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Buimii neprxaBHUii HaBYATBHUIN 3aKJ1a]
VYkpainu "ByKkoBUHCBKUI Jep>KaBHUM
MequIHUH yHiBepcuTeT", M. YepHiBIi;
JY "IHcrutyT ciagkoBoi maToorii
HAMH VYxpaiau", M. JIbBiB;
JIbBIBCHKMI MI>KOOIACHHI METUKO-
TeHEeTUIHUH IIEHTP

FEHETVYHM MOHITOPIHI
NPNPOOXEHUX BAL PO3BUTKY,
CAMOBIJIbHNX BUKUOHIB TA
HEMMAHWX WIIOBIB

Knwuoei cnosa: eenemuunuti MOHi-
MOpiHe, NPUPOOICEHT 8a0U PO3GUMKY,
JIOOUHA.

Pe3rome. B pezynomami nposedenoi pobomu 30iCHEHO aHAi3
6unaoxie penpooykmusnux empam y 44 cim'sax. Cim i nodineno na 06i
2PYNu 8 3aneAHCHOCMI 8i0 emioa02iuH020 YAKmMopy GUHUKHEHHS
NPUPOOINCEHUX 8A0 PO3BUMKY. BUNAOKU XPOMOCOMHOT NAMOo02ii 8
anamuesi y 31 cim'ax (y axux ecmanosieno abo HOCilicmeo y bamuokKis,

abo XpoMOCOMHY NAMOA02II0 Y NOMOMCMEBA), MA MHONCUHHI NPU-
poodaceni eaou pozsumky (MIIBP) nesicnoi emionoeii y 13 sunaokax,
Y YaACMUHI 3 HUX MAE Micye MyTbmugakmopua namonozis, 6CmaHos-
J0BANUCS 8 Pe3YIbInami 0emanbHo20 00CmedtcenHss cimell paxmopu
mepamocenesy yu mymazenesy. IIposedeno yumoeenemuytne oocme-
JHCEHHS, 8 pe3yIbMami IK020 BUABIEHO AHOMANbHI Kapiomunu y 15
cim'six. Ileped nranysanusam nacmynnoi eacimuocmi 0yia npogeoena
npeKoHYenyitiHa npoQinaKmuKa, KA BKI04ALA 0OCMeHCeH s
NOOPYIAHCIHCS HA HASIBHICMb eKCMPA2eHimanvbHoi namonoeii, canayis
XpoHiuHux eocHuwy inghexyii, oocmesicennss na TORCH-xomnaexc ma
JKy8anHs npu Heobxionocmi. Takooic 6ci cim'i ompumysanu noaigima-
MiHU 3 MiKpoenemeHmamu ma oricey Kuciomy 6 003i Oinvuue
HeobXioHoi 0060601 003u 2-4 me 3a 70 Onie 0o naanysanus ma I
mpumecmpi eacimuocmi. Y nepwiti epyni y 20 sunaokax (64%,)
HApOOUIUCs PeHOomuno8o 300poe6i dimu, y 4 i3 Hux eusnsieHo 30aian-
COBAHI XPOMOCOMHI MPAHCAOKAYIL,Y 00OH020 3 HUX KITHIUHI NPOABU
eninencii 3 paHnb020 HeoHamanbHo2o nepiody. V 2 eunaokax (6%)
Hacmynuau camosinohi euxuoni y I ma Il mpumecmpax, y 5 eunaoxkax
(16%), mHoOMCUHHI NPUPOOICEH] 8A0U PO3BUMKY MA NPOBEOEHO
nepepueanisn eacimunocmi. ¥ opyeitl epyni niciisi npo8eoeHol npexou-
yenyiunoi npoginaxmuxy ma 3a NOKa3amu NPEeHAmalbHoi diacHocmu-
xku y 10 sunaokax (76%) napoounucs 300posi oimu.

Beryn

EMOpioHamsHUIT PO3BUTOK - HAA3BUIANHO CKITA-
HUU TIPOTIEC, IO BiAOYyBAETHCS JIMIE TIPH TTIEBHOMY
MMO€HAHHI BHYTPIITHIX 1 30BHINTHIX yMOB. KoxkHa
HACTYITHA CTaIisl IIHOTO MPOIIECY MPUYNHHO BUTLINBAE
3 TIOTIEPEAHBOT 1 3 YMOB PO3BUTKY, 1110 € B TAHUH MO-
MEHT. SIKmo sika-HeOyab i3 30BHIMIHIX, 200 BHYT-
PIITHIX YMOB, BaXJIMBHX IS 3IMIHCHEHHS HOP-
MaJIBHOTO TIPOTIECY PO3BUTKY BiZICYTHs, a00 SIKIITO
JIOJAETHCS IKMICh HE3BUYAMHMI 30BHINIHIM YNHHUK,
3[IaTHUH BIUIMHYTHU Ha XiJI PO3BUTKY, IPOIIEC PO3-
BHUTKY BiIXWISETHCA BiJl HOpMansHOTO [1, 2]. Y mes-
KHX BUIIaIKaX, KOJIH JIisl IOTO YMHHUKA Oylla TUMYa-
COBOIO, ITICJIA HOTO YCYHEHHS OpTaHi3M 3apojKa
3MaTHUH BUPIBHATH XiJ CBOTO PO3BUTKY (SIBHIIE
perymnii) i B pe3ylbTari pO3BUBAETHCS HOPMATLHUI

