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2. The Frequency and Structure of Congenital and Hereditary Pathology in the Transcarpathian population.

Pedepar:

1. OxapakTeprn30BaHO FeHETUYHUI BaHTaX 3aKapIaTChKOI MOMyJIALil YKpaiHy 3a pe3ysbTaTaMU [IPpeHaTaJIbHUX i
[IOCTHATaJIbHUX JOCIiIKEHb BPOIKEHOI 1 CI1aAKoBOI naroJiorii 3a nepion 2000-2007 pp. [IpoananizoBaHo 4acToTy i
CTPYKTYPY BPOIKEHUX BaJ, PO3BUTKY Y HAPOIKEHUX KUBUMU, MEPTBUMHU, €JIiIMiHOBaHUX IJIOMIB i JiTE€H 1O POKY B
IUHaMIlli JOCJIiIKYBaHOTO NePioAy y NOPiBHAHHI 3 BilIOBIIHNMY JAHUMU 110 YKPAiHi, B TipChKill Ta HU3UHHIN
MICLE€BOCTI, B yCiX pailoHax 3aKapnaTcbKoi o6sacTi. [IokazaaHO BHECOK BPOKEHOI I1aTOJIOTii y MaJIIOKOBY i UTSI4Yy
CIIaIKOBOI I1ATOJIOTii Ta MPOaHasi30BaHO CIEKTP MOMUPEHOI CIIaIKOBOI NIATOJIOTiI, BCTAHOBJIEHO YACTKY
CIIOpifHEeHuX 1II06iB Ta €THIYHI 0COBIMBOCTI HO30JIOTiYHOI CTPYKTYPU MOHOI'€HHUX | XPOMOCOMHUX 3aXBOPIOBAHb.
BusHaueHO cTpaTeriyHi HallpsIMKY Ta iHTpaperioHaabHy TaKTUKY IPOQiIaKTUKY BPOAKEHOI Ta CIIaJKOBOI AaTOJIOTii

B 3aKapIIaTChbKil MOMYJIsAL;i.



2. The thesis characterizes the genetic load of the Transcarpathian population of Ukraine according to the results
of the prenatal and postnatal investigation of congenital and hereditary pathology over the period of 2000-
2007.The frequency and structure of birth defects is analyzed in live-born, still-born, terminated pregnancy and
new-born under one year of age in the dynamics of the period under research as compared to the relevant data in
Ukraine in mountainous and lowland areas in all subregions of the Transkarpathian region.The contribution of
congenital pathology in infant and child mortality rate is analyzed taking into consideration the intraregional
peculiarities of its spectrum and prevalence.A register of hereditary pathology is formed by the Transcarpathian
Medical Genetic Counseling. The spectrum of widespread hereditary pathology, the rate of consaguineous
marriages and ethnic peculiarities of the nosological structure monogenic and chromosomal diseases is analyzed.
The strategic directions and intraregional tactics of congenital and hereditary pathology prevention in the
Transcarpathian population are elaborated.
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