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A COMPARATIVE ANALYSIS OF GENE MUTATIONS PHENYLALANINE HYDROXYLASE
(PAH) IN NOVOSIBIRSK AND KEMEROVO REGIONS

Aims. The study summarizes the diversity of PKU-associated mutations of phenylalanine hydroxylase (PAH)
gene in PKU patients from Kemerovo and Novosibirsk region. Methods. To reveal the PAH gene mutations,
the researchers applied amplification of DNA fragments covering gene exons with subsequent sequencing of
the amplification products. Results. The study has revealed both well-known mutations (R158Q, R252W,
R261Q, P281L, IVS10-11G>A, R408W, IVS12+1G>A) and some rare (IVS2+5G>A, R155H, Y168H,
WI187R, E221 D222>Efs, A342T, Y386C, and IVS11+1G>C). Conclusions. We show here that mixed eth-
nic populations demonstrate a wider PKU allele diversity in comparison with Central Russia.

Key words: phenylketonuria; PAH, mutation.
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OLIHKA PU3UKY BUHUKHEHHS IPUPOPKEHUX BAJI PO3BUTKY CEPE]L
HOBOHAPO/’KEHUX JIbBIBCBKOI OBJIACTI 3A IIEPIO/ 2002-2012 POKIB

VY OimbIIOCTI pO3BUHYTHX KpaiH B CTPYKTYpi  JloToMora MiTsSM-iHBajJijaM, IO BHMarae€ 3HauHUX
TUTSTYI01 3aXBOPIOBAHOCTI Ta CMEPTHOCTI Ha TIEpIIe eKOHOMIYHHMX 3arpaT. [Io MPOTHOCTHYHHX OIIHKAX
MicIle BUXOAATh NpupokeHi Baau po3Butky (IIBP)  no 2015 poky wacTka 310pOBHX HOBOHAPOIKEHHX

Ta craakosa narosoris. Lle Benmka rpymna 3axBopio- 3MeHIUThCs 10 15-20 %, a yacTka HOBOHApOJIAKe-
BaHb, KA BIAPI3HAETHCS 3a KIIHIYHUMH O3HAKAMH, HHX 13 BPODKCHUMH Ta CIIAIKOBUMHU 3aXBOPIOBAH-
CTPYKTYpPOIO Ta TEHETHYHUM TIPOTrHO30M. [laTomori- HAMU — 30UTbIIHTBCS 110 20-25 % [1]. PazoM 3 TumM,
YHi CTAaHH, B SIKUX OAHIE€IO 13 CKJIQJOBUX € TeHETHY- B CTaTHCTUYHUX JaHUX, SKI HABOJSTHCS aMEpHUKaH-

Ha KOMIIOHEHTa, MOXYTb MaTH PI3HUH CTYIiHb CBbKUMH JOCIIHUKAMH, B CTPYKTYpi TOJIOBHUX
Ba)KKOCTI Ta BUHUKATH B OYyIb-KOMY Billi. AJe Ti 3 NPUYMAH CMEpPTI BPOKEHI BaIu 3aliMaroTh Iepiie

HUX, SIKI IPUCYTHI y AiT€H 3 HEOHATAIBHOTO Mepi- Micle, Xo4a 1 BKa3yeTbcs, IO MaiKe IOJOBHHA
0]y, 0COOJIMBO 3ryOHI IUIsl 37I0POB’S, OCKIJTBKH MO- nomepiux giteir 3 BBP Oynm HemoHomeHmmun
JKYTh TIPU3BECTH JI0 PaHHLOI CMEpTi ad0 1HBAJITHO- [2, 3]. Maiixe KOKHaA TpeTss MEPTBOHAPOKCHA JIH-
cti. Kpim Toro, imikyBaHHsI XBOPUX 3 TIPUPOJIKCHOIO THUHA TaKOXX Ma€ IO MaTOJOTi0. AHANI3 CTPYKTYypH
MATOJIOTIEF0 TpUBaie 1 CKiIajgHe, HeoOXiJaHa Meau- 3aXBOPIOBaHb, SKi MPHU3BOIATH 10 TUTSIYOT 1HBAII-

