Hamania IIPOKOIIY YK, IOpiu IIPOKOIIYYK

CIM’i 3 OBTSI’)KEHUM PENNPOJAYKTUBHUM AHAMHE30M

3 METO IPOTHO3YBaHHS 3I0POBOIO IOTOMCTBA Y POAUH 3 OOTSKEHUM
PEeNpOAYKTUBHUM aHAMHE30M, Iepe]] IIaHYyBaHHSAM BariTHOCTI 3JiHCHIOBa-
Jacd TpeKOoHIenMiiHa npodinakTuka B ,JHCTUTYTI CHajKOBOI MATONOTIi™
Axkanemii MequuHUX HayK Ykpainu. CyyacHl TeHeTUYHI JOCIIIKEHHS 3acBij-
YyIOTh, IO PO3BUTKY BPOIKEHUX BaJl MOXKHA 3a00irTH. MeIuKo-reHeTuyHe
KOHCYJIBTYBaHHSI € Ba)KJIMBOIO CKJIa/I0BOIO YACTHHOIO KO)KHOTO €TaIy CHUCTe-
MU MPODITAKTUYHHX 3aX0/1iB, O/IHIEIO 3 YMOB €(DEKTUBHOTO (PYHKIIIOHYBaHHS
SIKOT € CHIBITpallsl aKyIepChKO-THEKOIOTTYHOT 1 MEIMKO-T€HETHYHOT CITyK0 B
CHUCTEMI TEHETUYHOTO MOHITOPUHTY.

Marepiaj i meTonuka. JlociimkeHi ciM' i 3 MHOKHHHIMH TTPUPOJHKCHU-
MU BaJlaMU PO3BUTKY Ta XPOMOCOMHOIO aTOJIOTI€I0 B aHaMHe31. [ eHeTHuH1
KapTu cTBOpeHi JIBBIBCBKUM MiKOOJIACHUM MEIUKO-TEHETUYHUM IIEHTPOM.
[IpoBeneHo aHainiz e(eKTUBHOCTI NMPEHATANbHOI JIarHOCTUKU B 44 cim’sx
3 penpoayKTUBHUMHU BTpatamu. Cim’i Oyau Ha OOJiKy Ta CIOCTepeXeHH1 y
JIbBiBCHKOMY MiKOOIacHOMY MeauKo-reHeTuuHomy meHtpi (JIMMIL). 3a
2008-2013 poku cTBOpeHO 06a3y TaHUX POJWH 3 PENPOTYKTUBHUMU BTpaTaMH,
B aHaMHe31 SKUX BHUSBJIEHO COIIaJIbHO Baromi MPUPOUKEH1 BaAu PO3BUTKY
cepes MOTOMCTBA. 3 METO0 MPO(DUTAKTUKH HAPOHKCHHS IiTEH 3 BPOIPKEHUMHU
BaJlaMH PO3BUTKY IMPOBOJIMIIACS MPEKOHIIETIIIHHA MM1Ir0TOBKA. 3aCTOCOBYBa-
JIUCh KJIIHIYHI, TeHEAIOT14H1 J1a00paTopHi JOCHIKEHHS, Cepe/l HUX IUTOTe-
HETHYHi, IMyHO(pEpMEHTHI, 010XiMi4HI, MOJIEKy sipHO-TeHeTHuHi. Kpim Toro,
y JIbBIBCHKOMY MIXKOOJACHOMY MEAMKO-T€HETHUYHOMY IIEHTP1 MPOBEACHI 1H-
CTPYMEHTAJIbHI METOIM JIOCIIKEHHSI — YJIbTpacoHOrpadisi, aMHIOLEHTE3
(Ha nmBOX KIIHIYHKMX 0a3ax: JIbBIBCHKO1 00IACHOI KITIHIYHOI JlikapHi Ta JIbBiB-
CBKOT0 00JaCHOTO MEPUHATAIBLHOTO LEHTPY). JlaHi KIiHIYHO-1a00paToOpHOrO
obcrexxenns Brimodanmn TORCH-kommeke (miarBepmxensas DA rta I[P
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OOCTEKEHHSAMU), €HIOKPUHHI MMOPYIICHHS BUSABIEHI KJIIHIYHO Ta 32 pe3yilb-
TaTaMy BU3HAYCHHS PiBHS TOPMOHIB Pa/1i0i30TOITHUM METOJIOM.

