Cexuist Ne 1. Aa6oparopna aiarnocTrka XBopo6 MOAMHI

aKTHBHUM BHBeJEHHsIM TIpenapaTy 3 Mikpo6Hoi kaituau. Crifikictb 6akTepiii 0B si3aHa 3 MyTalli€lo B KOZOHAX
reny gyr (npoayxru reny- ue A- ta B-cy6’ eaunuui JIHK ripasu). B meauuniii npaxtuui moaekyasipuuit metoz
3aCTOCOBYIOTb NPU AOCAIZzKenHl S. pneumoniae, S. typhi, Cl. trachomatis, V. tuberculosis. Y M. tuberculosis
HasBHicTb MyTauiil kogony 90 reny gyrA, mo xapakrepusyetbes saminoro GCG na GTG B noroxenni 269,
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Axtyaabnicrs. Jlonomixkni penpoaykrusHi texuororii ([P T) y cysacnomy Tpakrysanni — e metoau
PENPOAYKIIL AIOAWHM, NPU SIKUX OKpPeMi eTamd abo Becb MPOLEC 3a4aTTs 1 PAHHbOIO PO3BUTKY eMOpPiOHIB
BiZ6yBa€TbCsl 103 OPraHisMoM in Vitro — B Tpobiplii. -BHaYHUM KPOKOM BIiepe, y AikyBaHHI GesMAiazs cTara
MO2KAMBICTb TIpOBeZIEHHS nepeziMmAanTaniiHoi reneruynol giarnoctuky (I11/]) cnaakosux xBopo6 Ha pannix
CTazisIX PO3BHTKY eMOpPIOHIB /0 MepeHoCy HOro y MOPOKHMHY MaTKH. 3aBASKM LIBHJKHM TeMIaM PO3BHTKY
HOBHX TEXHOAOTIH y TaAysi TeHETHKH, GIOAOTIl Ta MEJUIMHH, CHOCTEPITAETbCS IIBUKA €BOAIOLIS Y HATIPSIMKY
penpozykiil, y Tomy uncAi — y metogax [ I/,

Meta. Metoto aanoi po60TH cTar0 IPOBeIEHHS OTASIZLOBOTO aHAAI3Y POSBUTKY U BIIPOBaJZKEHHsI PIBHHX
METO/IB TepeAiMITAQHTAIIIMHOl TeHETHYHOI ZIarHOCTHKH, 6epydd A0 yBard 3aZadvi i yAOCKOHAAEHHS 3 4acoM
MZXO0AIB PEMPOAYKTHBHOI MEAUIIMHH 10 ITUTAHHS AIKYBaHHS O€3MAIA/S.

Marepiarau i merogu. OuineHo eTanu BBeZeHHS y MeAMYHY TPaKTHKY PISHHX METOZIB
TepeAiMITAQHTALIIHHOI TeHeTHYHOl AlarHOCTHKH, nouuHatouu 3 nepiogy 1990-x pokis Ta BkAlOwatouu cydachi
6iorexnoorii 2020 poxy. Busueno srnaus nposeaenns [ 1I°/] na pesyabratu Aikysanns 6esnaiazas y nporpamax
ekcTpakopriopaibHoro samaizuenns (EK3).

Pesyabratn i Bucnoeku. [lepmoio ocnoBroro Mmeroro possutky [/ craro came napoaxenns
3J0POBHX HAIIAJKIB y MMap, IO He MaAU NPOOAEM i3 3a4aTTsIM, aAe MOTAM IEPEATH CIAJKOBE 3aXBOPIOBAHHS
ceoiii zgutuni. | lepesiMmaanrariiina reneTuyHa JiarHOCTHKA 3aCTOCOBYETHCA y PENPOAYKTHBHHX TEXHOAOTISAX
ZIASl TEHETUYHOTO aHaAisy eMOpIOHIB /10 MepeHoCcy HOro y MOpOozKHMHY MaTKH Ta imraAadTauii. [Is texsoaoris
Briepite 6yAa pospobaena B kinui 1990 x poxis, koau Bukopucroysaru [ IAP zas Busnauenus crati em6pionis,
OTPUMaHHUX BiZ MALIIEHTIB~HOCIIB X - 34elIAeHUX 3aXBOPIOBaHb.

[amum HanpsiMkom 3acTocyBaHHS TepeiMIAAQHTALIMHOTO IeHETHYHOTO TECTYBAHHS CTaAO AIKyBaHHs
6esnniaaa. Cyuacna zemorpaiyHa Ta colliaAbHa CHTyallisi, 3a SIKOl ?KIHKM OYaAM 3aMHCAIOBATHCS Haz
MMHUTAaHHSIM HApPOJKEHHsI JUTHHH y OIAbII 3piAOMY Billl, I[pPHU3BEAA [JO I[IHPOKOTO BHKOPHUCTAHHS
eKCTPaKOPIIOPAAbHOTO 3arAiiHeHHs sik MeToa 3a4arTs. | [poseaenns [ II'/] mozxauBo Amime y pamkax nporpamu