KO—TIe[JaroTiuHa KOpeKIlis MedeKTiB Ta colliaabHa HOCTI, 3yMOBJICHOI BPOJDKEHUMH BaJaMH PO3BUTKY
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MOKa3y€e KOPENAIiHMNA 3B 30K i3 BIKOM miTed —
rpynma gitei-inBaiigie mo [1BP i3 BikoMm muTuHU
3MeHIyeThes [4]. OmHa i3 TONOBHUX MPOOJIEM JI0-
POIIOBOI JIarHOCTUKY BPO/KEHUX 1 CIIAJKOBHX 3a-
XBOPIOBaHbB IOJIATAE B TOMY, IIIO B OUTBIITOCTI BUTIA-
JIKiB BOHM BUHHKAIOTh IO MPUYMHI HOBUX MYTallii
B MOJIOAUX, HE OOTSHKEHMX aHaMHE30M ciM X, 1
00CTe)KEeHHsI TIJBKM MALI€HTOK, BIIHECEHUX J0
IpyNY PU3HKY IO BiKy i/a00 aHaMHe3y He J03BOJISIE

Marepiauu i MeToau

O0’€eKT MOCTIHKCHHS — BHUITAIKH TIPHPOJIKE-
HUX Baj PO3BUTKY Y HOBOHAPOJKCHHUX ITOJIOTOBUX
ycTaHoB JIbBiBChKOT 00JaCTi.

Meromn Ta 00'eM mocmiKeHHS — 30ip Ta
aHAM3  KIIHIKO-€MIAEMIONONYHUX 1  MEIHUKO-
CTaTHCTUYHUX JAaHUX 3 JDKEPEN MEePBUHOI JIOKYMEH-
Tamii npo gited, ski Hapomumuck B 2002-2012 po-
kax i3 [IBP mMeTomoM «BHIIaOK-KOHTPOJIbY» LIS~
XOM 3allOBHEHHS PEECTPAIIHUX KapT B IMOJIOTOBUX
ycraHoBax JIbBiBchKOi oOmacti. Ha koxeH BUTIamoOK
IIBP 3amoBHeHO «KapTy peectparlii AUTHHH 3 BPO-
JDKEHOI0 aHOMAJli€lo» Ta, B SIKOCTI KOHTPOJIO 1-2
«Kaprtu peectpartii 310poBOi JOHOIIEHOT ITUTHHI
Ha 3I0POBY JOHOIICHY TUTHHY IIi€l K CTaTi, HApO-
JDKEHY B HAUKOPOTIIWI MPOMIXKOK Yacy Bijl TUTHHH
3 BaJIOK0 PO3BUTKY (3TiJIHO METOJAUYHHX PEKOMECH-
marii «Opranizaiisi TeHEeTUYHOTO MOHITOPUHTY»
Y3r0/PKEHOIO HaYaJIbHUKOM JIKYBaJIbHO-
opraizauiiinoro Ympasiainas AMH  VYkpainu
B.I1. Heninbko Bix 17.05. 2002 p. Ta Ha4aIbHUKOM
YmpasiiHasa opraHizamii MeIUIHOI TOMTOMOTH JIiTsIM
i Marepsim MO3 Vkpainm P.O. Moiceenko Bix
21.10.2001 p.) 3anoBHeHo 740 kapt Ha miTed i3
IIBP Ta 733 xaptm Ha 3m0poBUX miTeil. CTBOpEHO
0azy [IBP y ¢dopmati Excel. 3a pekomennarismu
€BPONEHCHKOIO PEECTPY OpaIUCh JI0 yBaru HaCTYII-

Pe3yabTaTu T2 00roBOpeHHs

[I151XOM MPOCIIEKTUBHOTO Ta PETPOCIICKTUB-
HOTO aHaNi3y MEIWYHOI JTOKYMEHTAIlil IOJIOTOBUX
ycraHoB JIbBIBCHKOI 001acTi MpoBeneHO aHami3 da-
KTOpiB pu3uky BuHHKHEeHHS [IBP cepen HOBOHapo-
JUKCHUX METOJOM «BHUIAJAOK-KOHTPONb» 3a 2002-
2011 poxu Ta 9 micsuiB 2012 poky. 3a maHuit nepi-
o[l 3anioBHEHO 740 KapT Ha AiTel 13 IPUPOIHKCHUMH
BaJlaMH PO3BUTKY Ta 733 KapTH Ha 37J0POBUX JIITCH.

