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MEIMLUHCKW YHUBEPCUTET - BAPHA

Pe3tome Ha npoekt no ®oun ,,Hayka“ Ne 21008 — KonukypcHa cecus 2021:
»»MOJIEKYJIIPHO-TEHETUYEH aHAIU3 IIPU HOBOAUATHOCTULIMPAHU HAI[UEHTH C
OCTpa MHUEJIOT€HHA JIEBKEMUS
PbkoBoaures: [om. 1-p Tpudon ['eoprue UepBeHkon, 10

Octpara muenorenna yneskemus (OMJI) e 3abossiBaHe OT HEOIUTACTUYCH MPOU3XO,
3acsramo MpPOr€HUTOPHUTE KIETKM Ha MUEIOUJHHUS KpbBeH peld. ToBa € Haii-uecto
CpEILAaHMAT THUI JIEBKEMUSA cpell Bb3pacTHU ¢ yectota 4.2 Ha 100000 nymm. Xapakrepusupa ce
C U3KIIOYUTEJIHA T'eHETUYHA XETEPOTeHHOCT, KOSITO OMpeAelis W pa3jIMyHUs XapakTep Ha
€BOJIIOLIMSI M TPOrHOo3a Ha 3aboisBaHeTo. [lopamu ToBa CHBPEMEHHUTE MEXKIYHAPOIHU
MPETNOPbKH BKIIOYBAT U3SCHSBaHE HA TEHETUYHATA MPUPOJA Ha BCEKU KIMHUYEH CIydail KaTo
yacT OT IIbpBOHAYajlHaTa JMArHOCTUYHA OILIEHKa C IeJ1 MaKCHUMaJlHO IHpeLUu3upaHe U
NEPCOHAIN3UPAHE Ha TEparneBTHUUHUSA NOAX0J. MOJIEKYISIpHO-TEHETUYHUTE MapKepu UMaT
OCBEH JMAarHOCTUYHO, CHIIO W NMPOTHOCTHYHO W/ WM MPEIUKTHBHO 3HAYCHHWE W 3aTOBa €
HE0OXOIUMO J1a C€ U3BBPIIM KAKTO KOHBEHIMOHAJIeH nurorenernueH ananus (KLIA), Taka u
TOMBIHUTENIEH MOJIEKYJIsipHO-TeHeTu4YeH aHanu3. [locneanust gombnBa umHbOpManuara oOT
[IUTOTEHETUYHUSL PE3ydTaT, Karo OTYUTa CYOMHKPOCKOIICKM W MOJEKYISIpHO-TeHETUYHU
IPOMEHHU OTBBJ Pa3pelIMTeIHaTa CIOCOOHOCT Ha CBETJIMHHATA MUKPOCKOIIHS.

Ilenu ce mpoyuBaHe e(dekTUBHOCTTAa M HH(pOpMAaTHBHOCTTA Ha MeToja Multiplex
ligation-dependent probe amplification (MLPA), ocHOBaH Ha n00pe mo3Hartara mojuMepasHa
BepIbkHa peakius u natupaiy ot 2002 r. BHenpsiBaHeTo Ha METO/1A, YCIIOPEIHO C U3BbPILIBAHE
Ha [IUTOTEHETUYEH aHaJIM3 B CAMOTO HAYaJl0 HA IMarHOCTUYHHSA TpoIiec, Ou MOTIIO 1a 000oraTi
mpejicTaBaTa 3a TEHETUYHHUsS XapakTep Ha AaneH ciaydaii Ha OMJI m ma cmomorne 3a
oJ00pSIBAHETO Ha MPOTHO3aTa U MEPCOHATM3MPAHE Ha ITOAX0/1a KbM MAIlHEHTHUTE.

MLPA e Bce omie HOB METOJ, U MyOJHUKALUUTE, CBbP3aHU C HETOBOTO NMPHIIOKEHHE,
ocobeHo no otHouienne Ha OMJI, ca manko Ha Opoit. OnUTHT Ha ekuna Ou UMall OpUTHHAIIEH
NPUHOC 3a pa30MpaHEeTO Ha HEroBOTO MSCTO B PYyTHHHATa KIMHHUKO-Ta0OpaTOpHa JeHHOCT
KAKTO Ha JIOKAJIHO, TaKa U Ha MEXKIyHapOJHO HUBO.

B mpoyuBaneTo Osixa BKItoYeHH 61 HOBoaMarHoctuiupanu mamuentd ¢ OMJI — 29
JKeHU U 32 MBXKE C MeAuaHa Ha Bb3pacTtra 62 ToauHU, KakTo U 21 3ApaBu HO0OPOBOJIU ChC
CXOJIHO TIOJIOBO M BB3pPAcTOBO paslipeseieHHe. 3a U3TOYHUK Ha TeHeTHYeH MaTepuain Oerie
W3MoJ3BaHa nepudepHa KPbB.

HacrosimoTo npoyuBane coun, ye MLPA moxxe na Obze mosieseH U MHQOpMaTHBEH
METOJ1 3a HavyaJieH TeHeTHueH CKpUHUHT ycnopenHo ¢ KI[A. Upe3 naHHUTE OT MOJEKYISIpHO-
TeHEeTUYHUS aHaM3 051Xa pa3KpUTH T€HEeTHYHHU IPOMEHH B MoBeye OT nojoBuHaTa (55.7%) oT
HaIMEeHTUTE:



- 22 (36.1%) ¢ MOHOreHEeH BapHaHT B €IUH WM MMoBeue oT ciennute reHu — NPM1,
IDH2, DNMT3A, FLT3, aconuupanu cbc 3a005BaHETO.

- 18(29.5%) ¢ XxpoMO30MHO TIpeyCcTpOMCTBO B Xpomozomu 1, 4,5, 6,7, 11, 14, 17, 21.

CrpieBpemenHo, eqHoanuHo ype3 MLPA 6sixa xnacupunupanu U cTpaTUPUIUPAHU
Majko noj mnosioBuHara (42.6%) ot Tax. M3nomsBan karo ckpunupain meron, MLPA nasa
JIOMBIHUTENHA UH(OpPMAaLKs 3a MO-IACTalIHU TeHEeTUYHU MPOMEHHU, MPEBb3MOIBaiku 100pe
no3Hatute orpanndeHus Ha KA. B cpaBHeHHE ¢ MPUIOKEHUETO HA HAKOJIKO Apyru MLPA
KUTa WIM METOAAa €IHOBPEMEHHO B JAPYrd NpoyuBaHusA, W30paHusT oT ekuna X060 kut
MIPEACTABU HE MMO-MAJIKO HAaXxOJKU OT MOHOT€HEH U XPOMO30MEH IIPOU3XO0/l, KOETO IO HAIPABU
[ICHHA YaCT OT OLEHKATa HA TO3M KOHTUHTEHT nanuenTu. Cropen exuna monsara or MLPA 6u
Ouna oco0eHO oce3aeMa B CTPaHUM C OTPAaHMYEHO IMOKPUTHE Ha MOJEKYISPHO-TEHETUYHU
aHaJIM3U OT HAIMOHAIHOTO 3/paBHO ocurypsiBaHe. Twvi karo buiarapus e mo0sp mpumep 3a
N0J00HO JIMMUTHPAHO (PUHAHCHpAHE, SKUITbT CYUTAa METO/Aa 3a IEPCIEKTUBEH IIOHE M0
IpoMsiHa U MoAoOpsiBaHE Ha o0emMa Ha KIMHUYHUTE IBTEKU U MPOLEIypH, HAIMYHU 3a
rpHKATa 3a TE3U NALUEHTH.



