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Pe3rome Ha nmpoekT no @ouj ,,Hayka* Ne 19035 — KonkypcHa cecus 2019:
L IpoyuBaHe Ha OallaHCUpaHU CyOTEIOMEPHHU MPEYCTPOICTBA Upe3
MOJIEKYJIIPHO-IIUTOTEHETUYEH aHAJIU3 MPHU MAIMEHTH ¢ KOMOMHUPAHU
PeNpOAYKTUBHH MPOOIeMH*

PnroBogures: [Ipod. n-p Jlronmvuna bonyera Auremnosa, am

[lenTa Ha MpOyYBaHETO € Ja CE MPEJCTaBU U OLICHH POJISITA HA CyOTEIIOMEPHUTE
MpEyCTPONCTBA MpH MAlMEeHTH, nmoceTusn Jlabopatopusta mo MeauImHcKka TeHETHKA
kbM YMBAJI ,,Ce. Mapuna*® B rpag Bapna, mo mnoBox penpoayKTUBHA
HEJIOCTAaThUYHOCT — CIIOHTaHeH abopT (1 wiu moBede) B KOMOMHAIMS ¢ Ipyra Heyaaya (
MBPTBO paKJgaHe, Jela, pOJCHH C aHOMajus W/WIA YMCTBEHO H30CTaBaHe).
Unentudunupanero Ha  yCIOBHO  OallaHCHUpaHH, ,,CKPUTH®  CyOTEJIOMEpHH
TPAHCJIOKAlMA JaBa BB3MOXXHOCT 3a YTOUHSIBAHE HA CETHUOJIOTUYHUTE MPUUYMHU 34
pPENpOAYKTHUBHUTE MPOOIEMH B Aa/ieHa JBOIKA, KATO OTKPHUBA TCHETHYHHUS MEXaHU3bM,
OTTOBOpEH 3a TX. [1o To3u HauuH e Obe BH3MOKHO ITPOBEXKIAHETO HA IIBJIHOLIEHHO
TeHEeTUYHO KOHCYJITHpPAHE, OIICHsIBaHE Ha PHUCKa 3a Clie/iBallla HeyClellHa OpeMEeHHOCT,
MpeHaTalHa AMArHOCTUKA U MPEOTBpATABaHE PAXKJIAHETO Ha JAPYro 3acCerHaro JeTe B
ceMeiicTBoTo. ToBa MoKa3Ba BKHOCTTA HAa ThPCEHETO HA TaKMBa MPEYCTPONCTBA MPH
JIBOMKH C PETPOIYKTUBHH MTPOOIEMH C HESICHA €THOJIOTHS.

[Ile ce u3non3Ba MOJEKYISIPHO-IIUTOTCHETHYHUAT MeTO — cyoTenomepen FISH
(pmyopecrienTHa WH CHUTY XHOpUIW3alus), 3a CKPUHHUpPAHE Ha CyOTEIOMEpPHUTE
y4acThIU, 32 ThPCEHE Ha OalaHCHpaHU, CKPUTH CyOTEIOMEpHU MPEYCTPONCTBA TPH
MAalUeHTH C YCTAHOBEH HOpPMAaJieH KapUOTHUI OT KOHBEHI[MOHAIHA IUTOTCHETHKA. ToBa
€ MHOBAaTHBEH 3a HallaTa cTpaHa METOJ, KOETO I /JaJie Bb3MOXKHOCT Jia Ce OLCHST U
QHAIM3UPAT TO-JCTAlTHO (AKTOPUTE 3a PENPOAYKTUBHU HEOJIAromonydus MpH
ObJaTapckaTa TMOMyJalMs TAlMeHTH W Ja CE€ CHIOCTABAT C JAaHHUTE CHC CPOJHU
MPOYYBAHUS.

Pesynratute oT mpoyuBaHeToO IIe ObJAT OCHOBA 3a OMUT 3a MOAOOpsSBaHE HA
MEIUKO-TEHETUYHOTO KOHCYJITHPAHE TMPH JTBOWKH ¢ WHPEPTUIUTET U IIe HalpaBu
BH3MOKHO BBBEKJAHETO HAa HOB BHJ MOJEKYJISPHO-TEHETHYEH METOJ B Hallara
nabopaTopHa MPaKTHKA.