3 IIBP HapomkeHi AiTH BiJ epioi BariTHOC-
Ti — 49,1 %, npyroi — 24,6, TpeTboi BariTHOCTI —
13,9 %, yetBepTOi — 6,2 %, 1’sITOT1 BariTHOCTI — 3,4
%, mocroi — 1,2 %, cbomoi BaritHocTi — 1,1 %; BO-
cbMOI BariTHocTi Ta mecsTol BaritHocTi — 0,4%; B
KOHTPOJIBHIM TPyIIi: BiJ Hepuioi BariTHOCTI Hapo-
JokeHo 46,8% miteit, Big npyroi — 29,4%, Bin Tpe-
ThOI BariTHOCTI — 12,7 %, Bix erBeptoi — 10,2 %,
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e(eKTUBHO BUSABUTH JIaHy MaToJIOTit0. Tomy, B OcC-
HOBI1 JIOPOJIOBOI JIIarHOCTUKU BPOJIKEHUX 1 CHAIKO-
BUX 3aXBOPIOBAaHb MOBUHHI OyTH HE CEIIEKTUBHI, a
CKPHUHIHTOBI (MacoBi ) AoCiKeHHS [5].

Meta pobOTH — TOPIBHSHHS PEMPOTyKTHB-
HOT'0, TCHETHYHOTO0 aHAMHE3Y, 0COOJIMBOCTEH Tepe-
0iry JaHOl BariTHOCTI y JKIHOK, SIKI HApOJWUIHN JiTeH
3 [IBP Ta KOHTpONBHOI TPYNH, OIMIHKA PHU3UKY BU-
HukHeHHs [IBP cepen HOBOHapoKEHUX.

Hi Bagw: aHeHnedaris, spina bifida, enmnedanomnerne,
rigpouedarisi, aHOTIsl, MIKPOTisi, IIUIMHA T1THEOIH-
Hs (0e3 minuHN TyOm), minuHa Tyom (i3 abo 0e3
IIUTMHA TTHEOIHHS), aTpe3is CTPaBOXOMdY, aTpesist
NpsIMOT KHIIKK, areHe3is HUPOK, PEeIyKIiiHI Baau
KIHIIIBOK, IOJIIJAKTHIIISA, OMdQaolelne, racTpoIIn-
3uc, neeKTH YepeBHOI CTIHKH, JiadparManbHa Ku-
7a, TPAHCMO3MIS MariCTpaIbHUX CYIHH, Tiloruia-
3is nmiBUX BimaumiB cepis, cuaapom layna, MIIBP,
Mikporuedaris, apuHeHedais / romomnpo3eneda-
mist, aHo(TambMis, MIKpo(TambMis, aTpesis XoaH,
aTpe3ist a00 CTEHO3 TOHKOI'O KHUIIKIBHUKA, TilIOCHa-
Jlisl, HeBU3HAUEHa CTaTh, eIichaiis, eKcTpodis ce-
YOBOTO MiXypa, KACTO3HA XBOp0oOa HHUPOK, TPHUCO-
mist 13, Tpucomis 18.

OTtpuMaHi naHi CTaHIApTU30BaHi 3rigHO Mi-
JKHAPOJIHOI CTaTUCTHYHOI Kiacudikallii XBopoO Ta
CTIOPITHEHUX MPOOIIEM OXOPOHHU 3[IOPOB’SI IECATOTO
neperisiny (MKX — 10) Ta 06pobieHo meromamu
BapialiifHOT CTaTHCTUKU 3a JIOTIOMOTOI0 TaKeTy
nporpamm «Statistica 5» ta Microsoft Excel — 2000:
BU3HAUAIN cepeqHe apudmernuHe 3HavyeHHs (M),
BIIXWJICHHSI BiJl CEPEAHBOTO apU(PMETHYHOIO 3Ha-
geHHs (M), CIiBBigHOIICHHS ImaHCiB (odds ratio —
OR), noBipuuii iHTEpBaJ CIIBBIJHOIICHHS IIAHCIB
(Exp), P — BenuumHa CTaTHCTUYHOT 3HAYUMOCTI.