opradi3m [3, 4]. B iHmux Bumankax fis momkos-
KYIOUOTO YNHHUKA BUABJISIETHCSI HE3BOPOTHOIO 1 3a-
ponok abo rune, abo opraHi3M HapOIKYETHCS Ha
CBIT 13 TUMU 4 iHIIMMH AedexTamu Oynosu. [Topy-
LICHHS, SIKe BUHUKA€E Ha MEBHIN cTaaii po3BUTKY
(HampuKIIaz, Ha CTaJii racTPyI), MOXKE CIIPUINHHUTH
JIAHITIOT OLTBII CHJIPHUX BiJIXWJICHB BiJl HOPMAIBHOTO
Po3BUTKY BHacmiok BHYTpilIHEOYTPOOHOT 3aruberi
nesikoi wactuuu (10 30%) 3apoakiB i TWIOAIB, (ak-
TUYHA HAPOJUKYBaHICTh HUXKYE TTOTEHIIHHOI. Y 11to-
JUHYU BHYTPIIIHBOYTPOOHA 3arudenpb 3apoAKiB Ha
PaHHIX CTaisX BariTHOCTI MPOSBISIETHCS CIIOHTA-
HHUMH abopTamMu (MUMOBIIBHUMH BUKHUIHIMH).
Kpim Toro, 3arubens eMOpioHiB BizOyBa€eThCsl i MpH
M03aMaTKOBiH (HaIPHUKIIa, TPYOHi) BariTHOCTI, KOJIH
iMIUIaHTAalis 3aponka BigOynacs He B marui [lopy-
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OpwuriHanbHi gocnimKkeHHsA

MIEHHS MEXaHI3My aare3ii, ToOTo MpoIieciB "CKIIeIo-
BauHs", "yTpuManHs" 1 "3poiieHH" eMOpIOHAIBHUX
CTPYKTYP, MOK€E MPU3BECTH JI0 PO3BUTKY BaJl HABITH
y THX BHIAKaX, KOJU Hpoiidepalliss TKaHUH 1 picT
eMOpiOHATBEHUX CTPYKTYP OpTaHiB Oyiau HOpMalb-
HuMmu. [lopyieHHs MexaHi3My aaresii, sik 1 HeJxoc-
TaTHBO aKTHBHA ITpoidepaliis, JiexxaTb B OCHOBI Oa-
raTbox Baj THITy Au3padiii (Baau, sSKi MOB'13aHI 3 HE
3aKpHUTTSIM HEPBOBOI TPyOKH) [5-8].

[IporpecuBHY poiib y pO3yMiHHI IMaTOTEHE3Y 1
BCTaHOBJICHHI IPUYHH MPUPOHKEHUX BaJI 3irpajo
BueHHs C. Stockard i I1.P. Ceetmosa (1937, 1960)
PO KPUTHYHI TEpioau, a TaKoX moriasiamm E.
Schwalbe (1927) mpo TepaToreHeTHYHI TEPMiHAIIiHHI
Mepionin, K1 BiAPI3HAIOTHCS MiIBUIICHOIO TyTIH-
BICTIO 3apOJIKa JI0 MTOIIKOIKYI0UOi i1 (pakTopiB 30B-
HINTHROTO cepemoBuIa [9].

MeTta pocaixKkeHHs

CrBoputu 0a3y maHuX ciMeil 3 BHUIaIgKaMu
MIIBP Ta XxpoMOCOMHOIO ITAaTOJIOTI€I0 B aHAMHE3,
ne Oynu BUABJIEHI comianpHO BaroMmi IIBP y mo-
TOMCTBa, IIPOaHali3yBaTh e()eKTUBHICTD ITPEHATAIIb-
HOI JIIaTHOCTHKH B CIM'SIX 3 OOTSKEHUM PEIPOTyK-
THBHUM aHAMHE30M, 3 METOI0 TIPODITAaKTUKA HAPOI-
JKEHHSI JITeH 13 BPOIKCHUMH BaJlaMU PO3BUTKY, PO3-
paxyBaru 9acToTy nmoBropeHHs I[IBP y nanux ciM'ssx
MIpH TPOBEJCHHI NMPEHATAIBHOI MIarHOCTUKU B
ymoBax JIpBiBcbkoro MMI'LI.

MarTepiaj i MeToau

Cim'1 3 Bunagkamu MIIBP Tta xpomocoMHOO
MaTOJIOTI€I0 B aHAMHE31, PeECTpalliiiHi TeHETHYIHI
kaptu JIpBiBCEKOrO MMI 1. BukopucTani: KiTiHIYHI,
reHeasIoriuHi, 1abopaTopHi (LIMTOr€HETHUYHI, IMYHO-
(dhepMeHTHI, 610XiMiUHI, MOJIEKYIISIPHO-TCHETHYHI ),
IHCTpyMeHTaJIbHI (yabTpacoHOrpadis, iHBa3UBHA
JIOTIOJIOTOBA JIIaTHOCTHKA) METOIH JOCIIHKCHHS.

OO0roBopeHHs pe3yJbTaTiB A0CTiTKEHHS

B ymogax JIsBiBchKOTO MMI 1] MpoanastizoBaHo
Bunanku MIIBP ta xpomocoMHuoi martosorii y 44
cimeii. [IpoBeneHo oOCTEXKEHHS 3 METOIO BHSB-
JIEHHS THITY 3aXBOPIOBaHHS y MOTOMCTBaA (XpOMO-
COMHE, MOHOTEHHE, MYJIbTH()AKTOPHE) Ta 3aria-
HOBAHO 3aXOJIH MPEKOHIIEIIIHHOT IPOQIiTaKTHKH Ta
MpeHaTaIbHOI JiarHoCTHKH. [1i1 9ac MOBTOPHUX
BariTHOCTEW CTOCTEPEXKEHHS MPOBOIMIIHCS CIIe-
mianmictamu JIsBiBchkoro MMI'L] Ta iHCTHUTYTY
CITaIKOBOI ITaTONOT 1.

1.I'pyna ciMeit, ne MuIsxoM IMUTOTC€HETUIHOTO
00CTEe)KECHHS BUSBIICHO HOCICTBO XPOMOCOMHHX MY-
Tarii abo HApPOIWIHNCH JIITH 3 XPOMOCOMHOIO TIaTO-
JIOTIEF0 BHACTIIOK HOBOI MyTalItii.