Mera po6oru:

* po3MpUTH 0a3y JaHUX ciMeH 3 PEeNpONLyKTUBHUMU BTpaTaMu, B aHaM-
He3l AKUX Oyl BHSBICHI COLaJIbHO Baromi MPUPOKEHI BaJu PO3BUTKY B
MTOTOMCTBA

* MpoaHali3yBaTH €(QEKTUBHICTh MPEHATAIbHOI JIarHOCTUKU Y CIM’SX
3 OOTSDKEHUM PENpOAYKTUBHUM aHAMHE30M, 3 METOI0 MPO(QIIAKTUKHA Hapo-
JOKEHHSI IITeH 3 BPOIKEHUMHU BaJlaMU PO3BUTKY.

Pe3yabTaT podoTH i 06roBopeHHs. Y pe3ynabrari npoBeneHoi poboTu
MpoaHaIi30BaHl BUIAJAKU PENPOAYKTUBHUX BTpar y 44 cim’sx. Cim'i noai-
JICH1 Ha Bl TPYNH B 3aJIEKHOCTI Bij €TIONOTTYHOTO (haKTOPy BUHUKHEHHS
MPUPOIKEHUX BaJl PO3BUTKY.

I rpyna —y 31 ciM’i giarHOCcTOBaHA XpOMOCOMHA MATOJIOTis 0aThKiB 200
XpOMOCOMHa MaToJIOrisl B aHAaMHE31 y TOTOMCTBA.

Il rpyna—y 13 cim siX — BUSBIICHI MHOKWHHI IPUPOIKEH] BaJH PO3BHU-
TKY HESICHOT eTioJIoril y AiTeil. MynbTH(aKTOpHa MaToIOTis BCTAaHOBIIIOBAJIA-
Csl IETaIbHUM OOCTEKEHHSIM CiMell Ha (DakTopu TepaToreHe3y i MyTareHesy.

[TpoBeneHO MUTOTEHETUIHE OOCTEIKEHHS, B PE3YNIBTaTi SIKOTO BHSBICHO
aHOMaJTbHI Kapiotunu y 15 cim’sx. [lepen mmanyBaHHSIM HaCcTyITHOI BariTHOC-
Ti IPOBOJIMJIACS MPEKOHIIETILIHHA MPO(IITAKTUKA, KA BKIIOYaIa 00CTEKEHHS
MOAPYXOKS Ha HAsIBHICTh €KCTPAreHiTaabHOI MaToJIOTIi, CaHAIII0 XPOHIYHUX
Boruul iHdekii, ooctexernHs Ha TORCH-komrieke Ta, mpu HEOOX1THOCTI,
JKyBaHHS.

B nepmiii rpymi y 20-tu xiHok 3 31 ciM’1 Hapoauiucst peHOTUIIOBO 3710-
poBi nitu (64,5%), y 4 BusiBIeHO 30aJaHCOBaHI XPOMOCOMHI TPaHCIOKAIT y
mwiozaa (13%), y onHOi TUTHUHU KIIIHIYHI IPOSIBU €TUIENCii 3 pAHHbOTO HEOHA-
TaJLHOTO MEPioy, Y ABOX BariTHUX HACTYIMJIA CaMOBLIbHI BUKHIHI Ha [ Ta 11
TpuMmecTpax (6,5% ). Y m’aTh0oX AiTeil BUABIEHI MHOXHHHI IPUPOKEHI Ban
po3BUTKY (16,0 %), 1110 CIIOHYKAJO 0 IEpEePUBAHHS BariTHOCTI (mabnuys 1).

44 oOcTexxeH1 poAUHHU BIIpoAoBxk 70 JHIB mepe MIaHyBaHHSM BariTHOC-
Ti OTPUMYBAJIH MOMIBITAMIHH 3 MIKPOEJIEMEHTaMH Ta (OJIiEBY KUCIIOTY B 031
OlLBIIIH, HIXK HeoOXiaHa 1000Ba 1032 (2—4 Mmr).

13-oM >kiHKaM B Tepioj BariTHOCTI MPOBEICHO 1HBA3HBHY IOIMOJOTOBY
JIarHOCTUKY B 00’€M1 aMHIOIIEHTE3y 3 HACTYITHUM ITUTOTEHETUYHUM JIOCIi-
JOKEHHSIM.

