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PEI'MTOHAJIBHI ACHEKTH HOIMUPEHOCTI TA CTPYKTYPU
CITAIKOBO 3YMOBJIEHOI BPOIKEHOI ITATOJIOI'TI

XepcoHChbKM 1ep;KABHUH YHiBEpCHTET

VY cTaTTi Ha miacTaBi OPIMIHHUX CTATUCTUYHUX JTAHUX TIPOBEICHA OIlIHKA
BEJIMUMHU T€HETUYHOTO TATapsl XEPCOHCHKOI MOMYJIALii, 00YMOBIIEHOTO
BPOJPKEHOIO0 XpOMOCOMHOIO MaToJjIori€et0. YacToTa TeHETHIHO 00YMOBIICHHX
BPOJKEHHX BaJl pO3BUTKY HOBOHAPOKEHUX BHsIBUIIACA 1CTOTHO BuIoro (1,33 +
0,018%0) 3a cepenni mokazuuku B Ykpaini (0,99 + 0,014%). IIpoBinne Miciie B ix
CTpYKTYpi 3aiiMae cunapoM Jlayna (momyssimiitna yactora 1,08 £ 0,09%; B
Yxpaiui - 0,86%), apyre - curapom Ilaray (0,057 + 0,018%; B Ykpaisi - 0,016%),
cunapom Exsapuca (0,028 +0,01%) 1 Tepuepa (0,020 = 0,01%). Ilpuuomy
4acToTa JBOX OCTAaHHIX XPOMOCOMHHUX aHOMAJIi cepe/l HEMOBIISIT CYTTEBO HE
BIJIpI3HsJIACS BiJl aHAJOTIYHUX MTOKA3HUKIB B YKpaini (Biamosiano 0,027 £+ 0,002%
10,021 £ 0,003%). ¥V ciabChKUX MOMYJISALISIX 00JIaCTI TPOTATOM OCTAHHIX I’ SITH
POKIB CIIOCTEPITAETHCSI CTATUCTUYHO JJOCTOBIPHE 301JIbIIIEHHS! YaCTOTH
xpoMocomHoi narosnorii (3 1,09 1o 1,95%), Toai sik B 06;1acHOMY LIEHTpI1
BiIOYBA€THCS MPOTHIICKHHI MPOIIEC - TTOCTYIOBE 3HWKEHHS IIbOT0 MTOKa3HUKA, 10
noTpedye MoAaNbIIOr0 MOHITOPUHTOBOTO JTOCIIIKEHHS.

Knirouoei cnoea: nonynsiisi, BpoJKeHa NaToOJIOTisl, XpPOMOCOMHI XBOPOOH, MEJTUKO-
TCHETUYHUIA MOHITOPHHT.

JlocniKeHHsT TPOBOJUTHCS B paMKaxX BY31BChKOI HAYKOBO1 POOOTH
«CrpsIMOBaHICTh TEHETUKO-IEMOrpa(pidyHUX MPOIIECIB B yMOBAX JEMOMYJISIIil
niBnHA Ykpainu», 3apeectpoBanoi B YkpHTEI (nepxaBuuii peectpairiitauii No
112U004273).

Beryn. OcTtanHiMU JECATUTITTAMU B YKpaiHi CIIOCTEPITAETHCS CYTTEBE
MOTIPIIEHHS 3/TOPOB ‘sl TA BIATBOPEHHS HACEJICHHS, 1110 BEE 10 CKOPOUYEHHS HOTO
YUCENBHOCTI. € MiJICTaBU BBAXKATH, 1110 TaKE TOTIPIIICHHS OB ‘s13aHO B TOMY YHCIII
3 HETaTUBHUM IE€peOIroM reHETUYHUX MPOLIECIB B YKPATHCHKHUX MOMYJISLISIX
[2,6,7].