Big m’sitoi — 0,8 %, Big 1I0CTOI, CHLOMOI, JIeB ATOI Ta
onuHaauaroi BaritHoctedt — 0,1 % miteir. Cepen
JOCITI/IKYBAHOI TPYIH TEpIi TmojoTn Oynn y 56,9
% wmarepis, npyri —y 31,7 % marepis, Tpeti —y 9,3
%, uerBepTi — y 1,3 %, m’sati Ta mocti —y 0,4 %,
cboMi —y 0,3 % matepiB; B KOHTPOJIBbHIN Ipymi: me-
puri mosorn Oynmu y 51,5% wmatepiB, apyri — y
37,8%, tpeti —y 9,2%, uerBepti — y 1,2%, mocri,
BochMi Ta oquHamATi —y 0,3% marepis.
Baritricte Oyna Gaxanoro — y 94,5% wmare-
piB nociimkyBanoi rpynd, i B 96,8% martepiB KOHT-
ponbHOi rpynu; Hebaxanorw: 4,2% — B rpyni [IBP
ta 1,4% — B KOHTpONBHIA Tpymi. [HTEpBam Mix
OCTaHHIMH BariTHOCTSAMHU ckiaB 3,7 + 3,1 pokiB B
JIOCTKyBaHii rpymi Ta 4,2 £ 2,9 pokiB y KOHTPO-
meHIM Tpymi (P>0,05). B rpymi [IBP nepma Barit-



HICTh 3aKiHYMIacs aptudiniaabHuM adopToM y 7,1
% BWIIAJIKIB, B KOHTPOJbHIN rpymi — B 5,3 % Bura-
IKiB. 3aranoM B JOCITIDKyBaHii rpymi apTudimia-
TpHUX abopTiB Oyno y 11,7 % Bumaakis, B KOHTPO-
nmeHiN — 9,9 % (P>0,05).

CaMOBIJIbHUM BHKHIHEM 3akiHumiiocs 63 Ba-
TITHOCTI B JOCHI/PKYBaHil rpymi, 3 HUX 58 — BUKU-
THI TIepIIoTOo TPUMECTPY, IO CTaHOBHUTH 7,8 % BH-
MaJIKiB, B KOHTPOJBHIH T'pymi caMOBUILHUN BHKH-
IneHb OyB y 47-0X BHUNaAKax, 3 HUX B IEPIIOMY
TpUMeCTpi y 42-ox BHIagkax 57 %
(P>0,05).Cepen matepiB rpymu [IBP momepmi mitu
Oynu y 16—T1u Bunajakax, mo ckiuagae 2,1 %, B KoH-
TPOJIBHIH TPyl — y 8-MH BUIagKaX, IO CTAHOBUTb
1 %. MepTBOHapOHKEHHS criocTepiranucs y 21-my
Bunaaky (2,8 %) mocnimkyBaHOi Tpyn# Ta B 2-0X
Bunankax (0,27 %) xourponbnoi rpynu (P<0,05).
CepenHe 3Ha4YeHHS BiKy IOYaTKy MEHCTpyauii y
MmatepiB rpynu [1BP cknanae 13,4 £ 1,1 pokiB i He
Ma€ CTaTUCTHYHO 3Hauumoi pizuuni (P>0,05) 3 xo-
HTPOJILHOIO TPYIOIO, /¢ el MOKa3HUK CTAaHOBUTb
13,3 £ 1,2. MeHcTpyalbHAN TIHKJI MaTepiB 000X
Ipyn cTaHoBHB 25-35 nHIB ,MEHCTpyaIlil TpUBaIH
3-8 nHiB. PerymnsipHe B)KWBaHHS TOPMOHAIBHHUX KO-
HTpalenTHBiB croctepiranocs B 1,3 % Bumaakis
rpymu [1BP ta B 1,1 % BUMaakiB KOHTPOIBHOI TPY-
mu (P>0,05).

[lopiBHsIHHS MUTOMOI Bark aHeMmii MPOTATOM
BariTHOCTI B JIOCHI/DKYBaHii Ta KOHTPOJIBHIN Tpy-
ax MpeJICTaBIeHO B Ta0uuIi 1.

[lig vac BaritHocTi aHemis Oyna y 44,7 %
BUIAIKIB AOCTiKyBaHol Tpymw Ta 42,8 % — KOHT-
ponsHOi rpymnu (P>0,05). Puzuk HapoKeHHS TUTH-
HU (odds ratio — OR) 3 [IBP mpu anemii y matepi
cknagae 1,0 mpu moBipuomy inTepsai (0,31; 2,52).

[TopiBHAHHS MHMTOMOI Baru recTo3y MepIioi
MOJIOBUHH BAariTHOCTI B AOCIiAKyBaHil Ta KOHTPO-
JBHIHN rpymax MpecTaBIeHo B TaOIuI 2.