VY 31 ciMeit, AKUM TIPOBEAHO IMUTOTCHETHUIHE

TOCITIDKCHHS, BUSBJICHO HOCIHICTBO XpOMOCOMHHUX
nepeOyI0B y OJJHOTO 3 MOApYXxks y 15 (48%). YV
KOKHI{ pONTMHI B aHAMHE31 MaJIO MiCIIe HapOHKEHHS
mutrad 13 MITBP (xpomMocoMHOT TaToIrorii, BUTTa K|
BepHr(iKOBaHI IUTOTEHETUIHO) a00 PEIPONYKTHUBHI
BTpaTH (3aBMHpAHHA ¥ BUKWIHI). OTpuMaHi 1aHi
TpeAcTaBiIeHi B Tabmuiti 1.

Sk BUIHO 13 TaHWX, HaBeEeHUX y TaOJI. 1 mix gac
crioctepexxennst y MMI'T] (mpoBeneHHS IPEKOH-
HEeNIiHHOT TpOodTAKTUKHU Ta MPEeHATAIbHOT Jiar-
HocTHKH) ¥ 20 13 31 ciMel HapOaUIIHCSI 3IOPOBI TITH
(64%). Y 4 Bumaakax B pe3ysbTari MpoBeaeHOl
1HBa3UBHOT JIOTIOJIOTOBOT JIIarHOCTHUKY BHSIBJICHO 30a-
JIAHCOBaHI TPAHCIIOKAITiT Ta HAPOIMIIKCS 3IOPOBI TITH
(12%), y omHOTO 3 HUX KJIiHIYHI IPOSBY €TiIencii 3
PaHHBOTO HEOHATATLHOTO Tepiony. Y 2 BUITamKax
(6%) mactynmu camosinbHi BukugHi y I ta Il tpu-
MecTpax, y 5 sumaakax (16%), niarHocToBaHO MHO-
JKUHHI TIPUPOKEHI BaIW PO3BHUTKY Ta MPOBEIEHO T1e-
pepuBaHHs BariTHOCTI. [Ipexonmenitiiina mpodi-
JIAKTHKA BKITFOYAJIa 00CTEIKEHHS MOJPYXOKS, B TOMY
YUCJIi Ha HAsSBHICTh €KCTPAreHiTAIBHOI MATOJIOT ],
CaHallis XPOHIYHUX BOTHUII iH(EKIIT, 00CTEeKEHHS Ha
TORCH-koMITIIEKC Ta JIIKYBaHHS TOKCOILIA3MO3Y Y
JBOX BHUIIAJKaX, XJaMimiiHol iHGekuii - y 3 Bumai-
Kax. Y 9 5KiHOK BHSIBJICHO €HIOKPHHHI TIOPYIIICHHS: Y
4 - rajaKTopero i3 rirmepnpoIakTHHEMIEI0, ¥ 4 - He-
JOCTATHICTh TIMIOKOKOPTHKOIMHOT pyHKIii. TTicms
BCTAHOBJICHHS JIIarHO3y MPOBETHO METUKAMEHTO3HY
Kopexkirito. Bei cim' B mepion 70 AHIB 10 BariTHOCTI
Ta mepiri 12 TYKHIB BariTHOCTI OTPUMYBAJTH (DOITiEBY
KHCIJIOTY B /1031 Olnbliie 1000B0o1 motpedu (2-4 mr)
Ta KOMIUIEKC TIOJIiBITaMiHIB 3 MikpoeneMeHTaMu. B
MePio BariTHOCTI IMIPOBOIHIIOCS O0OB'SI3KOBE TPUK-
patae Y3-ooctexxenns (11-13 tmxk.; 17-18 tik.; 22
THX.), 010XIMIYHHIM CKPUHIHT Y IIEPIIOMY TPUMECTPi
PAPP ta 6era-XI, y npyromy -anbha-peronporei,
oeta-XI, H-E3. Jlume y 't BUImakax BUSBICHO
BIAXWJICHHS O10XiMITHHX MapkepiB. Y 12 Bumagkax
OyJ10 TTPOBEIEHO 1HBa3UBHY JIOTIOJIOTOBY J1arHOCTUKY
B 00'eMi aMHIOIIEHTE3Yy 13 HACTYITHUM ITUTOTCHE-
TUYHUM JOCITI JPKCHHSIM.

2.I'pymna ciMei, 1e HapOIUIUCS JiTH 3 MYJIBTH-
(haKTOPHOTIO MTATOJIOTIETO.

CiM'T 00cTexeH1 KIIHIYHO, T€HeaJor1yHo, 3aCTO-
COBYBAJIHCS] METO/IH JTAOOPATOPHOI TIaTHOCTHUKH (ITH-
TOT€HETHYHI, iIMyHOpepMeHTHI, O10XiMidHI, MO-
JIEKYIISIPHO-TCHETHYHI) Ta BCTAHOBIJICHO TCHHY TIPH-
POy 3aXBOPIOBaHb y TIOTOMCTBa (MOHOTCHHY YU
MynbTA(aKTOpHY). BpaxoByroun BuIlIeBKa3aHe TIIa-
HyBanucs 3axonu npodinaktuku [IBP ta HeoOximHi
00CTeXEHHS B TIEPi0] IOBTOPHUX BaTriTHOCTEH.