VY npyriii rpyni obcrexeno 13 ciMmeii, B aHaMHe31 KUX Oylu HapOKEH1
JITH 3 MHO)KMHHUMH TIPUPOKEHUMHU BaIaMU PO3BUTKY HESICHOT €TI0JIOT 1.

OTtox, y HaBeieHUX 13 ciM’siX B 000X OAThKiB KapiOTUIN LIUTOTEHETUYHO
HOpMaJTbHI (46,XX; 46,XY); y 3 BUnaaKax mpoJikoBaHO TOKCOILIa3Mo3, y 4
BUIA/IKaX — MIKC-1H(EKIIis (ypeaMiKoIiasmMo3); y 3 — BUSBIEHO €HJJOKPUH-
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Hi po3naau (y 2 — XpOHIYHA IIIOKOKOPTUKOiJHA HEJOCTaTHICTh, y 1 — ra-
JaKTOpes 3 TINepIpoIaKTHHEMIE0), Y | — By3110BUi 300, y 2 — rinepruiasis
nuTonoAioHoi 3amo3u Il cT., mpoBeeHa KOpeKIlis 3aMiCHOT TOPMOHOTEparii
IiCIIs BUAAJICHHS MIUTOMOAIOHOT 3a103u. Y KOXKHIM CiM’1 Ba MicsIll mepes
IUTAHYBAHHSAM BariTHOCTI MPOBOJAMIIACS IPEKOHIEMIIHA TpodilakTuKa Ta
npuiiMaHHs QOIi€BOI KUCIOTH B 11031 Oimbine 1060Bo1 morpedu (0,4-4 mr)
@)X JI0 KIHIIS MEPIIoro TPUMECTPYy BariTHOCTI. B mepiox BariTHOCTI MpoBo-
JUIIOCS TPUKpaTHe yibTpacoHorpadiune oocteskeHus (1—13 twxk; 17—18
THK; 22 THK.), O10XIMIYHHMI CKPUHIHT Y IEPLIOMY TPUMECTPI acoliioBaHUN
3 BariTHICTIO MPOTETH-A TIa3MHU Ta OETa-XOPIOTOHAIBHOTO TOHAIOTPOIIIHY,
y apyromy — anbda-heronpoTein, O0eTa-XopioroHaIbHUN TOHAIOTPOIIH,
HEKOH FOTOBaHUI ecTpioyl. BcTaHOBIICHI YMHHUKY, SIKI MOTJIM CIIPUYUHUTH
TepaTOTeHHY /10 Ha eMOPIOH B paHHI TEPMIHU BariTHOCTI a00 X MyTareHHY
JIi10 HA TOHAJIU B TIEPiOJT 33]IOBTO JIO BariTHOCTI.

VY 10 Bunazgkax i3 13 cimeit Haponunucs 3a0posi aitu (77%). Y 3 Bu-
nagkax (23%) HapoAMIUCH AITH 3 MHOXHUHHUMH NPUPOMIKEHUMH BaJaMu
PO3BHTKY, a caMe: aKpaHis, TPAHCIIO3MUIisl MariCTpaJIbHUX CYIUH, MYJIBTHKIC-
TO3 MPaBOi HUPKH, AHOMAJIisl PO3BUTKY KiHIIBOK 3 TpU(aTaHTOBUM HEPIINM
MajblieM Ha CTOT, 3 Cy0apaxHOigaIbHOI KicTO0 (mabauys 2).

Bumnagku neskux MHOXKMHHUX MPHPOPKEHUX BaJl PO3BUTKY 3 ypaXKeH-
HSIM KIJTBKOX CHCTEM MO)KHA MOSICHUTH €KCTPAareHiTaJbHOIO MAaTOJOTIEI0 Y
Marepi, ad0 BIUIMBOM TEpaTOreHHUX IpernapariB 3aJ0Bro YM IIiJ Yac BariT-
HOCTI.

Tabnuya 1. CiM’1 3 XpOMOCOMHOIO MATOJIOTi€0 OAThKIB a00 MOTOMCTBA.

