Peakum cnyvyam peumpamsa MNMB | Tvna y naymeHTa
¢ DICERT-cMHaApOMOM

M.A. Jlemewues, H.A. AHgpeeBa, A.E. fpy#H, 1.B. Cxgopos, [J.M. KoHoBasios,
H.B. Teepgos, H.B. leresmsa, P.X. Abacos, H.fO. YcmaH, T.B. LlamaHckasn, [.10. KavaHoB

R HMmu Arom
L3 Y M. AMUTPUSA POrAYEBA

AKTYyanbHOCTb:

NMneBponynbMoHanbHaa 6nactoma (MMNB) - Haubonee uyactas nepBMUYHasA 3/1I0KaYeCTBEHHasi OMyXoJsib JNEerkuMx [AeTCKOoro
Bo3pacta. MMNB | T™Mna otnuMuaeTrcs Hambonee O6GnaronpMATHLIM MNMPOrHO30OM, MO3BONSIOWMM B OONbLIMHCTBE cClyvaeB
OrpaHMYMTbCH XMPYPruYecKMM NevyeHueM 3abonesaHms. NpuMeHeHMe aAbIOBaHTHOM nonmxummortepanmm (MXT) cBoaMT K
MMHMMYMY PUCK pa3BuTtusa peumamusa INMNbB | Tuna.

Llenu 1 3apaum:

1) OnMcaHHe peaKoOro KIMHMHYECKOro Crlyyas pasBUTHSI peLMAaMBa Knaccudpukauus nnesponynbMOHanbHOU 6nacToMbl:
NNB | Tuna ¢ TpaHcdopmaumen B MNMNB 1l TMNA Y NaLMEHTKM €

o Tun | Tun i Tun Il
DICER"CHHAPOMOM nocrne aabioBaHTHOM MNXT. KMCTO3HbIM KMCTO3HO-CONMMAHDbIM ConupHbIM
2) AHan13 ponM MoNeKynsapHo-reHeTMYeCKMX MeTo40B

uccnepnoBaHmMsa B AMarHocrtuke peumamea lNnnMp.

Pe3ynbTaThbl:

e [lebloT 3a60neBaHMsa B Bo3pacTe 2 net (CNoOHTaHHbIM NHEeBMOTOpPaKe, MHeBMOMeAMACTHMHYM, NoAKo)XHas aMbuzema)
e KT OTK - kucTOo3HOE 0bpasoBaHMe HMIKHEM AONIM NIeBOro nerkoro pasmepamm 41x19x32 MM (pucyHok 1)

o TOpakocKonMUyecKkas peseKkums, ApeHMpoBaHMe NeBpasibHOM NOJIOCTH B HEOHKOJIOrMUYECKOM CTalMoHape

e N'MCcTONOrMYEcKoOe 3aknioueHue - INMNB | Tvna

o B TKaHM onyxonm - MMcceHc-MyTaumsa DICERT p.D1709N ¢ AF 12% (NGS)

e NMoarTBepXxaeH DICERT-cMHAPOM

(MLPA - npoTshxkeHHas paeneuus D/CERT, saTparuBalollem 3K30Hbl 5-27, a Taioke 3'-UTR)

o ApbloBaHTHas NXT no cxeme VAC/VA - nonHbiM oTBer |

(oTcyTcTBME AaHHDBIX O paAMKaNIbHOCTH NEePBHMYHOM ONepaL MM, BO3MOIKHaS ONyXoJsieBasi KOHTaMMHaLL M)

e JloKanbHbIM peLMAMB Yepes roa oT OKOHYaHus TepanmM (PMCYHOK 2)

o TOopakocKkonMueckoe yganeHme Hopoobpazosanumua RO (HMUL, Aron mm. iMmTpmusa Poravesa)

o M'MCcTONOrMYeckn noaTBepxaeHa TpaHchopmayma B MMB Il Tvna

o UcknioueHa MeTaxpoHHas onyxonb (aHaNnorMyHbiM cCOMaTHYECKMM BapMaHT B reHe D/CERTc AF~94%)
o lononHMTeNbHasA MYTaLMs — OHKOreHHbIM BapHMaHT B reHe A7TM c.4109+1G>A ¢ AF~43% (NGS)

12 kypcoB MNXT - nonHbi1 oTeeT Il (neprop HabniopeHus 18 Mecsues)

Pucyrok 1 * L [lauueHT: oeBo4Kka, 2 roga
e — » :‘w‘

o

MMb 1 rmna

*DICER1 ¢.5125G>A (AF 12%)
22 Hepenu VAC/VA

DICERT-cUHpPOM

** peneyusa DICERT, ak30HbI 5-27, 3'-UTR

NMOJIHBIM OTBET

PEUNONB HYEPE3 1170/

Onepauusa (RO)

Nnb Il Tuna

*DICERT c.5125G>A (AF 94%)
*ATM c.4109+1G>A (AF~43%)
4 kypcal2VADo

8 kypcos IVA

NONHbIMOTBET I
PEMUCCHUA>T1ropa

*NGS TKaHu onyxonu
e ot
BbIBO.U,bI: MLPA BeHO3HOU KPOBM

HeapexkBaTHOe nepBMYHOE XMpPYpruMyeckKkoe BMeELUATENbCTBO MOXKET crnocobcreBoBatb paszsuTvio peumpamsBa MMNB | t™na,
HecMOTpS Ha npoBeaeHMe aabloBaHTHOM MNMXT. MeToabl MOMNEKYNSIPHO-TeHEeTMYECKOro MccriefaoBaHMs NO3BOJSIIOT YCTAaHOBMTD
DICERTcunppoM M npoBectv pubdepeHuManbHyl0 AMarHoOCTMKY peuuamBa 3aboneBaHMsi OT METaXPOHHOM OMYXOJM.
BoisiBIeHMe [OMNOJIHMTENbHbIX MOJIeKYNSIPHO-reHeTHYeCKMX BapMaHTOB TpebyeT uccnepoBaHMsi Ha OonblUOM Koropre
NaLMEeHTOB C LLe/Ibl0O YTOUHEHMS MX NPOrHOCTHUYECKOM POJIM.
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