I'ecT03 TIEpIIOT MOJIOBUHM BaTriTHOCTI Y MaTe-
piB O0yB y 32,4 % BUMaiKiB IOCTIKYBaHOI Ipynu
ta 31,7 % — xonrponbHoi rpynu (P>0,05). Pusux
HapomkeHuss autuan (OR) i3 I[IBP mpm rectosi
nepuIoi MOJOBUHHM BariTHOCTI cTaHOBUTH 1,0 mpu
noBipuomy intepaii (0,43; 2,51).

[lopiBHSIHHS NUTOMOi Bark TeCTO3y APYroi
[TOJIOBMHM BariTHOCTI B JOCJIKYBaHii Ta KOHTPO-
JBHIN Tpynax npencTaBieHo B Tabmii 3.

['ecTo3 apyroi mojJoBHHM BariTHOCTI y MaTe-
piB OyB y 34,3 % Bumaakax MOCTiIKYBaHO! TPyTH
ta 32,6 % — xouTposbHOi rpynu (P>0,05). Pusuk
HapomkeHHss nutuHE (OR) i3 IIBP mpu recrosi
Ipyroi TIOJIOBUHW BariTHOCTI CTaHOBHUTH 1,0 mpu
nosipuomy intepsaini (0,53; 2,61).

IMyHHMI KOHQIIKT MK MaTip 10 Ta IUTHHOIO
OyB y 13-Tm Bumagkax IOCITIJUKYBaHOI Ipynu Ta y
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9-0X — KOHTPOJBHOI rpynu. PeHTrenopanionoriuxe
0OCTEXCHHSI TIPOTSATOM BariTHOCTI MPOBOJMIOCS Y
7-mu Bunankax rpynu IIBP ta B ogHOMY BUnaaxy
KOHTPOJIBHOI TPYIIH.

[Mepmmii Tepmin npoBeacHass Y3/ B mocimi-
JUKyBaHid Tpymi craHoBuB — 17,4 + 7,1, B KOHTpO-
neHIl — 18,3 + 8,2 TrwkHIB. Bapyre, ynsTpa3sBykoBe
mociimkeHas B rpymi [IBP Oymo mposeneno B ce-
penaboMy — B 24,4 £ 6,3 THKHIB, B KOHTPOJIBHIN
rpymi — B 25,7 £ 6,2 TwxkHiB. OTKe, IPU NPOBEACH-
Hi yJIBTPa3ByKOBOTO OOCTEXEHHsS MaTepiB JOCIi-
JDKYyBaHOI I'PYIIM, HE BHSIBJICHO CTaTUCTUYHO 3Ha-
yumoi pizHuii (P>0,05) 3 KOHTPOJIBLHOK TPYIIOH.

JIBiui 10 28 — MM THIKHIB BariTHOCTI Y3 J0-
CITiDKeHHS OyJo mpoBeneHo y 47,9% BUNaaKiB Tpy-
nmu IIBP ta y 50,2 % — KOHTpONbHOI Tpymu
(P>0,05). Bpomxeni anomanii npu nposenerni Y3/l
BUSIBJICHO y 57 BUMNAAKax, 110 CTaHOBUTH 7,7 %o.

HiarHoctoBano 14 BumazakiB spina bifida, 12
— cunapomu MIIBP; mo 1-My BUmagxy MeHiHroeH-
nedanorene, omdanoresne, arpes3ii TOHKOTO KHIIIKi-
BHHKa, TOJIOTIpo3eHIedatii, BpOoIKEHOTO TiapoHe-
¢bpo3y Ta cungpomy JlayHa; mo 2 BUMAIKH Tiipo-
nedanii, anenmedanii, KHCTO3HOT XBOPOOH HUPOK
Ta areHe3ii HUPOK; 10 3 BHUIMAAKH aTpe3ii CTpaBOXo-
Jly, TimoIuiasii JiBUX BIAIUTIB cepiisd Ta miadparma-
JBHOT KWK, Y 4-0X BHMAJKax CIOCTepiraBcs ract-
powmnsuc, B 1-my Bunaaky — BBP cepus ta y 3-ox
BUIAJIKaX — IIJIMHA TyOU Ta MiJHEOIHH.

