIOJIOKUTEIIbHBIX PE3YIIbTATOB.

Ecnu gumarHoctupyercss XpOMOCOMHAsi MATOJOTHS IUIOJA WM BPOXKICHHBIE
MOPOKH Pa3BUTHUS TO KOHCHIIMYMOM PEIIAeTCs BOIPOC O MPEPHIBAHUU OEPEMEHHOCTH
10 MEIULIMHCKUM NTOKa3aHUM.

Hacenenue Bce Oouibllie y3HA€T O TE€HETHYECKOM KOHCYJIBTHUPOBAHUU U €O
BO3MOKHOCTSIX, U MOTPEOHOCTh B AITOW IMpoLEAype IOCTOSHHO pacTer. Temepb
MHOTHE MEIUIMHCKHE Yy4deOHbIe 3aBEJCHUS M KPYIHbIE KIUHUKU PpaCIOJIararoT
COOCTBEHHBIMH  OTJCJICHUSMU  MEIWIMHCKON TEHETUKHM WM CBS3aHBI C
COOTBETCTBYIOILIMMHU Kadenpamu YHUBEPCUTETOB. Kpome TOro, reHeTHueckoe

KOHCYJIbTUPOBAHUC PA3BHUBACTCS B HpO(i)I/IJ'IBHBIX KIIMHUKAax.
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