BaxxnuBumu iHpOpMaTUBHUMU XapaKTEPUCTUKAMHU, 1110 BiJOOpaXaroTh
IHTErpajJbHUM CTaH TeHO(OHY Ta BU3HAYAIOTh CIIPSIMOBAHICTD Mepeodiry
TCHETHYHHX TIPOIIECIB MOIMYJIALII, € BEJIMYNHA Ta CTPYKTypa T€HETUIHOTO TsTaps,
30KpeMa, HOTo BaKJIMBOI CKJIaJ0BO1 - XpOMOCOMHOI naToJiorii. 1{i mokazHuku
XapaKTEPHU3YIOTHCS TUPOKUM PETIOHATHHUM BapilOBaHHSIM, O0YMOBJICHUM
1CTOP1€10 BUHUKHEHHS JTIOACHKUX MOMYJIAIIHN, IUTFOOHOI0 MITpalli€lo, yMOBaMHU
JKATTS HaceseHHs, Touro [1,5].

Came TOMy BU3HAUEHHS CTPYKTYPH Ta JUHAMIKH MOMTUPEHOCTI XPOMOCOMHO1
MATOJIOT1] HEMOBJIST B



YKPaTHCHKUX MOMYJISAIISX TO3BOJIUThH CTEKUTH 32 TIEpeOiroM MyTaIiifHOTO MPOTIECY
Ta MPOTHO3YBATH AMHAMIKY PENPOAYKTUBHOTO 3/I0POB’sl, 0 OCOOJIMBO BAXKJIUBO B
yMOBax JeMorpagiuyHoi Kpu3u.

VY upomy 3B’513Ky MeTa po0OTH - CKJIACTH MOPIBHSIbHUMN aHai3 YaCTOTH Ta
CIIEKTPY XpPOMOCOMHOI TaTOJIOT1i HOBOHAPOPKEHUX B YKpaiHi Ta Ha XEPCOHIINHI,
JTOCTIIUTH AUHAMIKY 11 TOITMPEHOCT] MPOTATOM OCTaHHIX 12 poKiB.

Marepiaau i MmeToau. KiibKicTh HEMOBIIST, HAPOHKECHUX KUBUMHU, BUTIAJIKU
BpOKeHHX Baj po3BUTKY (BBP) 1 Bunaaku xpomocomuoi nmarosnorii cepen BBP e
abcomoTHUMH TU(PpaMu, OCHOBAHUMH Ha OPIIIHHUX CTATUCTHYHUX AaHuX MO3
Ykpainu 3a nepiog 2002-2011 pp. [5].

YacTtoTa XpOMOCOMHHMX aHOMAaJTiii BUBYAIACh METOJIOM TIOTOYHOTO OOJTIKY, KOJIN
KOXXHUH BUIIAJIOK Y HEMOBIIAT PETIOHY PEECTPYETHCS Y TIOJIOTOBUX OYIHWHKAX 3
HACTYITHOIO IIEHTPAJi30BaHOI0 KOMIT FOTEPHOI0 00p0oOKOt0. JIJIsT OIIHKK TUHAMIKA
MOIIUPEHOCTI XPOMOCOMHHUX 3aXBOPIOBaHb HEMOBIIAT Y XEePCOHCHKIM 001acTi
OyJM pO3TJSHYTI MOKAa3HUKH MeaUuHO1 cTaTucTUKHU 3a 2002 - 2013 poku.
YacToTa pi3HUX HO30JIOTTYHUX ()OPM I€HETUYHO 0OYMOBIIEHOT MATOJOT 1]
po3paxoByBajiiach 3a popmyioro: p=n/ N, ae p - 4acToTa XpOMOCOMHHMX aHOMa-
Jii; N - cymMapHa KUIbKICTh BUIIAJKIB HAPOKEHHS JiTel

3 XPOMOCOMHHUMH aHOMAJIISIMH, BUSIBICHUMU TIPOTATOM POKy, N - cymapHa
KUTBKICTB JITEH, HAPOJKEHUX KUBUMH 3a TOW CaMHil TIepioJ1 yacy.

[Toka3HuK 3aragpHOI KIJTIBKOCTI TeHETHYHO 00yMoBiIeHUX BBP - po3paxynkoBuii
MOKa3HUK, J0 CKJIATy SIKOTO YBIHIIUIA BHITAJIKH XPOMOCOMHOT TIATOJIOTI{, 8 TAKOXK
sanuiiky BBP (6e3 xpoMocoMHMX XBOP00), OCKUIBKH BiIOMO, IO OJIU3BKO
nosioBuHU Bunaakie BBP He3anexHO Bij KJIIHIYHOTO MPOSBICHHS, 00YMOBIICHO
caMe reHeTuyHuMH pakTopamu [8].