HasBHicTp ¢i3n4HOI TpaBMHU MiATBEPIHKEHO Y
19-Tn Bumagkax JOCHIDKYyBaHO! TPyHH, a HCHUXid-
HUN cTpec mepexuan 27 KiHOK. B KOHTpombHIM
rpymi ¢i3udHa TpaBMa MiATBEPIDKEHA y 6-TH KIHOK
Ta 3arepeyeHo MNCUXiYHui cTpec.

Yceknagaenumu O6ymu nonoru y 40,3 % Buma-
nkiB rpymu [1BP ta 41,5 % — koHTponbHOI TpyInu
(P>0,05). Ilaronoriuni mosoru (KecapiB pPO3THH)
criocTepiranucst y 58-Mu BUNaAKax IOCIHIIKYBaHOT
Tpynu MartepiB, Mo CTaHOBHUTH 7,8 %, B KOHTPOIb-
Hill rpyni — y 47-mu Bunankax (6,4 %). Otxe, no-
PIBHIOIOUH KiJTBKICTh BUTIAJIKIB TIATOJIOTTYHUX ITOJIO-
riB rpynu [IBP He BUSABIIEHO CTaTHCTUYHO 3HAYU-
moi pizanti (P>0,05) 3 KOHTPOIBHOIO TPYIOIO.

[Tpu moOpiBHAHHI TEHETUYHOTO aHAMHE3Y Ma-
TepiB JOCTIDKYBaHOI TPyHHW BPODKEHI aHOMaIii
BUSBIIEHO y 12-TM BUMajuKax: 3 — MPUPOKEHUN
BUBHUX CTETHa, ABOOIUHMH, | — MpUPOIKEHUH KOK-
capTpo3 KYJBIIOBHX CYTJIO0iB, KOCO3MIIIEHUH Ta3,
1 — momimakTwIisa, 4 — pO3MIEIMHNA TYOH Ta ITiIHe-
OiHHsI, 1 — BpoJKeHA Bajia cepiis, 1— BPO/HKEHA KO-
cokicTh Ta 1 — cTurMu au3emOpioreHe3y. Y KOHT-
POJBHIN TPyTi CIOCTEepiranocs 7 BUITAIKIB MIPUPO-
JUKEHUX BaJ PO3BUTKY: 5 — NPUPOKEHUH BUBHUX
CTerHa, BoOiuHui, 1 — momaTkoBa HHpKa, 1 — 1ii-
JIMHA TYOH.



Cepen Onm3pkux poamuiB rpynu [IBP Bpo-
JOKCHI aHOMaJIil BUSIBJICHO y 12-TH BHUMajgkax: 2 —
BpOPKEHa Baja PO3BUTKY CHCTEMHU KpOBOOOIrY,
HeyTouHeHa (y Opara maTepi JOCTiKYBaHOI Tpy-
) Ta aeheKT MiKIEpeacepaHoi Mmeperopoaku (y
crapmoi qutuHM), 1 Bumagok — spina bifida, 1 Bu-
najoK — rimocmajis, 2 — noiigakTwiii (y Aiza 1o
0aTHKOBIH JIiHIT Ta Y ABOIOPiMHOTO Opata), 5 — po3-
HICJTUHK TyOu Ta migHeOiHHs, | — peayKIiiiHi Baau
KIHUiBOK. B KOHTpONBHIH Trpyni NOPHPOIKECHUX
aHOMaJii Ta TeHETHYHUX NOPYLIEHb Y ONNU3BKUX
poamdiB He crocTepiranocs. Y rpymi mitei 3 [IBP
3apeecTPOBaHUN KPOBHOCIIOPITHEHUH Yy UYeTBEpPTO-
My IOKOIiHHI nUTF00. B KOHTpOIBHINA Tpymi KpOB-
HOCTIOpITHEHUX NITI00IB He Oymo. Ha obmiky B XKi-
HOYIH KOHCYJIbTAIll 32 MICIIEM IPOKHUBaHHS Iepe-
OyBaju BCi KIHKH, 3a BUKIIOYCHHsM 20-TH BUIAJI-
KiB y JOCHiKyBaHii rpymi Ta 11-Ti — y KOHTPOIb-
Hil.