VY Tabmn. 2 mpencTaBiIeHO BUTIAIKU PEIPOIYK-
TUBHUX BTpaT y CIM fX, SKi CIIOCTEpiraiucs y
JIpBiBchKOMY MMI'Tl. 3a gaHWMH KIIHIYHOTO
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Tadoauus 1
Cim'i 3 BUmagKkaMu XpOMOCOMHOI MATOJIOTiil y IOTOMCTBA
Ne Kinku YonoBiku IToromcTBO
1 2 3 4
1 46, XX, 16 gh- 46, XY 1 BariTHICTh — aHTEHATANbHA 3aTUOEIb TUIOAY;
2 BariTHICTB — MiJ criocTepekeHHsM MMI'T] —
3I0pOBa JUTHHA
2 45, XX, der (13;15) 46, XY 1 BariTHiCTh — 3110pOBa JAUTHHA, 2 BaTiTHICTH —
(pll;qll) (enotunoso — cunpom Ilaray;
3 BariTHICTh — 3/10pOBa AUTHHA; Hocii 45 XY, der
(13;15) (p11;q11) mat
3 46, XX, t(5;10) 46, XY 1 Bariraicts — MIIBP;
(q34;qter) 2 BariTHICTH — Wi criocTepexeHHsM MMI'-
3/I0pOBa TUTHHA
4 45, XX, der (14;21) 46, XY 1 BaritHicTh — cunApoM JlayHa TpaHCIOKaNiHHNIA;
(ql1;pl1) 2 BariTHICTh — 3I0pOBa JUTHHA
5 46,XX 46,XY 1 BariTHICTH — 3aBMepJIa Y IEPIIOMY TPUMECTD;
t( 5;10)(q14;q12) 2 BariTHICTH — Wij criocTepexeHHsM y MMI'L]
3JI0pOBa JUTHHA HOCIH TpaHC JIOKAIii
6 45,XX,der(13;14) 46,XY 1 BariTHIiCTH — 3aBMepJIa y MEPIIOMY TPUMECTI;
(q10;q10),1gh+ 2 BariTHICTh — 3aBMepJia y MEepPIIOMY TPUMECTPI;
3 BariTHICTh — MiJ criocTepekeHHsM y MMI'L]
3I0pOBa JUTHHA
7 46,XX 46,XVY,,t(6;9) | 1 BariTHICTh — 3aBMepJIa Y IEPIIOMY TPUMECTPi
(qter —q13;qter) | 2 BariTHiCTB — min cnocTepekeHHs M y MMI'T]
3I0pOBa JUTHHA HOCIH TpaHC JOKaIlil
8 46,XX, t(6;11) 46,XY 1 BariTHICTh — 3aBMepJIa y MEepIUIOMY TPUMECTPI;
(923:923) 2 BariTHICTH — Wi criocTepexeHHsM y MMI'L]
CaMOBUTbHUH BHKHJIEHb Y TIEPIIOMY TPUMECTPi
9 46, XX 46, XY, 22, pst | 1 BaritHicTh — cunapom Enpapaca (47, XX +18);
BHSIBJICHUM MPEHATANBEHO, IEPEPUBAHS 32 MEJI
MTOKa3aMH
2 BariTHIiCTh — Mmix crocTepexeHHssM MMI'T] —
3I0pOBa JUTHHA
10 45,XX,der(13;14) 46,XY 1 BariTHicTh — 3aBMepJia 3-4 THK.;
(q10;q10) 2 BariTHICTH — 3aBMepina 7-8 THXK.;
3 BariTHICTh — MmiJ criocTepexkeHHsM MMI'T] —
MIIBP, nepepuBaHHs BariTHOCTI
11 46, XX,t(6;11) 46, XY 1 BariTHicTh 3aBMepia 3-4 THXK;
(923;923) 2 BariTHICTh — 3aBMepJia y MEepPIIOMY TPUMECTPI;
3 BariTHICTH — i coctepexxeHrsM MMI'T] —
JUTHHA, HOCIH 30aTaHCOBaHOT TpaHCIOKAIlii,
KIIIHIYHO NposiBH eminencii 46, XV, t(6;11)
(923;923)
12 46, XX, 46, XY 1 BariTHicTh — 3aBMepJia 8 -9 THK.;
inv9(pl,2;q2,12) 2 BariTHICTH — aHTeHaTaJIbHA 3aru6ensb 39-40 TIK.
IPHUPOKEHA BaJa Ceplls;
3 BariTHicTh — miJ croctepexxkeHHsM MMI', micns
MpeHaTalbHOI IHBA3UBHOI TiarHOCTUKH 46, XX,
posmienuHa ryou 1 migHeOiHHs.
4 BariTHiCcTh — Mmix crioctepexkeHHsaM y MI'L]
3I0pOBa JUTHHA
13 46,XX 46,XVY (y omHoMy i3 1 BariTHICTh — 3aBMepia 8-9 THx.;
45 MiT031B 2 BariTHICTh — 3I0pOBa AUTHHA
47, XXY
14 46, XX 46, XY 1 BariTHicTh — curzpoMm Jlayna (47, XX+21)
2 BariTHICTh — Mmix crocTepekeHHssM MMI'T] —
3I0pOBa JUTHHA
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OpwuriHanbHi gocnimKkeHHsA