J171s1 OLIHKY 1OCTOBIPHOCTI BIAMIHHOCTEH YaCTOT XPOMOCOMHHUX 3aXBOPIOBAHb 1
PO3paxyHKY JIOBIPYMX IHTEPBAIIB 32 pOKaMH JOCIIIKCHHS 3aCTOCOBYBABCS HE-
napameTpuuHui kputepiit. [IpoBenennii CTaTUCTUYHUI aHAaTI3 3araJIbHOI
MOMYJISIIMHOT YaCTOTH CIajkoBo oOymoBieHnx BBP, vactoru Halinommpenimoi
«MOJIEITHHOT» BaJli PO3BUTKY XPOMOCOMHOI €TI0JIOT1T y KOTOPTI HEMOBJISIT
(cunapom JlayHa), Ta IHIIUX XPOMOCOMHUX CHHAPOMIB, PO3PAXyHOK JOBIPUUX
IHTEpBaJIB 1 JOCTOBIPHOCTI BIIMIHHOCTEHN 3a POKaMu JOCTIIKEeHb [3].
Pe3yabTaTu gocaigxeHHs Ta ix 00ropopeHHs. 3a 1aHuMU oQiIiiHOT

cratuctukn MO3 Ykpainuy, y

IHommpeHicThb i CTPyKTYypa BPOAKEHUX BAaJ PO3BUTKY XPOMOCOMHOI €TioJIoril
cepeJ HEMOBJISAT

(Ykpaina, 2002-2011 pp.)

Pik [KuBo- XpomMocoMHa narToJioris

Hapomxke [Q90- 3 HUXCHHIPOMM:
Hi Q99* ayHa MMaTay EnBapaca TepHepa
a0c/gacror [a0c. % adoc. % adoc. % aoc. %

2002 390687 [387/0,99 340 0,870 5 0,013 9 0,023 11 0,028
2003 408591 [392/0,96 342 0,837 [7 0,017 8 0,020 |15 0,037




2004 427259 1416/0,97 338  |0.791 |10 0,023 14 0,033 9 0,021

2005 426085 432/1,01 375 0,880 14 0,033 |12 0,028 |12 0,028

2006 460368 |453/0,98 404 0,878 4 0,009 9 0,020 12 0,026

2007 472657 [501/1,06 439 10,929 0,019 9 0,019 |13 0,028

2008 510588 |454/0,89 394  |0,772 0,018 20 0,039 |7 0,014

2009 512526 465/0,91 421  |0,821 0,014 117 0,033 |5 0,010

2010 497689 [534/1,07 457 10,918 0,010 117 0,034 5 0,010

2011 502595 [511/1,02 1450 10,895 B 0,006 |12 0,024 5 0,010

M 460904,5 1454,5/0,99 396 0,860 [7,3 0,016 12,7 10,027 9,4 0,021

T 45184,13 149,70/0,014 45,99 0,017 3,3 0,002 4,16 0,002 33,72 10,003

[Mpumitka: * YV BianosigHocti 3 MKB-10 «XpomocomHi anomarii, He
kBasti(pikoBaHi B iHIUX pyopukax - Q90-Q99».

2002-2011 pp. yacTtoTa 3apeeCTPOBAHUX BPOJKEHUX BaJ PO3BUTKY CEpe]l
HOBOHApO/UKeHUX B YKpaiHi ctanosuna 22,76 £ 0,07 %o (2,276 = 0,007 %).
Cepen HuX yacTka reHeTudHo ooOymoBieHux BBP cknana 52,2 % [5],
NpUYOMY 1X MOUIUPEHICTh B YKpaiHi 3a POKU JOCHIIKEHHS HE ToTepIiaia
CYTTEBUX 3MiH 1 ckjanana B cepeaubomy 0,99 + 0,014%.

VY niTeii-HOCIIB XpOMOCOMHOI MMATOJIOTI1, HAPOIKEHUX KUBUMHU, HAaWJaCTIIIE
niarnoctyBaiu cuuapoM Jlayna (cepenuns yactora 0,86%), Ha npyromy
MICIIl 3a MOMUPEHICcTIO - TpucoMis 18 (cunapom ExBapica) 3 4acToTOIO
0,027%, na tperboMy - Tepuepa cungpom (0,021%), yerBepTOMy - TpH-
comist 13 (cunapowm Ilatay) 3 yactororo 0,016% (Tadu. 1).