Ne Kinku Yonosiku IToromcTBO
| 46, XX, 16 gh- 46, XY 1 BAriTHICTh — aHTEHATAIbHA 3aru6ens 1mI0/a;
2 BaTITHICTb MiJl CIOCTEPEIKESHHSIM — 310pOBa JTUTHHA
45, XX, der 1 BariTHICTh — 3/10pOBa JAUTHHA, 2 BariTHICTH — (EHO-
2 (13:15) (pl1:q11) 46, XY | TunoBo — cunzapom Ilaray;
1) (P 3 pariTHicTh — Hociit 45 XY, der (13;15) (p11;q11)mat
46, XX, t(5;10) 1 BariTHICTb — MHOXHHHI IPUPOIXKEH] BaU PO3BUTKY;
3 46, XY . .
(q34;qter) 2 BariTHICTb il CHOCTEPEKEHHIM — 3/10pOBa JAUTHHA
4 45, XX, der 46. XY 1 BaritHiCTh — cuHApOM JlayHa TpaHCIOKAIIHUI;
(14;21) (q11;p11) ’ 2 BariTHICTh — 3/10pOBa JIUTHHA
1 BariTHICTh — 3aBMepJa y IepUIOMYy TPUMECTPI;
46,XX o . .
5 46,XY | 2 BariTHICTb MiJ CIIOCTEPEKEHHIM — HOCIH TpaHC
t(5;10)(q14;q12)
JIOKAIii
45,XX der(13:14) 1 BariTHICTH — 3aBMEpIIA y TIEPIIOMY TPUMECTPI;
6 46,XY |2 BariTHicTb — 3aBMepJia y HEpIIOMY TPUMECTPI;
(q10;q10),1gh+ . .
3 BariTHICTB IiJ] CIOCTEPEKEHHSIM — 3I0POBA AUTHHA
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YouoBikn

IloToMcTBO

46,XX

46,XY, ,
t(6;9) (qter
—q13;qter)

1 BariTHICTh — 3aBMEpJIa y MEPIIOMY TPUMECTPI;
2 BariTHICTb MiJ CHOCTEPEKEHHIM — HOCIH TpaHcIo-
Kamii

46,XX, t(6;11)
(923;923)

46,XY

1 BariTHICTb — 3aBMepia y IEPLIOMY TPUMECTDI;
2 BariTHICTH il CIOCTEPEIKECHHSIM — CaMOBIUTbHHIN
BHKHUJICHB Y [IEPLIOMY TPUMECTPI

46, XX

46, XY,
22, pst

1 BaritHicTh — cunapom Ensapaca (47, XX +18),
BUSIBJICHUH ITPEHATAILHO, IEPEPUBAHHS BAariTHOCTI 3a
MEIUYHUMH MOKa3aMHu;

2 BariTHICTH IiJ] COCTEPEKEHHSIM — 3/10pOBa JIUTHHA

10

45, XX,der(13;14)
(q10;q10)

46,XY

1 BariTHiCTh — 3aBMepiia Ha 3—4 THK.;

2 BariTHICTh — 3aBMepia Ha 7—8 THK.;

3 BariTHICTH MiJl CIIOCTEPEIKCHHAM — MHOXXHHHI ITPH-
POIDKEHI BaJl PO3BUTKY, IIEPEPUBAHHS BariTHOCTI

11

46, XX,t(6;11)
(923;923)

46,XY

1 BariTHICTH 3aBMepiia Ha 3—4 THK;

2 BariTHICTb — 3aBMepia y IepLIOMYy TPUMECTDI;

3 BariTHICTH i1 CIIOCTEPEIKCHHSIM — JUTHHA, HOCIH
30a/1aHCOBaHOI TPaHCIOKaLlil, KIIHIYHO IPOSIBY eIijen-
cii 46, XY,t(6;11)

(923;923)

12

46, XX,
inv9(pl1,2;q2,12)