Ilpooosocenns mabauyi 1

1 2 3 4
15 46, XX 46, XY 1 BariTHICTH — XJIOMYHK TTOMEp Ha 7 1100y,
MIPUPOJDKEHA Baja Ceplls — CIUTBHUN apTepialbHUMA
CTOBOYP;
2 BaritHicTh — 3aBMepina 9-10 Twk., mpoBeaeHa
Oiomcist xopiona 45,X0;
3 BaritHicTb — mig cnocrepexenHsM MMI'L] —
3JI0pOBa JIUTUHA
16 46, XX 46, XY 1 Barithicts — MIIBP: cunapom dayna (47,
XX+21), cunapom [ipmmpyHra, cy0ToTansHa
thopma, cTeHo3 JIBAHA/IIATUIIAIION KUK,
KUThIIE BUJIHA ITiIIIUTYHKOBA 3311032, Ae(heKT
MDKIIEpEICepTHOT IePErOPOIKY;
2 BariTHICTH — mif crocrepexxennsm MMI'L] —
3/I0pOBa JIUTUHA
17 | 45,X/46,XX (3:33) 46,XY 1 BariTHICTb — CAMOBUIEHHIA BUKUICHD Y APYTOMY
TPUMECTPI;
2 BariTHICTB — Tif crioctepexeHdsM y MI'L,
MIPOBOIMIIMCEH 3aXO01 Ha 30epeKeHHS —
CaMOBUTHHHIH BUKHJICHD Y IPYTOMY TPUMECTP1
18 46, XX 46,XY 1.BaritHicTh — cuaApoM Jlayra (MIIBP BBP IIIKT
arpesis 12-nmanoi kumkwn, JJMIIIT), 47, XY+21;
2 BariTHICTB — Tif criocTepexenHsM MMI'T] —
3I0pOBa IUTHHA
19 46, XX 46,XY 1 BaritHicTh — cuuApoM JlayHa 47,XY+21(BBP
CCC AMILIID);
2 BariTHICTB — Tif criocTepexeHHsM MMI'T] —
3I0pOBa IUTHHA
20 46, XX 46, XY 1 BaritHICTb Tirpoma mmi, 45 XO
2 BariTHICTB — Tif criocTepexeHHsM y MI'L]
3/I0pOBa IUTHHA
21 46,XX/47, XXX 46, XY 1 BariTHICTH — 3TOPOBHIA XJIOITIHK;
[28;3] 2 BariTHICTb — CAMOBUTbHHM BUKUICHD Y |
TPUMECTPI;
3 BariTHICTb — CAMOBUTbHHN BUKUICHD Y |
TPUMECTPI;
4 BariTHICTH 30pOBa MIIBUNHKA, TICIIS
MIPEHATAIBHOI IHBA3UBHOI JIIaTHOCTHKH
22 46, XX 46, XY 1.BaritHicTh — cuHApoM JlayHa 47,XV+21;
2 BariTHICTB — Tif criocTepexeHHsM MMI'T] —
3/I0pOBa IUTHHA
23 46, XX 46, XY 1 BaritHicTb — cuHApoM JlayHa 47, XX+21;
2 BariTHICTB — Tif criocTepexeHHsM MMI'T] —
3JI0pOBa JIUTUHA
24 46, XX 46, XY 1 BaritHicTh — cuaapom [layna 47,XY+21(BBP
CCC AV- xoMyHiKaris);
2 BariTHICTH — mif crioctepexxennsm MMI'L] —
3JI0pOBa JIUTUHA
25 46, XX 46,XVY 1 BariTHICTh — mij ciocTepexkeHHsIM MMI'T] —
30p 32P 310pOBa TUTUHA;
2 BaritHICTh — cuHIpoM EnBapnca 47,XY+18
26 46, XX 46, XY 1 BariTHICTh — IIUTMHA TYOH 1 TiTHEOIHHS.
38p 45P royionpo3eHuedatis;

2 BariTHICTH — mif crioctepexxennsam y MI'L ta
NPEeKOHUENUIHHOI TPOdiITaKTHKH, 370pOBa JUTHHA
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Ilpooosocenns mabauyi 1

1 2 3 4
27 46, XX 46, XY 1 BariTHICTH — IIUTMHA TYOH 1 MiIHEOIHHS,
30p 34 P romornpo3sentiedanis (cuaapom Ilatay);
2 BaTITHICTH — Tif crocTepexenHsM y MI'L] ta
TIPEKOHTICHITIIHOT MPO(UTAKTHKH, 3I0pOBa JUTHHA
28 46, XX 46, XY IBaritHicTh — cuHapoM [layna 47,XY+21;
2 BariTHICTb — mig cnocrepexenHsm y MI'L] Ta
MPEeKOHLENUIHHOT TPOodiIaKTHKH, TPEeHaTATbHOT
1HBA3HMBHOI JIIATHOCTUKH — 3]I0POBA JUTHHA
29 46, XX 46, XY 1 BariTHICTH — CAMOBIILHHUI BUKUACHD B |
TpHUMeCTpi;
2 BariTHIiCTh — cuHpoM EnBapna, minrBepmkeHuit
icIisl HApOIKEeHHs, peHaTalbHo BusiBIeHOMIIBP,
BHYTPILIHIO Tigporedaiiro, aHoMalito BEpXHiX
KiHI[IBOK, TiIIOMJIa3i0 TPyIHOI KIIITKH
30 46,XX 46,XY 1 BariTHICTH — 3aBMepJIa BaTiTHICTE B | TpumMecTpi;
2 BariTHICTH — cuHAPOM [laTay, mpeHaTaabHO
MIIBP BBP ITHC — gedexT xpobaka MO304Ka,
rinormiasis Mo304Kka, BeHTpukymomeranis, JIMIIIII,
TIOJTIKHCTO3 HUPOK
31 46,XX 46,XY 1 BariTHICTH — CAMOBUTLHUNA BUKUACHD Y IPYTOMY
TPUMECTP];
2 BaTITHICTD — TiJ] CIIOCTEPEKECHHSAM Ta TICIIA
MIPEKOHTICTIHHOT MPOQLTAKTUKH, TIPEHATATEHO
MIIBP BBP CCC AV-komynikauisi, BBP kucreii
(oM AaKTUITIA IOCTaKCUIIbHA) CTON (CTOoma-
KayaJika), IepepuBaHHs BariTHOCTI 32 MeX
MOKa3aMu
Tadauus 2
Cim'i 3 Bunaaxkamu MIIPB HescHoi eTioaorii
No Tum [Tonepenni BariTHOCTI BaritHOCTI i cITOCTEpeKEHHSIM B
ycrnaJIKyBaHHS ymoBax MMI'L] micns
MPEKOHIIENIMHOT PO iTaKTHKH
1 | Hescroi eriomorii | 1 BaritHicts — MIIBP, paximm3, | 2 BariTHICTh — 310pOBa JUTHHA
KJIMILIOHOTICTB, rigpouedartis
2 | HescHoi erionorii | 1 BariTHICTB-370pOBa; 4 BariTHICTH — 370pOBa JUTHUHA
2 BariTHICTb-M/a
3 BaritTHicTh — HEIMyHHA
BOJsHKA uionaa, [IBP cepueo-
CYAMHHOI CHCTEMHU —
TPaHCIO3HULS] MATriCTpaTbHUX
CYAMH, BHYTPIILIHS
rigponedanis
3 MOHOT€HHUI 1 BaritHicTh — cuaapom [I’epa- | 2 BariTHiCTh — 3010pOBa JUTHHA
Pobena
4 MOHOTCHHUH 1 BariTHICTH — CHHAPOM 2 BaTiTHICTH — 37I0pOBA JTUTHHA
ITorTepa
5 MOHOTCHHUH 1 BariTHICTH — CHHAPOM 2 BaTiTHICTH — 37I0pOBA JIUTHHA
ITorTepa
6 MOHOTCHHUH 1 BariTHiCTE — cuHApPOM JleHTia | 2 BariTHICTH — 3aBMepia y 7-8