[IpryoMy 3a *OJTHOI HO30JIOTI€I0, KA BITHOCUTHCS 10 «MOJEIbHUX» (200
CTOPOXKOBHUX)

BBP, 3a pokamu He croctepiraiocs TeHAEHIIT 10 3HUKEHHA iX 4acTOTH [2].
B yMoBax cKOpoOuY€HHS MOCTIMHOrO HaceleHHsI XepCOHChKOI 00JacTi Ta
3HUXKEHHS PIBHS HAPOJKYBAHOCTI B1A0YJIOCA 3pOCTaHHS MOMYJISLIAHOT
YacCTOTH BPOJKEHUX BaJl pO3BUTKY B KOTOPTI HOBOHApOo keHUuX (3 24,2% y
2000 p. 1o 35,1% y 2011 p.). IllppyomMy MOMIUPEHICTh «MOJACIBHUX)»

BaJ 3a Ieil mepioj He 3a3Haja 3HauHuX 3MiH (cepeauns yactora 5,9 £ 0,02%).
3pocrannsa nomupenocti BBP Bin3nauena sik y paitonax o6nacti (3 22,7%
10 29,9%), Tak 1 B o0nacHomy meHTpi (3 23,2% no 46,1%) [4].

VY XepcoHuchkiit obmacti 3a epioa 2002-2011 pp. yacToTa TEHETUYHO
obymoBnenux BBP BusiBunacs

Ta0auusa 2

[TomupeHiCcTh 1 CTPYKTYpa BPOIXKEHUX BaJl PO3BUTKY XPOMOCOMHOT €T10JI0T11
cepen HeMOBJIAT (XepcoHcbka objactb, 2002-2013 pp.)

Pik [/KuBo- XDoMOCOMHA IIATOJIOLifA

napo [Q90- 3 HMX cMHIDOMM:

mokeni, [Q99* aviaa [[larav [Ensapn TepHep

= lafc/uac @0c/%  @bc% @bc.% @abc %
200210003 11/1.108 108010 1 10100 |
200310521 115/1.43114 13310 F 0 - 0 |
200409923 8/0.81 5 05010 K 0 - 0
20059951 10/1.00)7 0.701 0.100 |- 1 0.1
200611349 113/1.1413 1150 F 0 - 0 |
200711495 21/1.83118 1,573 0.260 |- O
2008/12292 118/ 146116 1.3011 10.080 | 1 10.0




2009 12179 [1/1,72 18 1,48 1 008 1 10,08 0 |
2010 (12206 |18/1,47 13 1,07 0 | 1 00810 F
2011 11904 15/126 9 0,76 1 008 0 | 0
2012 12643 |16/1,27 14 1,11 0 | 1 0,081 0,08
2013 12300 18/1,46 15 122 1 008 0 | 0
M 11397,1 15,3/ 12,511,08 0,6 0,05 0,33|0,0280,25|0,02
T 1204,5 (0,018 3,230,095 0,01 | 0,010 0,01

[Tpumitka: * ¥V BianmosigHocTi 3 MKbB-10 «XpomocomHi aHOMaNii, HE
KBaJTi(hiKOBaHI B IHIIUX PyOpHKaX -

Q90-Q99».

cyrreBo Bumomw (1, 33 + 0,018%), ik y cepenuromy B Ykpaiuni (0,99 +
0,014%). ¥V 2002-2013 pokax mpoBijJHE MicIle B iX CTPYKTypi 3aiimMmae
cuaapom Jlayna (momysnsmiiHa wactora 1,08 £ 0,095%), Ha npyromy micii -
[Tatay cuagpowm (0,057 = 0,018%), mani iinyts cunapomu Enapaca (0,028 +
0,01%) 1 Tepuepa (0,020 = 0,01%). YacToTa ABOX OCTaHHIX XPOMOCOMHHX
aHOMAJIIH cepeJ] HEMOBIISIT XE€PCOHIIUHU CYyTTEBO HE BIPI3HAETHCS BiJl
TaKOTr'0 MOKa3HMUKa B YKpaiHi - BigmoBigao 0,027 £ 0,002% ta 0,021 £ 0,003
% (Tadm. 1, 2).