46, XY

1 BariTHICTb — 3aBMepia Ha 8—9 Tux.;

2 BariTHICTh — aHTEHaTaJbHa 3aruoens Ha 39—40
THX., BPOJPKEHA BaJia Ceplis;

3 BariTHICTB MiJl CIIOCTEPEIKECHHSM, IICIIsI TPEHATAIbHOT
iHBa3MBHOI niarHoctuku 46, XX, minuHa ryou i mijgHe-
O1HHS

4 BariTHICTb ITiJ] CHOCTEPEKEHHIM — 3/10pOBa JIUTHHA

13

46,XX

46,XY (y

OJTHOMY 13

45 miTo3iB
47, XXY

1 BariTHICTb — 3aBMepia Ha 8—9 Tux.;
2 BariTHICTh — 3/I0pOBa JIUTHHA

14

46, XX

46, XY

1 BaritHicTh — cunapoM Hayna( 47, XX+21);
2 BariTHICTb il CIOCTEPEKECHHIM — 3/10pOBa JIUTHHA

15

46, XX

46, XY

1 BariTHiCTh — XJIOIYHUK TIOMEp Ha 7 100y, BPOIKEHA
BaJla Ceplls — CITUIBHUIT apTepiaTbHUN CTOBOYD;

2 BariTHiCTb — 3aBMepia Ha 9-10 Tk, npoBeneHa Gio-
ricist xopiona 45,X0;

3 BariTHICTb MiJ] CHOCTEPEKEHHAM — 310POBa AUTHHA

16

46, XX

46, XY

1 BariTHICTb — MHOXHHHI IPUPOAKEH] BaJU PO3BUTKY:
cunypom Jlayna (47, XX+21), cuaapom [ipuimpyHra,
cyOroTanbHa Gopma, cTeHO03 12-nanoi KUIIKY, Kilblie-
mo/1i0Ha MiIUTYHKOBA 3271032, IeeKT MiKIIepeacep/I-
HOT IIEPETOPOJIKH;

2 BariTHICTH IiJl CIOCTEPEKEHHSIM — 3/10pOBa JIUTHHA
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17

45,X/46,XX

46,XY

1 BariTHICTh — CaMOBUIBHUI BUKHU/ICHD Y APYTOMY
TPUMECTPI;

2 BariTHICTb MICJIs 3aX0/1B 30€peKECHHSI — CaMOBLIIb-
HUH BUKHIICHB Y PYTOMY TPHMECTPi

18

46, XX

46,XY

I BariTHiCTh — cHHpOM JlayHa, MHOKUHHI TIPH-
POJDKEHI Ba/ii PO3BUTKY, BPO/DKCHA Ba/ia IIUTYHKOBO-
KHIIKOBOTO TPAaKTYy, arpe3is 12-manol KHuku, nedext
MDKIITYHOUKOBOI neperopoaxu, 47, XY+21;

2 BariTHICTH IiJl CIOCTEPEIKEHHSIM — 3/10pOBa JIUTHHA

19

46, XX

46,XY

IBariTHicTh — cuHapoM JlayHa 47, XY+21, BpomkeHa
BaJia PO3BUTKY CEPLEBO-CYAMHHOI CHCTEMH — JIEPEKT
MIXKIIUTYHOUKOBOT MEPErOpOIKH;

2 BariTHICTb il CHOCTEPEKEHHIM — 3/10pOBa JIUTHHA

20

46,XX

46,XY

1 BaritHicTb rirpoma mui, 45 XO0;
2 BariTHICTb il CIOCTEPEKECHHIM 3/I0pOBa TUTHHA

21

46,XX/47,XXX

46,XY

1 BariTHICTb — 340POBHUIl XJIONYUK;

2 BariTHICTh — CaMOBUIbHUI BUKUCHB Y TICPILIOMY
TPUMECTPI;

3 BariTHICTh — CaMOBUILHHUN BUKHUJICHB Y MEPIIOMY
TPUMECTPI;

4 BariTHICTh — 3/I0pOBA JIIBYMHKA TiCJIsI TPEHATATBHOT
1HBa3MBHOI 11arHOCTUKU

22

46, XX

46,XY

1 BariTHicTh — cunapoM Hayna 47,XY+21;
2 BariTHICTb il COCTEPEKEHHIM — 3/I0pOBa JIUTHHA

23

46, XX

46,XY

1 BariTHicTh — cunapoM ayna 47,XX+21;
2 BariTHICTH IiJl CIOCTEPEKEHHSIM — 3/10pOBa JIUTHHA

24

46, XX

46,XY

1 BaritHicTh — cunapom Jayna 47,XY+21, Bpomkena
BaJia PO3BUTKY CEPIEBO-CYIHMHHOT CHCTEMH, aTPio-BeH-
TPUKYJISPHA KOMYHIKAIist;