TH)KHIB;

BariTHICTh

3 BariTHICH — 3/TOPOBA AUTHHA ITiJ|
criocrepexxeHHsm y MI'L;

4 BariTHICTb — MiJ] CHOCTEPEKECHHAM Y
MI'L] HopMmasibHa TPOTiKaIOYH
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IIpooosorcenns mabauyi 2

7 | MynbTrdakTop-

1 BariTHICTb — HEIMyHHA

2 BaTiTHICTH — 3/I0OPOBA TUTHHA

Jenni-Yokepa

HUH BOJISTHKA TIIO/Y, KHCTO3HA
MOJKITHUBO rirpoma mmi
XPOMOCOMHA
TIaTOJIOTiA?

8 | Mynbrrdakrop- | 1 BariTHiCTH — CHHAPOM 2 BaTiTHICTH — 3/I0OPOBA TUTHHA

HUH Jenni - Yokepa
9 | MynsTudakrtop- | 1 BaritHicTh — 370pOBa IUTHHA | 3 BaTiTHICTH — IiJ] CIIOCTEPEIKECHHSIM Y

HUU 2 BariTHICTb — CHHAPOM MI'1] MyaBTHKICTO3 TIPaBOi HUPKH

10| Mymnbrudakropan | 1 Baritaicts — MIIBP

1 HEe BUKJIIOYEHO

(Mmienoriene, rigpomedaris,

2 BariTHICTH — 3/I0OPOBA TUTHHA

MOHOT HHHUI HEIMYHHa BOJISTHKA)-TIepepBaHa
11| Mynstudakrop- | 1 BaritHicTh — cuHApoM JleHmi- | 2 BariTHICTh — 3I0pOBa AUTHHA
1505071 Yokepa

12| Hesicuoi erionorii
(pax mMTOBUITHOL
3aJI037 Y BariTHOI
B aHaMHe31,
MpUKoM
PaTioaKTHBHOTO
Hony)

1 BariTHICTh 310pOBa TUTHHA

2 aritHicTh — MIIBP anomamist
PO3BUTKY KiHITIBOK i3
TpboX(aTaroBUM IMEpPIIAM MaJIbIeM
Ha cTolax, KUcTa cybapaxHoinaibHa

13| MynbTudakrop- | -
HUH (paHHS
TepaToJIoTis,
MPUKAOM TIPOTH-
CYJIOMHUX
3aco0iB)

1 Baritaicte — MIIPB BBP ITHC
akpanists, BBP CCC Tpancno3wuirist
MaricTpalbHUX CYINMH

00CTeKEeHHS HApOHKCHUX XBOPHUX MiTeH abo marto-
JIOT0AHATOMIYHOTO PO3THHY Y BHUITAJKY CMEPTI, a
TaKOX 3aCTOCOBYIOUH T€HEAJIOTIYHUH aHai3, METOIH
nabopaToOpHOi AIarHOCTUKHU (IUTOTCHETHYHI, IMY-
HO(epMeHTHI, 010XIMiuHi, MOJICKY/ISAPHO-TEHSTUYHI )
BCTAaHOBJICHO, JI€ MOKJIMBO, THUII 3aXBOPIOBAHHS Ta
3aITaHOBaHO 3aX0au MPoGiakTuKy. [laHi KIIIHIYHO-
naboparopHoro o0crexkenHs Bkiaodanun TORCH-
koMmIuieke (miaTBepmkeHHs IPA Ta I[P o6c¢-
TEKEHHSIMH), CHIOKPUHHI MOPYIIeHHS (KITiHITHO Ta
3a pe3yiIbTaTaMy BU3HAYCHHS PiBHS TOPMOHIB pa-
Ni0i30TOMHUM MeTonoM). OTxe, y HaBeneHux 13
CIM'SIX IIUTOTCHETHIHO HOpMaITHHI KapioTurw (46,XX;
46,XYVY); y 3 BumagKax mpoIiKoBaHO TOKCOIUIA3MO3,
4 Bumnamkax - Mikc-iH(peKIis (ypeaMikoIiazmMo3s); y 3
BYSIBJICHO €HIOKPHWHHI IOpYyIIeHHS (Y 2 - XpOHIYHA
DTIOKOKOPTHKOITHA HEIOCTATHICTD, ¥ 1 - ramakTopes
3 rineprpoiakuHeMi€ero, y 1 - By3i1oBuii 300, y 2 - Ti-
TepIuTasis MUTOBUAHOI 31031 11 CT., a TakoX TIpo-
BeZICHA KOPEKITisl 3aMiCHOT TOPMOHOTEpAIIii ImicyIs BU-
TAJICHHS KUTOBHIHOI 3a103H). Y KOKHiH ciM'T 3a 2
MicC. JI0 TUTAaHyBaHHS TPOBOIMIIACH TPEKOHIICTIIIIHA
mpo(iJlaKTHKA Ta MIPUHOM (OJIIEBOT KMUCIOTH B 1031
OieIie 7060B0o1 oTpedu (0,4-4 MT) B TIEpITIOMY TPH-
MECTpi BariTHOCTi. B mepiox BariTHOCTI Tpo-
BOJIMJIOCS O0OB'SI3KOBE TPUKpATHE Y 3-00CTEIKECHHS

