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BBenenne. B coBpeMeHHOM MEIMKO-TEHETUYSCKOM KOHCYJIBTUPOBAHMU 3HAYMTEIbHOE MECTO 3aHMU-
MaeT 00C/IeIoBaHME CYIIPY:KECKHX Map ¢ PeIPOAYKTUBHEIMU MOTEepSIMU. [eHeTHIeCcKMe IIPUINHBI UTPAIOT
GOJIBIIYIO POJIb IIPU HeBhIHAIIMBAaHUU OepeMeHHOCTU. [IpuMepHO ¥ 3-5 % cynpyroB ¢ IPpUBBIYHBIM HEBbI-
HalllMBaHUEM OepeMEHHOCTHA OOHAPYKMUBAIOTCS XPOMOCOMHBIE aHOMAJIMM, CAMBIMM YaCTHIMU M3 KOTOPHIX
SIBJISIIOTCSI COQIaHCUPOBAHHBIC PELMITPOKHbBIE TPAHCIOKAIIMH WJIM POOEPTCOHOBCKUE TPAHCIOKAIIMM.

PeummipokHast TpaHCIIOKALMSI He TIPOSIBISICTCS Y HOCUTEIIS (DEHOTUIMMYESCKH, TaK KaK IIPH 3TOM COXpa-
HsieTcs OamaHc TeHoB. [1pu moTepe AByMST aKpOLeHTPUIECKIMHI XPOMOCOMaMHU KOPOTKMX IUIeY 1 COSIMHE -
HUM UX LIEHTpOMEpaMM MOXKeT 00pa30BBIBAThCS OIHA METAllCHTpHUUeCKasi XpoMocoMa. Takue TpaHCIoKa-
LIMH Ha3BIBAIOTCS POOEPTCOHOBCKUMH.

MarepuaJibl 1 METOIbI HCcaeaoBanmii. LluToreHeTMUECKOE MCClIeq0BaHIE TIPOBOIMIIOCH METOAOM KYJIb-
TUBUPOBAHMS TUMMOIIUTOB IeprudepruIecKoil KpOBH ix Vitro IO CTAHIAPTHHIM METOINKAM.

Pe3syasrarsl uccienoBanuii u nx oocyxaenne. [IpoBeneH cpaBHUTEIbHBIN aHAIN3 COMATO-TeHETUIECKO-
r0, KIMHUKO-TeHEeaJTOrMIeCKOT0o M IIMTOTeHEeTIeCcKOro odciienoBanus 10 cynpykecKux nap, o0paTUBIINX-
cs B XCMI'LI 3a mocnenHue S €T ¢ penpOAYKTUBHBIMU ITOTEPSIMU.

Y Bcex MyX4YWH M3 oOciiemyeMbix map Obul oOHapyxeH Kapuotun 45,XY,der(13;14)(ql0;ql0), y
JIBYX M3 KOTOPBIX B TEHETUYECKOM aHaMHe3e ObL1 MOCTaBJieH auarHo3 oecruioaue I (MyXckoil ¢akrtop).
Y IByX OpYTUX MY>KYMH C TAKMM XK€ KapUOTHUITOM OBLT IMArHO3 P 00palleHNY XPOMOCOMHASI ITaTOJIOTHST
y IIEpBOTO pebeHKA Y MHOXECTBEHHEIC BPOXICHHEIC IIOPOKK Pa3BUTHS Y peOcHKA. Y XEHIIWH M3 aHaJIM -
3UpPyEeMOIl TPYIIbLI ObUIM pa3IWdHbIe BapHaHThI POOSPTCOHOBCKMX TPAHCIOKAIIMI, Y BCceX ObLI TMArHO3
IIpY HaAIMpaBJIeHUH HeBBIHAIIMBaHNE OCpEeMEHHOCTU. Y XCHIIMHBI U3 CYIIPYKECKON Maphl ¢ KApUOTUIIOM
45,XX,der(14;14)(q10;q10) B aHamHe3e HaOAOJATOCh 5 CaAaMOMNPOU3BOJBHBLIX A00OPTOB. Y MallMEHTKU
¢ kapuoTtunoM 45,XX,der(14;21)(q10;q10) B aHamHe3e O6bLI0 poxkaeHUEe pedeHKa ¢ 0osie3Hblo JlayHa.