YV XepcoHChKi 001aCT1 CIIOCTEPITAETHCA MOCTYIIOBE 3POCTAHHS
NOMYJISIINHOT 4acTOTH reHeTHUHO 00ymoBiIeHux BBP cepen nemoBaaT (x2 =
30,1). ITopiBHsJILHUHN aHAaN13 YACTOTU 1X BUHUKHEHHS 3a YOTUPUPIUHI TIepi-
OJ1d B IMHaMIIll 3a pOKaMU JOCJIJ)KEHHSI BUSBUB CTATUCTUYHO JOCTOBIPHE
MiJBUIIEHHS 1[boTO0 nmoka3dnuka 3 1,085% no 1,37% 3 makcumymom B 2006-
2009 poxax (1,54 %) (Ta6.a. 2).

Take 3pocTaHHS MOMKMPEHOCT] B MONYIALIAX ClIagKOBO 00ymoBieHnx BBP
BinOyBasiocs 3a paxyHOK 3pOCTaHHs yacToTu cuapomy Jlayna (3 0,83 no
1,04%) 3 makcumyMoM Takox y 2006-2009 pokax (1,375%) ta cunapomy
[Tatay (3 0,025% mo 0,04%) 3 makcuMaabHUM TOka3HUKOM B 2006-2009
pokax - 0,105 %.

3aranbHa MOMyJSIiiHA MOMIUPEHICTh TEHETUYHO 0OYMOBIICHUX aHOM AT y
HEMOBJIAT BUSIBUJIACS CYTTEBO BUINOIO B oOsacHOMY 11eHTpi (3,7%), HiXK B
paitonax o6macti (2,34%). Ane B cepelHbOMY 3a OCTaHHI1 11’ sTh pokiB (2009-
2013 pp.) crocTepiraeTbCs CTATUCTUYHO JIOCTOBIpHE 301JBIIIEHHS YaCTOTH
CITaJIKOBO1 MATOJOT1i HOBOHAPOJ)KEHUX Y CUILCHKUX MOMYJIAIisSX 00nacTi (3
1,09 no 1,95%), Toai sik B 00JJaCHOMY LIEHTP1 HAMHU BiIMiU€HA NPOTHUIIECKHA
TEHJEHIlIS - TOCTYIMOBE

i1 3umkeHHs (3 3,89 no 3,06%). Hamu BualieHi paitlonu obiacti, B IKUX
MOIIUPEHICTh XPOMOCOMHOI MATOJOr1l CTATUCTUYHO JOCTOBIPHO MEPEBUIILYE
cepeaHil 00iacHUl piBeHb 3a OCTaHHI II’ATh POKiB: bepuciaBcrkuil pailon
(4,05 na 1000 HemoBist), CrkagoBewkuit (3,1%), 'eniuecwkuit (2,64%).
BucnoBku. TakuM 4yMHOM, Yy X€pCOHCHKIN 00J1aCT1 YaCTOTAa T€HETUYHO
00yMOBJIEHUX BPOJ)KEHUX BaJ PO3BUTKY HEMOBJISIT BUSBUIACST CYTTEBO
Buinomo (1,33 £ 0,018%), ik y cepeaabomy B Ykpaiui (0,99 £ 0,014%).
[IpoBinHe Micie B iX CTpYKTypi 3aiiMae cunapom JlayHa (momynsuiiina
4acToTa



1,8 +0,095%; B Ykpaini - 0,86), Ha npyromy micui - [latay cunnpom
(0,057 £ 0,018%; B Ykpaiuni - 0,016), nani itayts cunapomu EnBapica
(0,028 = 0,01%) 1 Tepuepa (0,020 + 0,01%). YUacTtoTa 1BOX OCTaHHIX XPO-
MOCOMHHUX aHOMaIliil cepej] HEMOBJISIT XE€PCOHIIMHU CYTTEBO HE
BiJIpI3HSAETHCS BIJ TAKOTO MOKa3HUKA B YKpaiHi - BixnosigHo 0,027 £
0,002% Ta 0,021 £ 0,003%. Y cepeanboMy 3a OCTaHHI I’ SITh POKIB
CIIOCTEPITa€THCI CTATUCTUYHO JOCTOBIpHE 30IBIIEHHS YaCTOTH XPOMO -
COMHOT MaTOJ0T1i HOBOHAPOKEHUX Y CUIBCHKUX MOMYIALiAX 001acTi (3
1,09 o 1,95%), Toai sk B 00J1aCHOMY IEHTPI BigMideHa MPOTHUIIC)KHA
TEHJICHIIIA - mocTynoBe ii 3HMwkeHHA (3 3,89 mo 3,06%).