(11-13 tmxk.; 17-18 tmok.; 22 THK.), Ol0XiMITHUHA
CKpHUHIHT y Tiepmiomy Tpumectpi PAPP Ta 6era-XT,
y apyromy - anbda-heronporein, 6eta-XI, H-E3. ¥
pe3ynbTaTi MpoBeneHuX 3axoniB y 10 Bumagkax Hapo-
IUIACS 310poBi Aitn. Bunagku aeskux MIIBP i3
YpakeHHSIM KIJIbKOX CHCTEM MOXKHA ITOSICHUTH EKCT-
pareHiTajIbHOIO TATOJIOTIE0 y MaTepi, PUIAOM Tepa-
TOTEHHHUX IIpemnapariB 3amoBro abo mig gac Ba-
ritHOCTI. ¥ 3 Bumazakax (23 %) HapoAWIUCH MTITH i3
MIIBP.

IlepcnekTUBHU MOJAJBIINX AOCJiTKEHb

[InanyeTbcsa MpoBeCTH A1arHOCTUKY IIPEHATAIIb-
HOT XpOMOCOMHOI ITaTOJIOTi1, BAKOPUCTOBYIOUH VIIBT-
Pa3BYKOBI MapKepH.

BucHoBku

1.Bneprmie cmiBcTaBieHo MaHi KIiHIYHOTO, T'e-
HEaJIOT1YHOT0, JTAOOPATOPHOT'O Ta IHCTPYMEHTAIh-
HOTO 00CTEXEHb CiMel 3 PerpOIyKTUBHIMH BTpa-
TaMH, 3aCTOCOBAHO CYJacHI MOJIEKY/ISIPO-TeHETUIH1
JOCTIPKEHHS 3 METOIO BUSBICHHS MOXKIIUBUX IIPH-
YUH BHHHKHEHHS BajJ Ta PO3POOJICHHS, BIPO-
BaPKCHHS METOIIB PO(MITaKTUKH IPUPODKEHHUX Bal
PO3BUTKY, OCOOJIMBO y CIM'SIX TPYITH PU3HKY.

2. 3 obcTexxeHux 44 ciMmeit 3 penpoayKTUBHUMHU
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Brparamu y 31 (70%)B anamHe3i Oy BUITaJKH Ha-
POIDKEHHS JITeH 3 XpOMOCOMHOIO ITATOJIOTIEI0; ¥
15(48%) 3 HUX BUABIEHO aHOMAJbHI KapiOTHIH
(36amancoBani) y ogHOTO 3 MOAPYXKs. JlaHi ciM'T B
riepion 70 mHIB A0 BariTHOCTI Ta mepir 12 THXHIB
BariTHOCTI OTPUMYBaJIK (POITIEBY KUCIOTY 1031 OiIb-
e 1000801 motpebu (2-4Mr) Ta KOMILIEKC MOJIi-
BiTaMiHiB 3 MikpoeneMeHTaMu. Y 13 Bumankax Oyiro
MIPOBEICHO 1HBA3UBHY JOTOJIOTOBY MiarHOCTHKY B
00'eMi aMHIOIIEHTE3y 13 HACTYIHHUM I[UTOT'CHE-
THYHUM JochimkeHHsM. y 20 i3 31 ciMmeit Hapou-
yucs 310poBi aitu (64%). Y 4 BUmankax B pesyib-
TaTi MPOBEICHOI 1HBa3UBHOI JOTIOJIOTOBOI AiarHOC-
THKY BHSIBJIICHO 30a7aHCOBaHI TPAHCIIOKAIII] Ta Ha-
ponumucs 3a0posi aité (12%), y ogHOTO 3 HUX KITi-
HIYHI TIPOSIBH EITIJIETICIT 3 paHHROTO HEOHATAIHLHOTO
nepiony. Y 2 unaakax (6% ) HACTYITHIIN CaMOBIUITbHI
BukuH1 y [ Ta Il Tpumectpax, y 5 Bunankax (16%),
MHOYKHHHI IIPHPOJHKEHI BaZll PO3BHUTKY Ta IPOBEICHO
TIepepUBaHHS BariTHOCTI.

3. 3 oOcTexeHux 44 ciMeit 3 penpoayKTUBHUMHU
BTparaMu y 13 B aHamHe31 Oyiu BUIIAIKU HapOI-
skeHHs mitert 3 MIIBP HesicHOT eTioorii, y HesIKux
BCTAaHOBJIEHO YMHHUKH, SIKI MOTJIIM CUPUYMHUTH
TepaTOTEHHHUH BIUIMB Ha eMOPiOH B paHHI TEPMIHU
a00 MyTareHHUH (GaKkTOp HAa TOHAAM B MEPIOJ 3a-
oBTO 1o BaritHOCTI. [licas mpoBemeHol mMpeKoH-
nernuiiHoi mpodimaktuxu y 10 (76%) Bumagkax Hapo-
TIATACS 37I0POBI TTITH.
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[Mimaxk, B.®. Mucnuupkuii, C.C. Tkauyk. - UepHibui: Men-
yHiBepcuret, 2004. - 608 c. 2. Jonpuuipkuii O.B. Tlpupomkeni
Bagu pO3BUTKY. OcHOBH Z[iaFHOCTI/IKPI Ta JIiKyBaHH}II MOHOTI'-
padis / O.B. Honpuuiekuii, B.O. Tanaran, O.B. Pogamuna. -
K.: 2009. - 1040 c. 3. ITukamok B.C. OnTO-, dinmorenes
oprauiB i cuctem / B.C. ITukaniok, A.}0. Ocmanos. - Cim-
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mortality and congenital anomalies from 1950 to 1994: an
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TEHETUWYECKHAI MOHATOPHHT BPOKJIEHHBIX
IHOPOKOB PA3BUTUSA, CAMOIIPOU3BOJIbHBIX
BBIKUJIBIIIEN U BECIIOTHOI'O BPAKA