TakuM 4MHOM, 3apeecTpOBaHO OLIBILIY Killb-
KicTh BUNAJIKIB MEPTBOHAPOKEHD (2,8 %) y KiHOK

rpynu [1BP, Hix y x)iHOK KOHTposbHOI rpymw (0,27
% Bunajakis). OTxe, BpaXOBYIOUYH BKa3aHi 0cOOJIH-
BOCTI PENpOAyKTHBHOTO aHAMHE3y Ta Mepediry Ba-
TITHOCTI 1 TOJIOTIB, CIIOCTEPITa€ThCS CTATUCTHYHO
3HAYMMa PI3HHIS TOCHIHKYBaHOI TPYIH MaTepiB
(P<0,05) 3 KOHTPOJIBHOIO.

[NopiBHIOOUM 1HIII OCOOIHMBOCTI THEKOJIOTI-
YHOTO aHaMHe3y (TOPSIKOBUH HOMEpP BariTHOCTI Ta
TMOJIOTIB, 1HTEPBaJ] MK OCTaHHIMH BariTHOCTSIMH,
KIJIBKICTD apTU]imiadbHUX a0OpTiB, CaMOBIIBHUX
BUKHJHIB TEPIIOTO TPUMECTPY BariTHOCTI, Killb-
KICTh ITOMEPJINX MIiTeH, BIK MOYaTKy MEHCTpYyaIllii,
TPUBANICTh MEHCTPYaJbHOTO IHKIy, peryJsipHe
BXKMBaHHS TOPMOHAIBHUX KOHTPAICTITHBIB), Hepe-
Oiry maHoi BariTHOCTI (aHeMii, TeCTO3y IepIIoi Ta
JIpyroi TMOJOBHHU BariTHOCTI, HASBHICTh IMYHHOTO
KOH(JIIIKTY, TPOBEACHHS PEHTTCHOPAMi10JIOTiYHOTO
oOctexxenHs1, ¥Y3/1), yCKIIaqHEeHUX Ta MMaTOIOTIYHIX
MOJIOTIB Ta TCHETHYHOTO aHAaMHE3y, HE BHSBIICHO
CTaTUCTUYHO 3HAYMMOi pi3HMLI Mix rpymnoio [IBP
Ta KOHTPOJBHOM rpytmoto (P>0,05).

Tabmuug 1. [TopiBHSHHS MUTOMOT Bark aHeMii MpoTAroM BaritHocTi marepis aiteit 3 [IBP ta koHTpo-

JIBHOI Ipynu

Bunanku [1BP KoHTponpsHa rpyna CriBBiTHOIIICHHS
AHeMist KinbkicTs, ITutoma Kinpkicts [Turoma IIaHCIB P
(n) Bara, % (n) Bara, % (OR)
[IpucytHi 331 44,7 314 42,8
BincyTHi 335 45,3 338 46,1 1,0 > 0,05
Hesimomo 74 10,0 81 11,1

Tab6mus 2. [TopiBHSHHS TUTOMOI Bard TeCTO3Y IEPINOi MOJIOBUHH BaTriTHOCTI MaTepiB miTeit 3 [IBP Ta
KOHTPOJIBHOT IpyIu

['ecto3 nepmioi Bunanku I1BP KonTposnbsHa rpyna .
N —— o o CHIBBI,Z[HO'IHCHHSI
FiTHOCTI KinpkicTsb HTOI\:a KinpkicTs HTOI\:a LIaHC1B p
(n) Bara, % (n) Bara, % (OR)
[IpucytHi 240 32,4 232 31,7
BincyTHi 418 56,5 441 60,1 1,0 >(,05
Hesizomo 82 11,1 60 8,2

Tabnuus 3. [lopiBHSHHS MATOMOI Bard TrecTo3y JAPYroi MOJIOBUHU BariTHOCTI MatepiB miteit 3 [IBP Ta
KOHTPOJBHOI TPYITH

I'ecto3 apyroi Bunanxu I1BP KoHnTponsHa rpyna CriBBinHOmIECH-
[IOJIOBUHU Ba- .

riTHOCTI KinbkicTh ITutoma KinpkicTs ITutoma Hil IHAHCLB P

(OR)
(n) Bara, % (n) Bara, %

[MpucyTHi 254 34,3 239 32,6

BigcyTHi 396 53,5 397 54,2 1,0 >0,05

Hesigomo 90 12,2 97 13,2
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BucHoBku