VY mepcnekTHBi MOAAIbIII TOCTIAKEeHHA CIIiJ] 30CEepPEIUTH Ha BUSHAUCHHI
OPUYUH CTATUCTUYHO JOCTOBIPHOTO 301JbIIEHHS MOITUPEHOCTI TEHETUYHO
00yMOBIIEHOT TaTOJIOT1T HEMOBJIAT y XE€PCOHCHKIN 001acTi B MOPIBHSIHHI 13
CepeJIHIM MOKa3HUKOM B YKpaiHi, 30KpeMa, BUNaJAKIB HAPOKEHHS N1TeH 13
cu"apomoM JlayHa, a TakOX Ha BUSHAYEHHI MPUYHUH MIJBUILICHHS YaCTOTHU
XPOMOCOMHOT NTaTOJOT1] HOBOHAPOAXKEHUX Y CUIBCHKUX MOMYJIAIISAX 00JIacTi.
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PETMOHAJIBHBIE ACHEKTHI PACHIPOCTPAHEHHOCTH "
CTPYKTYPBI HACJIEACTBEHHO OBYCJIOBJIEHHON
BPOXJIEHHOM ITATOJIOT'UA

JlanoBenko O. I'., /lopomienko B. B.

Pe3rome. B cTatbe Ha ocHOBaHUU 0(1)I/IHI/IaJIBHBIX CTATUCTUYCCKHUX JAHHBIX

MpOBEJ€HA OLIEHKA BEJIMUYMHBI TEHETUYECKOTO Ipy3a XEPCOHCKOM
HNOMYJAIUH, 00YCIOBICHHOTO BPOXKJICHHOW XpOMOCOMHOM maTonorueil. Yac-
TOTa TEHETUUYECKHU O0YCIOBIEHHBIX BPOXKJICHHBIX MOPOKOB Pa3BUTHS
HOBOPOXJEHHBIX OKa3aliach cyuiecTBeHHO Bbliie (1,33 +£0,018%), uem
CpeaHue MoKa3zaTeslu B YKpauHckux nonyianusax (0,99 + 0,014%). Benymiee
MECTO B UX CTPYKType 3aHUMaeT cuHapoM JlayHa (monyiasiuoHHas 4acToTa
1,08 £ 0,095%; B Ykpaune - 0,86%), nanee - cuaapom Ilaray (0,057 + %o; B
VYkpaune - 0,016%), cunapomsr Eqsappca (0,028 + 0,01%) u Tepnuepa (0,020 +
0,01%). IIpryem yacToTa ABYX MOCIEIHUX XPOMOCOMHBIX aHOMAJINH Cpen
YKUBOPOXKJACHHBIX CYIIECTBEHHO HE OTJIMYAETCS OT aHAJIOTUYHBIX MOKa3aTesiel B
VYkpaune (coorBerctBeHHO 0,027 £ 0,002% u 0,021 £+ 0,003%). B cenbckux
MNOMYJSIUAX 00JIACTH B TEUCHHE MOCIIEIHUX TISATH JIET HabJto1aeTcs
CTATUCTUYECKH JIOCTOBEPHOE YBEIMYCHHUE YACTOTHl XPOMOCOMHOM MATOJIOTHH (3
1,09 no 1,95%), Toraa kak B 00JJACHOM IIEHTPE MPOUCXOIUT IIPOTUBOTIOJIOKHBII
IPOIIECC - TOCTETIEHHOE CHUYKEHHUE ITOTO MOKA3aTelsl, YTO TPEeOYyeT MPOBEACHUS
JaTbHEUIIIET0 MOHUTOPUHTOBOTO UCCIIEIOBAHUS.