2 BariTHICTb il CHOCTEPEKEHHIM — 3/10pOBa JIUTHHA

25

46, XX

46,XVY

1 BariTHICTH MiJl CIIOCTEPEIKECHHSIM — 3]I0pOBa JINTHHA;
2 paritHicTh — cunapom Ensapnca 47,XY+18

26

46, XX

46,XY

1 BariTHICTh — IIiNKHA I'yOH 1 MiJHEOIHHS, TOJIONPO-
3eHIedatis;

2 BariTHICTb 1]l CHOCTEPEHKEHHAM — IICIIs IIPEKOH-
LENIIHHOT TPOQITAaKTHKH, 3710pOBa AUTHHA

27

46, XX

46,XY

1 BariTHiCTh — LIIMHA I'YOH 1 i HEOIHHS, TOJIONPO-
sentedanis (cunapom [aray);

2 BariTHICTb HiJl CIOCTEPEKESHHSIM — IiCIIsI IPOBeie-
HOT MTPEKOHIENIIHHOT PO ITAKTUKH, 3/10pOBa JUTHHA
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46,XX

46,XY

1 BaritHicTh — cunapom Jayna 47,XY+21;

2 BariTHICTb MiJl COCTEPEKEHHSIM — IiciIs IPOBeJie-
HOT MPEKOHIENIIHHOT PO} ITaKTUKH, TPEHATATILHOT
IHBa3WBHOI JIIaTHOCTHKH, 3/[0pOBa IUTHHA

29

46,XX

46,XY

1 BariTHICTh — CaMOBIJIbHHI BUKHJICHD Y MEPLIIOMY
TPUMECTP;

2 BariTHiCTh — cuHApPOM EnBapjca, miaTBepuKeHui
ITiCIIsl HAPOKEHHS, IPEHATAILHO BUSBICHO MHOKHUHHI
MIPUPOJIKEHI BaJIH PO3BHUTKY, Iiiporiedaltito, aHoMaito
BEPXHIX KiHLIBOK, TMONJIa3110 TPyAHOI KIIITKH

30

46,XX

46,XY

1 BariTHICTb — 3aBMepia y IEPLUIOMY TPUMECTPI;

2 BariTHiCTh — cuHApOM [laTay, mpeHaTaibHO —
MHOXHHHI IPUPOJDKCHI BaJU PO3BUTKY LIEHTPAIBHOT
HEPBOBOI crcTeMu — JieeKT Xpodaka MO304Ka, TiIo-
IU1a31s MO30UKa, BEHTPUKYJIOMErais, 1e(eKT MIXNIITY-
HOYKOBOI TIEPETOPOJIKHU, TOJIKICTO3 HUPOK

31

46,XX

46,XY

1 BariTHiCTh — CaMOBIUIbHUI BUKUICHD Y IPYTOMY
TPUMECTPI;

2 BariTHICTb MiJl CIIOCTEPEKEHHSIM — MICIIS IPEKOH-
HenuiitHol npoiNakTHKY, MpeHaTaIbHO — MHOKHHHI
MPUPOJDKCHI Ba/I PO3BUTKY CEPLICBO-CYANHHOI CHCTE-
MM, aTpio-BeHTPUKYIISIpHA KOMYHIKaIlisl, BaJa KiCTKOBO-
cyr1000Boi cucTeMH (IO JAKTHIISI, CTOTA-TOWIAIIKA).
[epeprBaHHS BariTHOCTI 32 MEAMYHUMH TTOKa3HUKAMHU

Tabnuya 2. Cim'1 3 BUMaJKaMi MHOYKHMHHUX TPUPOJKEHUX BaJl PO3BUTKY

HEsICHOT €TI0JIOTI{ y /IiTel B MOMEPEIHIX BariTHOCTSIX.

Tun yenaaky-

BarithicTh nig cnocrepesxeHHAM
B ymMoBax Mixo01acHoro Meau-

JIoTi1

PO3BUTKY CEpPLEBO-CYANHHOT
CHCTEMH — TPAHCIIO3HILIS
MaricTpanabHUX CYIUH, Tipo-

nedanis

No BAHNS Ilonepenni BariTHoCTI KO-TeHeTHUYHOI'0 HeHTPY micJist
NpeKoHIenuiinoi
npoginakTuku
. 1 BariTHiCTb — MHOXHHHI [IpU-
HEsICHOI eTio- . . -
1 Horii POJDKEHi Bal PO3BUTKY, PaxiT, | 2 BariTHiCTb — 340pOBa AUTHHA
KITMIIOHOTICTD, Tifpouedanis
1 BariTHICTH — 3/10pOBA;
2 BariTHICTh — MHMOBUIBHHI
abopt
. 3 BariTHICTb — HEIMyHHA
HEsICHOI eTio- . o
2 BOZSHKA, IPHPOKEH] BaJIH 4 BariTHICTh — 3/[0pOBa JUTHHA
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Tun yenagky-