1. Ha ocHOBI TOpIBHSHHS CIIEKTPY ITOKa3- Jpyroi MOJIOBUHY BAriTHOCTI, IMyHHOTO KOHQIIKTY
HUKIB PENPOIYKTUBHOTO aHAMHE3y BHUSBICHO, LI0 3 MDK MaTip’ro 1 IUIOAOM, PEHTTEHOPAIiOIOTIYHOTO
[1BP napomxkeHi aiTh HaifyacTime BiJ| MepIoi Bari- 00CTEe)XKEHHSI, YJIBTPAa3BYKOBOTO IOCIiKEHHS, (i-

TtHOCTI — 49,1 % Ta mepmux moJoriB — 56,9 %, Ta 3UYHOI Ta TICUXIYHOI TPaBMH, YCKJIATHECHUX Ta Ia-
BIAMOBIIHO B TpyIi KOoHTpoiro — 46,8 % i 51,5 %  TonoridyHux moisoriB y iHok rpynu [1BP B mopis-

npotsiroM nepiogy 2002-2012 poxis. HSHHI 3 KOHTpoJdbHOIO (P>0,05). Pusuk HapomxeH-

2. He BUSBIEHO CTAaTUCTUYHO 3HAYUMOI Pi3- Hs nutuad 3 [IBP npu anemii y matepi ckiamae 1,0
HUIIl MOJI0 BiZICOTKY apTudimianpaux adopris (11,7 npu jpoBipyomy iHTepBani (0,31; 2,52). Pusuk Ha-
%), caMOBiIbHUX BUKUAHIB (7,8 %), momepiux Oi-  pomxeHHs autuHH i3 [IBP mpu recrosi nepioi mo-

teit (2,1 %) y MarepiB IOCHIKyBaHOI TPyNmd  JIOBMHM BariTHOCTI cTtaHoBUTH 1,0 mpu moBipuomy
(P>0,05) B mopiBHSHHI 3 KOHTpOIBHOIO (9,9 %, 5,7 iarepsani (0,43; 2,51). Pusuk HapoKeHHS JUTHHU

% ta 1 % BiAMOBITHO). i3 [IBP mpu recto3i apyroi MmojJOBUHHM BariTHOCTI
3. BUSBJIGHO CTaTHCTUYHO 3HAYNMY pPi3HU- cranoButh 1,0 mpum mpoBipuomy inTepBami (0,53;

mo (P<0,05) momo BiICOTKY MEPTBOHAPOKEHB, 2,61).

(2,8 %) y marepiB, sIKi HAPOAWIH JAUTHHY 3 MIPHPO- 5. He BuSIBIEHO CTaTHCTUYHO 3HAYUMOI Pi3-

JDKEHOIO BaJOI0 PO3BUTKY IOPIBHSIHO 13 >KIHKaMHU HUIII 100 TEHEeTHYHOro aHaMHe3y Matepi Ta Onu-

KoHTposbHOI rpynu (0,27 %) BiAMoBiAHO. 3bKHX POJMYiB, epeOyBaHHS Ha OOMIKYy B JKiHOUil

4. 'V pe3ynbTaTi NOPIBHSIHHS 0COOIMBOCTEH KOHCYJIbTAIlli MaTrepiB, SKi HApOJWIN IWTUHY 3
nepediry BariTHOCTI HE BCTAHOBJIEHO CTATUCTUYHO BPO/IKCHOIO aHOMAJII€I0 Y TIOPIiBHSHHI 3 KOHTPOJIb-
3HAYUMOI Pi3HHMII MIOAO aHeMii, recTo3y mepmioi Ta  Horo rpymnoro (P>0,05).
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ESTIMATION OF CONGENITAL MALFORMATIONS RISK ORIGIN AMONG NEWBORNS

IN LVIV DISTRICT DURING 2002-2012

Aims. The analysis of prenatal risks factors among womens, which gave birth to newborns with congenital
malformations and control groups in Lviv district during 2002-2012 was carried out. Methods. Analysis of
clinical-epidemiological and medical-statistics datas in medical documentations from maternities hospitals of
Lviv district using «case-control» method was carried out. Results. The statistically significant increase
(P<0,05) in stillborns (2,8 %) among mothers of examined group comparatively to control group (0,27 %)
was revealed. Conclusions. Genetic monitoring of congenital malformations could estimate level of heredi-
tary pathology among newborns and prevent risk factors of it’s origin in population.

Key words: epidemiology, congenital malformations, genetic monitoring, newborns.
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