0. 1. Aumonwx, O. 3. I'nameiixo, H. H. IIpoxkonuyk, H. B.
T'envnep

Pe3rome. B pesynsrate npoBeneHHON pabOTHI OCYILIECTBICH
aHaM3 CIy4aeB PEeNpOAYKTUBHBIX MOTEPh B 44 ceMbsix. CeMbH
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paszeieHbl Ha J1B€ TPYIIIBI B 3aBUCUMOCTH OT ATHOJIOTMYECKOTO
(akTOpa BOSHUKHOBEHUS BPOXKACHHBIX ITOPOKOB Pa3BUTHSL:
CITydad XpOMOCOMHOH IaTOJIOTMH B aHaMHe3e y 31 ceMbsx (B
KOTOPBIX YCTaHOBJICHO WM HOCUTEIbCTBO y POAUTENECH, UK
XPOMOCOMHOM ITaTOJIOTHH Y MOTOMCTBA) U MHO>KECTBEHHBIE
BPOJKJECHHBIC IOPOKU PA3BUTHUS HEACHOH 3THOJIOTUU B 13
CIydJasx B YAacTH U3 HUX MMEET MECTO MYJIbTH(AKTOpHAas
[IaTOJIOTHS, YCTAHABIMBAINCH B PE3YyIbTaTe AETAIbHOTO
oOcrneoBaHus ceMer (hakTOphl TepaToreHe3a Wik MyTarcHesa.
IIpoBeneHo ynpTpa3BykoBOE OOCiIEeJOBAaHUE, B pE3ylIbTaTe
KOTOPOTO BBISIBICHO aHOMaJbHbIC KAPUOTUIEL B 15 ceMbsX.
IMepen nnanupoBaHueM ciexyronieil 6epeMeHHOCTH ObLIa
nposeneHa [IpexoHnenoHHas IpouiIakTHKa, KOTopas
BKJIOYana oOcliefloBaHME CYNPYroB Ha Hajludue
9KCTParcHUTAIbHOM IaTONIOIUY, CaHALIUS XPOHUYECKHX 04aroB
nHdekyn, oocnenoBanre Ha TORCH-koMILIeke 1 iedeHUs pu
HeoOxoauMmocTu. Takxke Bce ceMBbH TOJTyJalTH TOJTHBUTAMUHEI C
MHKpO3JIEMEHTaMH U (OINEBYI0 KHCIOTY B 03¢ Ooiee
HE0O0X0oqUMOW CyTOYHOU m03bl 2-4 mr 3a 70 mgHe# o
IUTAaHUPOBAHMS U TpuMecTpe GepeMeHocTH. B epBoii rpymme B
20 cirygasix (64%) poamiuch GESHOTHITIYECKHE 3J0POBBIC JICTH,
B 4 13 HUX OoOHapy)eHo cOaJaHCHPOBAHEI XPOMOCOMHBIE
TPaHCIIOKALUU, Y OJHOTO U3 HUX KIMHUYECKHUE IPOSBICHUS
SNMJICTICUU C PAHHEr0 HEOHATalbHOro nepuoja. B 2 ciyuasx
(6%) HacTymmIM cCaMONpPOM3BOJIbHBIE BEIKUABIIIY B | u 11
TpHUMecTpax, B 5 ciydasx (16%), MHOKECTBEHHBIE BPOJKICHHBIE
TIOPOKH Pa3BUTHSI M MPOBEACHHMS IIPEPHIBAaHUS OEPEMEHHOCTH.
Bo BTOpOIl rpynne nocsie npoBeIeHHON MPEKOHIETIIHOHHON
MPOQHIAKTHKY U TIO TOKA3aHUSM TIPEHATAIBHOM THArHOCTHKH B
10 cirygasix (76%) poaunuch 3M0pOBBIC ETH.

KnawoyeBblie ca0Ba: TCHETUYECKUH MOHUTOPHUHT,
BPOXKJICHHBIC IIOPOKHU Pa3BUTUS, YECIIOBEK.

GENETIC MONITORING OF CONGENITAL
MALFORMATIONS, SPONTANEOUS MISCARRIAGE
AND INFERTILE MARRIAGE

O. P. Antoniuk, O. Z. Gnateiko, N. N. Prokopchuk,
N. V. Gellner

Abstract. The article is a result of the research of cases with
the reproductive loss in 44 families. Families was divided into
two groups, depending on the etiological factors of congenital
malformations, chromosomal aberrations cases in history of 31
families (who were found to be either parents carrier or
chromosomal aberrations in a great number of congenital
malformations of descendants) and unknown etiology in 13
cases. Part of them is a multifactorial pathology determined as a
result set of detailed examination of the factors of teratogenesis
or mutagenesis in the families. A cytogenetic examination shows
abnormal karyotype in 15 families. Before planning the next
pregnancy preconception prevention that included examination
of the marriage couple for the extragenital pathology, rehabi-
litation of chronic foci of infection, screening for TORCH-
complex and treatment if it is necessary was held. Also, all
families received multivitamines with trace elements and folic
acid at a dose greater than the required daily dose of 2-4 mg for
70 days to planning and the first trimester of pregnancy. In first
group in 20 cases (64%) phenotypic healthy children were born,
4 of them was found to have balanced chromosomal trans-
location, 1 of them had the clinical manifestations of epilepsy
with early neonatal period. In 2 cases (6%) there were spon-
taneous abortions occurring in the first and second trimesters, in
5 cases (16%), multiple congenital malformations and medical
abortion were found. In the second group after held following
the for conducted preconception prevention and according to
indications of prenatal diagnosis healthy children were born in
10 cases (76%).

Keywords: monitoring genetic, congenital malformations,
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