BaritHicTh mia cmocTepekeHHIM
B yMoBax Mixko0/1acHOTO Meau-

Ne A IMonepenni BaritHocTi KO-T€HETHYHOTO I[EeHTPY MicJas
NpeKoHenuiifHot
npodirakTuku
. 1 BariTHICTh — CHH/IPOM .
3 MOHOTE€HHUM s 2 BariTHICTb — 3[0pOBa JUTHHA
IT’epa-Pobena
. 1 BaritHicTh — cunapom Ilo- L.
4 MOHOTEHHHI 2 BariTHICTh — 3/I0pOBa TUTHHA
TTEpa
. 1 BaritHicTh — cunapom [lo- ..
5 MOHOTCHHUI 2 BariTHICTh — 3/10pOBa JIUTHHA
TTEpa
2 BariTHiCTh — 3aBMepia Ha 7-8
THKHI;
N 1 BariTHICTh — CHHAPOM 3 BariTHICTh — 3/10pOBa JIMTHHA
6 MOHOTCHHU I .
Jlenma ITi]] CTIOCTEPEIKCHHSIM;
4 BariTHICTb IiJ] CIOCTEPEKEH-
HSIM — TPOTIKAE HOPMATIBHO
MYJIBTH(AKTOP-
HUH, MOXKJIMBO | | BariTHiCTh — HeiMyHHA BO- .o
7 . . .. 2 BariTHICTb — 310pOBa JUTHHA
XpPOMOCOMHA | JSIHKA, KICTO3HA TirpoMa Imui
MaTOJIOT s
myasTudakTop- | 1 BariTHICTE — cUHIpOM JleH- ..
8 Y ‘1’0 p . pom /1 2 BariTHICTh — 3/I0pOBa TUTHHA
HUM ni-Boxkepa
1 BariTHiCTh — 3/10pOBa JU- .. .
3 BariTHICTb — IIiJ] CIIOCTEPEIKEH-
MyJIBTH(AKTOP- | THHA; . ..
9 . .. M y MI'L[ mynbsTHKicTO3 TpaBoi
HHUU 2 BariTHICTb — CI/IHI[pOM
. HUPKH
Henni-Bokepa
1 BariTHiCTP — MHOXHHHI
MynbTH(]aKTOP- .
N MIPUPOIKEHI BaJlU PO3BUTKY
HUH, HE BUKIIIO- . . . .
10 (mienonene, rigpouedartis, 2 BariTHICTh — 3/10pOBa JIUTHHA
YEHO MOHOTEH- . L.
- HeiMyHHa BOJISIHKA), BariTHICTh
rnepepBana
MyabsTadakrop- | 1 BaritHicTh — cuHapoM JleH- .
11 ¥ d)v P . pom /1 2 BariTHICTbh — 3/10pOBa JIUTHHA
HAHN ni-Bokepa
HESICHOT eTio-
Jorii .. .
2 BariTHICTh — MHOYHHHI TIPH-
(pak ouTomo- . .
ol POJIKEHI BaJid PO3BUTKY: aHOMAJTisl
JIIOHOT 3a71031 y o o .
12 1 BariTHICTH 370pOBa TUTHHA PO3BUTKY KiHIIBOK i3 TpH(a-

BariTHOI B aHaM-

He31, Ha3HAYEHHS

Pa/lioaKTHBHOTO
fomy)

JIAHTOBUM TEPIIMM HaJIbIIEM Ha
CToIax, Kicta cy0apaxHoigajabHa
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BaritHicTh mia cmocTepekeHHIM
B yMoBax Miko0;1acHOTO Meau-
Tun yenagky- . . . .
Ne Ionepenni BariTHOCTI KO-TeHeTHYHOI0 HeHTPY micJist
BaHH npeKoHUenuiiHol
npodirakTuku
MynbTH(]AKTOP- 1 BariTHiCTh — MHOYHHHI TIPUPO-
HUH JOKSHI BaJli PO3BUTKY [[CHTPAJIb-
13 (ngHﬂ Te;v)aTo- - HO1 HEPBOBOI CUCTEMU — aKpaHis,
JIOTisl, MpUiiMaH- BaJia CepPLEBO-CYAMHHOI CHCTEMH,
HS TIPOTUCY/IOM- TPAHCIO3HUIISl MaricTpabHUX
HUX 32C001B) CyIHH

BucHoBku. Po3mmpeno 6a3y naHux ciMeil 3 penpoxyKTMBHUMH BTpa-
TaMH, B aHAMHE31 SKUX OyJIU BHSIBJIICHI COIIaJbHO BaroMi MPHUPOHKEHI BaIH
PO3BHUTKY Y TIOTOMCTBA.