[IpoyuBaHeTo Ile WMa 3HAYCHHE 3a OBJICHIMTE H3CICIBAHUSA MW 1€ JaJe
MO3HAHMS 32 PENPOAYKTUBHUTE HEyAauu Kato Isuio. ToBa Moka3Ba KaKTO HAayYHUS
Taka M MPaKTUYEH IPUHOC Ha TO3H BUJ] U3CJIEIBAHE.



OuyakBaHHU pe3yNTaTu:

e Jla ce ompexenyu BUAA, HAIMYHETO M YECTOTaTa Ha YCIOBHO OalaHCHPAHUTE,
cyoTenoMepHU (CKpUTH) XpOMO30MHHU a0epallid B CEeMEMCTBAa ¢ KOMOMHUPaHU
PENPOAYKTHBHU TIPOOJIeMH B HallaTa CTpaHa, KAKTO W BEPOSTHOCTTA 3a
pakgaHe Ha 3/1paBO IMOTOMCTBO B JBOWKA C YCTaHOBEHO XPOMO30MHO
HapyIIeHHE.

Pesynrature OT mpoy4YBaHETO ca OMMUT 3a MOAOOPSBAHE HA MEAUKO-TEHETUYHOTO
KOHCYJITUPAHE MPU JBOMKH C PENPOAYKTHBHU HEYJAaud U BBBEXKIAHETO HA HOB BUJ
MOJICKYJISIPHO-TEHETHYEH METOJI B JabopaTopHaTa mpaktuka — FISH — 3a Tepcene Ha
»CKPUTH' TPEYCTPOMCTBA, KaTO €JHAa OT BB3MOXHHUTE NPUYMHUA 33 HEYCIEIIHATa
pPEnpOIYKLIHUS MPH J1aJIeHa JBOMKA.

Pesynrarure ot mnpoyuBaHero ca 0O0OOUIEHM B AMCEPTALMOHHMS TPYyJ Ha
nokropanta Mapust Kupskosa L{BeTkoBa.

Pesynraru:

OT BKIIIOYEHUTE B NMPOYYBAHETO MALMEHTH, aHaIU3 chc cyOrenomepHa FISH
Oerre BB3MOXKHO J1a ce mpoBese npu 20 mamueHTa oT 0010 85 celleKTUpaHH JIMIIA,
OTrOBapsIIM HA MHIMKALIMU 32 Bb3MOXKEH JTUArHOCTHYEH PE3yJTaT OT MPHIIOKEHUE Ha
MOJIEKYJISIPHO-IIATOTCHETUYCH aHAIM3-TIAMEHTH C KOMOWHUPAHU PENpPONYKTUBHU
HapyIIEHUs, TOKa3aJd HOPMAJECH KApUOTUI MpPH KOHBEHLMOHAJEH IMTOT€HETHYEH
Mmetonl. Kacae ce 3a manueHTH CbC ChXpaHEHA KJIEThbUHA CYCHEH3Ms MOCIeIHHUTE 3
TOJMHH, WU JIPYTH, TP KOUTO Oelle Bb3MOXHO OCBHINECTBABAHE Ha KOHTAKT M OT3UB
3a MPOBEKJIaHE Ha JOIMBJIHUTEIHOTO U3Cie/IBaHe (Cie/ MOANMCBAaHEe HAa HH()OPMUPAHO
cbriacue). B tazu rpyna Oemie ycraHoBeHO | cyOTenOMepHO XpOMO30OMHO HapylleHHe
— 5% (1/20).

Kacae ce 3a aBoiika ¢ pojeHo nere ¢ xpomo3omHa 6orect — 46,XX,der(4). To3u
pe3yNTaT nmpenopbryBa MPOBEKIAHETO Ha JOIMBIHUTEIICH aHAJIU3 TIPH POJAMTEIIUTE Ype3
cyOTenoMepHa IIMTOTCHETHKA. YCTAaHOBU C€ CYOTEIOMEpPHO MPEYyCTPOMCTBO TMpH
OaraTa MexJ1y XpoMo30MHu 4 1 6 1 HOpMaJleH pe3yJiTaT pyu MaiKara.