IIpenmosnararoT, 4TO y HALIMEHTOB C TPAHCIOKALIMSIMU BO3PacTacT BEpOSITHOCTh POXIACHMS IeTeil C Xpo-
MOCOMHO#1 MaTOJIOTUE, MOHOTEHHEIMM 3a00JIeBAHUSIMHU, BPOXICHHBIMU MOPOKAMHU Pa3BUTHS, a TaKKe
¢ 00JIe3HSIMU TEHOMHOTO UMITPUHTHUHTA. HocuTem cTpyKTypHO aHOMaIbHBIX XpOMOCOM, B YaCTHOCTH PO-
0CPTCOHOBCKMX TPAHCIOKAIIN, SIBIISIIOTCS TPYIIIIO# IMTOBBIIIIECHHOTO pHCKa BOZHUKHOBEHMS OJHOPOIUTEIIb-
CKUX JUCOMMUIA, KOTOPBIC SIBIISIIOTCSI OMHUM M3 IIPOSIBIICHUI TCHOMHOTO UMITPUHTUHTA 1 OTIPEIEIITIOTCS KaK
nuddepeHIaIbHOE BhIpaXKeHe TeHOB Ha OCHOBE UX POAUTEILCKOTO ITPOUCXOXKICHUS.

Boisoabl. Halim pe3ysibsraThl COINIacyIoTCs C yXKe UMEIOIIMMUCS JTaHHBIMU O 3HAYMMOCTH pOOSPTCOHOB-
CKUX TPAHCIOKAIIUI B pelIPOAYKTUBHBIX OTEPSIX Y CYIIpyKecKux map. [lomydeHHbIe faHHEBIC TTOATBEPXKIA-
10T HEOOXOAMMOCTD IPOBEACHMST KAaXKIOM CYIPYKECKOM Mmape ¢ HapylIeHUEM PeIPOAYKTUBHOM (PYHKIINHI
1 OeCIIONNEM MEIUKO-TeHETUYECKOT0 KOHCYIBTUPOBAHMS € 00sI3aTeIbHBIM IIMTOTCHETUIECKIM 00CIeI0-
BaHMEM.
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JOCBIJI IOMYJAAIIIMHOIO MOHITOPUHTY BPOJI2KEHUX BAJI PO3BUTKY
3A MDKHAPOJIHUMMU CTAHJIAPTAMMU Y TPbOX OBJIACTIX YKPAIHU

Bepmeaeuvkuii B.V, €emywox JI. ?, Jumar- 3axymua H. *>?, Kaaunxa C. *Y, Cocunrox 3. 49
D Mincrnapoouuii 6aazoditinuil pond «OMHI- mepexca oas dimeir», m. Pisne, Yipaina
(@ PigHeHcbKUll 004aCHULl KAIHIMHULL AIKY8aAbHO- diaeHocmuuHuil uenmp imeni Bikmopa Ioriwyka,
M. Pisne, Yxpaina
) XmeabHuybKuil MiCbKUil nepuHamanvHui yeHmp, M. XmeavHuubkuti, Yipaina
 BoauHcoke obaache dumsue mepumopianvhe meouue 00 €eOHants, M. JIyyvk.

Beryn. Bpomkeni Banu po3Butky (BBP) € ogHi€io 3 rooBHMX IpUYMH MaTIOKOBOI CMEPTHOCTI, 3aXBO-
PIOBAHOCTI Ta iHBAJIITHOCTi, a TOMY CYTTEBO BILUIMBAIOTh Ha CTaH 300pPOB’S HacelleHHs. CUCTeMU MOITyJIs-
HiiHoro MoHiTopuHry BBP BinirparoTh BaxxjauBy poJib y 300pi JaHux npo BBP, a TakoxX HamaroTh MOXJIM-
BiCTb 3MiliICHIOBAaTM HAyKOBUIA aHaJIi3 i OLliHIOBaTU €(PEKTUBHICTh METOAIB OIiKM Ta 3aro0iraHHsI.

Meta. BuzHaunTu nomyisiiiiii yacrotu BBP. CtBopuTu Mepexky miis criBmpalli Ta iHGpacTpyKTypy
3 METOIO IOCIiIKeHb MPUYMH BUHUKHeHHsS BBP, BnpoBamkeHHs1 mNpodilaKTUYHUX iHilliaTUB, JiKyBaHHSI
JiTel i OmiKM IX POIMH.