3i0paHo aHaMHe3, POJIOBO/IH, TPOBEJICHO MEIMKO-TCHETHUHE KOHCYJIBTY-
BaHHs 44-X ciMei.

[IpoananizoBaHO BUNIAIKH PENPOAYKTUBHUX BTpaT y 44 cim’sx. CiM'1 mo-
JIJICH1 Ha JIBI TPYNH B 3aJIEKHOCTI B1J] €T10J0TIYHOTO (haKTOpa BUHUKHECHHSI
MPUPOKCHHUX BaJl PO3BUTKY:

I rpyna —y 31 cim’i giarHocToBaHa XpOMOCOMHA MATOJIOTIsl B aHaMHe31
6atpKiB 200 y motomctBa; Il rpyna — y 13 cimeil BusiBI€HI MHOXHMHHI TTPH-
POJDKEH1 BaJI PO3BUTKY Y HAIAJKIB HESICHOT €T10JI0T1i.

Y mepuriit rpymni B 20 cim ax, 13 31-i, Hapogunucs (pEeHOTHIOBO 370-
posi nit (64,5%), y 4 BusiBIieHO 30a71aHCOBAaHI XPOMOCOMHI TpaHCIIOKAaIlii
(13,0%), y omHOI IUTHHY KITiHIYHI MPOSBYU ETIJIETICIi 3 paHHHOTO HEOHATAIb-
HOTO Tepiony. Y JIBOX BariTHUX HACTYIWJIM caMOBUIbHI BUKUHI y | Ta Il Tpu-
mecTpax (6,5% ), y 5 mnoaiB, MHOKUHHI TpUPOJHKeH] Bagu po3BUTKY (16,0 %),
y 3B’SI3KY 3 UMM IPOBEJICHE TIEPEPUBAHHSI BariTHOCTI.

VY apyriit pyni B 13 cimel, micis mpoBeaeHoi MPEeKOHIENIHHOT mpo-
¢binaktuku y 10 Bunaakax Hapoxauiucs 3a0posi 1itu (77%). Y 3-x Bunaa-
Kkax (23% ciMeii) HAPOAUIUCS JITH 3 MHOXKMHHUMU MPUPOKEHUMH BaJIaMU
PO3BHTKY, a caMe: aKkpaHisi, MyJIbTUKICTO3 PAaBOi HUPKH, TPAHCIIO3UIIIS Mari-
CTpaJbHUX CY[IUH, aHOMaJisl PO3BUTKY KiHI[IBOK 3 TPU(aAIAHTOBUM IIEPIIUM
MaJiblieM Ha CTOMI 1 Cy0apaxHOigaIbHOK KiCTOIO.
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Nataliya PROKOPCHUK, Yuriy PROKOPCHUK
FAMILIES WITH COMPLICATED REPRODUCTIVE HISTORY

The medical and genetic counseling of the families was conducted in the Lviv
Interregional Medical Genetic Center during the years 2008-2013. The individual
risk was calculated in 4880 families. The group of 44 cases was selected — 31 (70%)
families with reproductive losses had children with chromosomal disorders; 15 (48%)
of these had abnormal karyotype (balanced) in one of the couple. These families
before(70 days) and during the next pregnancy (the first 12 weeks) were treated
with folic acid in dose more than the daily requirement (2- 4 mg) and complex of
multivitamins with minerals. 13 women during pregnancy were conducted invasive
prenatal diagnostic amniocentesis with cytogenetic analysis.

20 families out of the 31 beered healthy children (64,5%). In 4 pregnant women
by the means of invasive prenatal diagnosis it was revealed a balanced translocation
in featus, so they gave birth to a healthy children (13,0%). One of these children has
manifestations of epilepsy in early neonatal period. In 2 families (6,5%) spontaneous
miscarriages occurred in the first and second trimesters, in 5 cases (16,0%), there
were multiple congenital malformations and doctors performed the termination of
the pregnancy.

79





