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Pe3tome Ha npoekt no ®oun ,,Hayka“ Ne 21008 — KonukypcHa cecus 2021:
»»MOJIEKYJIIPHO-TEHETUYEH aHAJIN3 IIPH HOBOAUATHOCTULIMPAHU HAI[UEHTH C
OCTpa MHUEJIOT€HHA JIEBKEMUS
PbkoBoaures: [om. 1-p Tpudon ['eoprue UepBeHkon, 10

ITocTurHaTu pe3yararu:

Octpara muenorenna jneskemusi (OMJI) e 3abonsiBaHe OT HeoIJIaCTUYEH MPOMU3XO/,
3acsramo MpPOreHUTOPHUTE KIETKM Ha MUEIOUJHMS KpbBeH pen. ToBa e Hali-uecto
CPEIaHMAT THUI JIEBKEMUS cpell Bb3pacTHU ¢ yectota 4.2 Ha 100000 nymm. Xapakrepusupa ce
C U3KIIIOYUTEJIHA I€HETHUYHA XETEPOre€HHOCT, KOSITO OMNPEeNis U pa3jJu4HMs XapakTep Ha
EBOJIIOLIMSI M TPOrHO3a Ha 3aboisBaHeTo. [lopamu ToBa CHBPEMEHHUTE MEXAYHAPOIHH
IPENOPHKU BKIIOYBAT U3SACHSBAHE HA TEHETUYHATA NIPUPOJa HA BCEKU KIMHUYEH CIydail KaTo
YacT OT I'bpBOHAYagHATa [AMArHOCTUYHA OLEHKAa C 1€ MaKCHMalHO Mperu3upaHe Hu
NEPCOHAIN3UPAHE Ha TEparneBTHUUHUSA MOJAX0J. MOJIEKYISIpHO-TEHETUYHUTE MapKepu UMaT
OCBEH AMArHOCTUYHO, CHIUIO0 M MPOTHOCTUYHO W/ WIM TMPEJUKTUBHO 3HAYCHHE U 3aTOBa €
HE0OXOUMO J1a C€ U3BBPIIM KAKTO KOHBEHIMOHaJIeH nuurorenernueH ananus (KLIA), Taka u
TOMBIHUTENIEH MOJIEKYJIsipHO-TeHeTu4YeH aHanu3. [locneanust gombnBa umHbOpManuara OT
LUTOTEHETUYHUSI pPEe3yiTaT, KaTo OTYHUTAa CYOMHKPOCKOIICKM U MOJEKYJISIpPHO-TeHETUYHU
IPOMEHHU OTBBJ Pa3pelIMTEeIHaTa CIOCOOHOCT Ha CBETJIMHHATA MUKPOCKOIHS.

Ilenu ce mpoyuBaHe e(deKTHBHOCTTA M HMH(pOpPMATHBHOCTTa Ha Meroaa Multiplex
ligation-dependent probe amplification (MLPA), ocHOBaH Ha 100pe mo3HaTaTa MojJuMepasHa
BeprokHA peakuus u garupain ot 2002 r. BHeapsiBaHEeTO Ha MeTO/a, YCIOPEIHO C U3BBPIIBAHE
Ha [UTOTCHETUYCH aHAJTM3 B CAMOTO HAYaJI0 Ha JUArHOCTHYHHS TPOLIEC, OU MOTIIO Ja 000TaTH
npejcTaBaTa 3a TEHETWYHHUS XapakTep Ha naneH ciydaii Ha OMJI m nma crmomorHe 3a
N0J00pSIBAHETO HA TIPOTHO3aTa M MEPCOHATU3UPAHE Ha MOJIX0/1a KbM MAI[HEHTHTE.

MLPA e Bce olie HOB METOJ, U MyOJUKAIIMUTE, CBbP3aHU C HETOBOTO MPHIIOKEHUE,
ocobeHo o otHomenue Ha OMJL, ca Manko Ha Opoii. OMUTHT Ha eKuna OU UMaj OpUTHHAJICH
IPUHOC 32 pa30MpaHETO Ha HEroBOTO MSCTO B PyTHMHHATa KIMHUKO-1a0opaTopHa JeifHOCT
KaKTO Ha JIOKAJIHO, TaKa U Ha MEXKIyHApOJIHO HUBO.

B mpoyuBanero Osixa BkiItoueHu 61 HOBoauarHoctuiupanu mamueHtda ¢ OMIJI — 29
JKeHU U 32 MBXKE C MeAuaHa Ha Bb3pacTtra 62 ToauHU, KakTo ¥ 21 3ApaBu TO0OPOBOJIU ChC
CXOJIHO TIOJIOBO M BB3PACTOBO paslpe/ielieHre. 3a M3TOUYHUK Ha TeHeTHUYeH MaTrepuan Oere
W3MoJ3BaHa nepudepHa KPbB.

Hacrosmoro npoyuBane coun, yue MLPA moxe na Obae mojie3eH U MH(pOpMaTUBEH
METO/]] 3a Ha4yaJleH reHeTU4eH CKpUHUHT ycropenHo ¢ KI[A. Upe3 naHHUTE OT MOJIEKYIISIPHO-
TeHEeTUYHUS aHAIHU3 Os1Xa pa3KpUTH T€HETUYHU MPOMEHHU B ToBeue OT nojioBuHara (55.7%) ot
NAlUEHTUTE:



- 22 (36.1%) ¢ MOHOreHEH BapHaHT B €IMH WJM MoBeue oT cienanutre renu — NPM1,
IDH2, DNMT3A, FLT3, acomuupanu chC 3a00JIIBaHETO.
- 18(29.5%) ¢ XxpoMO30MHO TIpeyCcTpOCTBO B Xpomozomiu 1, 4,5, 6,7, 11, 14, 17, 21.

CroieBpeMeHHO, enHOIuYHO Ype3 MLPA 0Osxa ximacudunupanu U cTpatuuIiigpaHu
Majko noj mnosioBuHara (42.6%) ot Tax. M3non3Ban kato ckpunupan meron, MLPA nasa
JOMBIHUTENTHA UH(OpPMAILHS 32 TO-IACTAMIHU TeHEeTHYHU MPOMEHH, MPEBh3MOTBANKU T00pe
no3Hatute orpannueHus Ha KIIA. B cpaBHeHHE ¢ IpUIIOKEHUETO HA HIKOJKO aApyru MLPA
KATAa WM METOJA €IHOBPEMEHHO B JPYIH MpOy4yBaHHs, nM30paHusT or exuna X060 kut
MIPEACTABU HE MMO-MAJIKO HaXOJKU OT MOHOTE€HEH U XPOMO30MEH IIPOU3XO0/l, KOETO TO HAIPABU
[IEHHA YacT OT OLIEHKaTa Ha TO3W KOHTUHTEeHT nauueHTu. Criopen ekumna nonszara or MLPA 6u
Ouiia 0coOeHO oce3aeMa B CTpaHU C OTPAHMYEHO MOKPUTHE HAa MOJEKYISPHO-TeHETUYHU
aHAJIM3M OT HAIIMOHATHOTO 3[paBHO ocurypsBaHe. Tbil kato bearapus e noOsp mpumep 3a
MoJ00HO IMMUTUPAHO (PUHAHCHpAHE, EKUITBT CUMTAa METO/Aa 3a MEPCIEKTHBEH IOHE [0
npoMsiHa M TOJN00psBaHEe HAa oOeMa Ha KIMHUYHUTE MBTEKH W TMPOIEAYPH, HATUYHH 32
rpr>KaTa 3a Te3u MaIlMeHTH.