Marepiamu i MeToam. {5 peanizalii mocTaBieHUX 3aBIaHb 0yJI0O 00paHO TPU OCHOBHI CTpaTerii:

1) cTaxxyBaHHS JliKapiB (HacamIiepen, MEAUMYHMUX FEHETHKiB, HEOHATOJIOTiB) Ta aHIJIOMOBHMX iH(opMa-
LiMHMX CMEeLiaNiCTiB;

2) cTBOpeHHS pecypcHUX iHpopMauiitHux OMHI- neHTpiB 3 0COOJIMBOIO YBAroko 10 eJIEKTPOHHUX JKe-
pelt iHpopMallii i TeJeKOMYHiKallii, yKpaiHOMOBHOI cTopiHKM B IBIS — MixHaponHux iHdopMaLiiiHux
CHCTeMax 3 BpoIxkeHuX Bag po3BuTKy (http://www.ibis-birthdefects.org/start/ukrainian/index.htm);

3) miaTpMMKa MapTHEPCTBA Ha HalliOHAJbHOMY i MixkHapoaHOMY piBHsX. O0’em naHux npo BBP, sxi
30uparoThes, Bianosigae BumoramMm MO3 Vkpainu, a Takox MixHaponHoi ITanatu Cucrem MoOHITOpUHTY
i Hocnimkenr BBP (ICBDSR), €Bponelicbkoi opraHizalii cucteM MoHiTopuHry BBP — €BPOKAT
(EUROCAT), CoinpHoi InimiatuBu 3 JocmimkenHs Ilopymenp ®PeranpHOro AnKorojibHoro CrekTpy
(CIFASD).

Pe3yasraTi Ta ix o0roopenns. Y cmisrpani 3 Mb® «OMHI- mepexa mis miteit» Ta MixKHAapOIHUMU
napTtHepamu Yy BonuHcbKil, PiBHEHCBKIN i XMeIbHULBKIN 00JaCTSIX CTBOPEHO MOMYJISLiAHI peECTPU HO-
BOHAPOXKEHUX AiTel i CUCTeMU aKTUBHOTIO IMONyJsLiiHOro MoHiTOopuHIry BBP 3a MixXkHapomHUMM CTaH-
JapTaMU, SIKi He TUIbKY € BaXKJIMBUM JKepeaoM AaHux B cucteMi MO3 Ykpainu, aje i 1oaaloTh yKpaiHChKi
JIlaHi 10 CBITOBUX CUCTEM, BiIKpUBAIOUM LUISIXU 1151 yYaCTi y Mi>KHAPOAHUX JOCTAiITHULILKUAX MpoeKkTax. 30ip
Ta aHaJli3 JaHUX, 110 MpoBoauThes 3a MeTogosoriero EBPOKAT ta ICBDSR n03BoJjisie KOHTPOJIIOBATH X
MOBHOTY i SIKiCTb, BiAcainKkoByBaTu yacToTu BBP Ta 4acoBi TpeHAM, a TaKOX 3HAXOAUTHU KOHTPACTHU B iX
OPOIOPLisgX. 3aBASIKN YCIIIIIHOMY BIPOBAIXXEHHIO aKTMBHOTIO IMOMYJSLiAHOIO MOHITOPUHIY «YKpaiHa:
ITporpama 3ano6iranHss BBP OMHI- mepexi» cTana 4ieHOM LIMX OpraHi3alliii.

BropoBamxeHHs B YKpaiHi aKTUBHOIO IonyJsiliiHoro MoHiTopuHry BBP 3a MmixkHapogHUMU cTaHaap-
TaMU, Ha HaIlly AYMKY, € YCIiIIHUM. Y IpolLieCi MOHITOPUHTY CTBOPIOIOTHCS PECYPCH 151 KPaIlloTo pO3yMiH-
Hs puynuH BUHUKHeHHS BBP B YKkpaiHi i, BiinoBigHO, 3AiliCHEHHS OUTbII e(heKTUBHOI MPOiTaKTUKKU Ta
peasizallii HayKOBUX MPOEKTIB i JOCIiIXKEHb.

BucnoBku. OTpuMaHi pe3yabTaTy CBil4aTh MPO BaXKJIMBICTb MIPOAOBXKEHHSI, IMOrIUOJeHHS i BIOCKOHA-
JieHHs1 MoHiTopuHry BBP. ¥ npolieci MOHITOpUHTY JiKapi — HEOHATOJIOTU, MEAWYHiI TeHETUKU BidirpaloTh
MPOBiTHY POJIb, SIKA MOJISATAE Y TIOEAHAHHI paHHLOro BusiBjieHHs1 BBP, ripe- i mocTHaTajibHOI MeIMUYHOI OMi-
KU Ta MPOdinaKTUKU.