KiroueBble cjioBa: MOMyIISIUS, BPOXKIECHHAS TTATOJIOTHSI, XPOMOCOMHBIE 00JIe3HH,
MCI[I/IKO-FCHCTI/I‘ICCKI/Iﬁ MOHHUTOPHHI
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Regional Aspects of the Prevalence and Structure of Genetically Determined
Congenital Abnormalities

Lanovenko E. G., Doroshenko V.

Abstract. In the article on the basis of official statistics assessed the magnitude of
the genetic load of the Kherson population due to a congenital chromosomal
abnormality.

Poor health and reproduction of the population, leads to a reduction of population
in Ukraine is linked with the negative of the genetic processes in the Ukrainian
populations. Important informative characteristics, reflecting the integral
concerning the condition of and direction of the flow of genetic processes in a
population is the amount and structure of genetic load, in particular, its important
component - chromosomal pathology.

According to official statistics of the Ministry of health of Ukraine, the frequency
of registered congenital malformation among newborns in Ukraine was 22,76 +
0,07 % (2,276 £ 0,007 %). Among them, the proportion of genetically caused
congenital amounted to 52.2 %, and their prevalence in Ukraine during the years of



the study did not suffer significant changes and amounted to an average of 0.99 +
0,014%.

Children-carriers of chromosomal pathology, live births, and were more often
diagnosed with down syndrome (average frequency 0,86%), in second place in
prevalence of trisomy 18 (Edwards syndrome) with a frequency of 0.027%, the
third - Turner syndrome (of 0.021%), the fourth - trisomy 13 (patau syndrome)
with a frequency

1,9 016% . And one of nosology, which refers to the "model” malformations,
over the years there was observed the tendency to reduce their frequency.

With the decline of the permanent population of the Kherson region and the
decrease of birth rate growth population frequency of congenital malformations in
the cohort of newborns (from 24.2% in 2000 to a total of 35.1% in 2011). With the
prevalence of the “model” shortcomings during this period has not changed
significantly (the average frequency of 5. 9 + 0,02%), indicating a maintain in the
population a certain level of mutational process. The increase in the prevalence of
malformations observed in the districts of the region (from 22.7% to 29.9%) and in
the regional centre (of 23.2% to 46.1%).

In Kherson region there has been a gradual increase in the population frequency of
genetic defects among newborns (%2 = 30,1). Comparative analysis of frequency
of their occurrence over four-year periods over the years, studies have found a
statistically significant increase of this indicator with 1,085% to 1.37% with
maximum in 20062009 (a 1.54 %). This increase in prevalence in populations due
to hereditary malformations occurred due to the increase in the frequency of down
syndrome (from 0.83 to 1.04%) with a maximum also in 2006-2009 (1,375%) and
patau syndrome (from 0.025% 0.04%) with the highest rate in 2006-2009 - 0,105
%.

The frequency of genetically determined congenital malformations of the
newborns was significantly higher (1,33 + 0,018%) average in Ukraine (0,99 +
0,014%). The leading place in the structure is the Down syndrome (population-
basedfrequency of1,08 + 0,095%; in Ukraine - 0,86%),thesecond - Patau syndrome
(0,057 + 0,018%; in Ukraine - 0,016%), Edwards syndrome (0,028 + 0,01%) and
Turner syndrome (0,020 = 0,01%). Moreover, the frequency of the last two
chromosomal anomalies among newborns does not differ significantly from similar
indices in Ukraine (respectively 0,027 £+ 0,002% and 0,021 + 0,003%).

General population prevalence of genetic abnormalities in infants was significantly
higher than that in the regional center (3,7%) than in districts (2,34%).

In rural populations of the region in the past five years there has been a statistically
significant increase in the frequency of chromosomal pathology (from 1.09 to
1.95%), whereas in the regional center is the opposite process

9 a gradual decline, which requires further monitoring studies.

In the future further research should focus on identifying the causes a statistically
significant increase in the prevalence of genetically determined pathology of
newborns in the Kherson region in comparison with the average in Ukraine, in
particular, births of children with down syndrome, and identifying causes of



increased frequency of chromosomal pathology of newborns in the rural
populations of the region.

Keywords: population, inherited disease, chromosomal disease, medical and
genetic monitoring.

Crarrs mamivinoia 30. 11. 2015 p.

Pexomenoosana 0o opyxy na 3acioanHi pedakyitino i Koae2ii nicis peyer3y8aHHs.