EK3. s nepeaimnranTaniiinol glarHocTHKH HeO6XiZHO MPOBEAEHHs MPOLeAypH 6iorcil KAITHH eMOpioHy 3
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nogarbuum Bugirenns JJHK s 6ioncosanoro marepiary. Hapasi, moxauso suzgirenna JIHK 3 em6pionarpuux
KAiTuH (3 6AacTomepis a6o kaitun Tpodextogaepmu). Ha nouatky epu [11°/] ananis renetnunux nopymenn B
eMOpIiOHI IPOBOAMBCA 3 BUKOPUCTAHHAM MeToziB MoaekyAsspHoi 6iororil (I TAP /myabrunaexcua [ TAP), a6o 3a
ZIOTIOMOTOI0  MOAEKYASIDHO -IIUTOTeHeTHIHUX MeToziB ((AyopecuentHa ribpuausauis in situ, FISH). fx
[I0Ka3aAa [PAKTHKA, Ll METOZU MAaAH PsiJl CYTTEBUX OOMEKEHD.

[ Tosira TexHoAOTIH MiKkpowimiB, Taki sik mopiBHAAbHA reHomHa Tibpuzausauis (array-CGH, a-CGH) Ta
kirbkicaa [ TAP (qPCR), zosBoauau mosHicTIo aHaAisyBaTH KapioTHn eM6pioHa Ha mepeziMIAaHTALIHHOMY
erani. OzHo4acHui aHaAi3 crieMiYHOI FeHHOI MyTallil Ta CKPMHIHT KapioTHITy eMOpioHy — 1€ ileaAbHHH cr1oci6
36IABIIMTH IMaHCH Ha HacTaHHsA BaritHOCTi npu Bukopuctandi FEK3. Oguax maiibirbm cyuachum € mertoz
CEKBEHYBaHHsI HOBOTO TOKOAIHH:, 11O IMepeabavae MPOBEJEHHsS] CEKBEHYBaHHsI reHoMa eMOpIOHa MOBHICTIO 10
MoMeHTa foro iMnaanTauii (next generation sequencing, NGS). B gauuii uac NGS sactocoyertbes 8 [ 1I'/] ars
JlarHOCTHKM TEBHMX TeHHHMX MyTalii ab6o xpomocoMHuX a6epauiii. B ocHoBi zanoi TexHoaoril AeuTb
BukopucTanHs KiabkicHol [ IAP. 3apasku ananisy tounoi nocaizosnocti JIHK BusiBAsieTbes micue myrauii, a
caMa TeXHOAOTIsS ZI03BOAHTb CKOPOTHTH Yac Ta BapTictb [ 1I°/].

[lepeaimnranranifina reseTuyHa JAiarHOCTHKAa B JaHMH 4YaC BHUKOPHUCTOBYETbCS B ZIOTIOMIZKHMX
PEMPOAYKTUBHUX TEXHOAOTISIX AASI MIBHUILEHHS] YaCTOTH HACTAHHsI BAriTHOCTI 3aBJSIKHU IEPEHOCY €YIAOIZHUX
em6pioniB 710 mopoxuunu MaTkH. | lokasannamu aas sacrocysanns [1I/] e Bik marepi (crapme 37 pokis),
6e3ycIIiIIHe MPOXOKEHHs MOJAPYAKAM AEKIAbKOX cIpob AlKyBaHHA Heraizazs merozamu EK3, nassicTb y
MOAPY?K?Ksl CIIOHTAHHHUX BUKU/HIB B aHAMHE31, HAPOJ?KEHHS1 Y TIO/IPY KK AUTHHH 3 TeHETHYHUM 3aXBOPIOBAaHHSM
Ta BazKKUH YOAOBIYMH (PAKTOP OESIIAIAZS.

Oganak Bci icuytoui sasnaueni sure metoau [ 1I°/] e inBasusuumu, T06TO NepeabauaroTb GesymoBHe
MeXaHIYHE BTPYYaHHSI Y €MOPIOH 3 METOI0 BHAYYEHHS Y HbOTO TPYIH KAITHH JASI TIOZAABIIOTO IPOBEAEHHS
aHanisy. oMy Hapasi akTyaAbHUM € MUTaHHS PO3pobkM HeinBasuHHX miaxoais o [ I['/], 3 Bukopucranusm
HIPOAYKTIB MeTaboAi3My eMOPIOHIB, sIKi IPUCYTHI y cepezoBuIe KyAbTHBYBaHHA. Came piBeHb IIMX METOGOAITIB
ZI0O3BOAHTD Y MEPCTIEKTHBI 00UPaTH eMOPIOHM 3 HAHOIABII BUCOKHUM MOTEHLIIAAOM /0 IMITAQHTALIL ZAST OTPUMAHHSI
3/10pOBOI BariTHOCTI.

Hagezeni y po6orti zani miaTBepazyioTh HEOOXiAHICTb MPOBEAEHHS TepeAiMIAAHTAIIIMHOI FeHeTHYHOL
ZIaTHOCTHKK eMOPIOHIB 3 METOI0 AIKYBaHHsI O€3MAIAAs Y HOAPY2KHIX Map 3 YITKUMHU MEeJUYHHUMU MOKa3aHHIMH.
s npoueaypa ne € pyrunnoro, are il 3acTocyBaHHS 3a IEBHUX YMOB ZIO3BOASIE CYTTEBO MIABMIIMTHU LIAHCH Ha

OTPHUMaHHsI 3,0POBOI BariTHOCTI.
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