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FeHogmnarHocTtuka cuHgpoma MEN 1, 2A, 2B u cemenHoro paka wuroBmaHown xene3sbl (10,11,13-16
3K30HbI reHa RET u 2,10 3k30HbI reHa MEN1)

MNokasaTenb PesynbTaTt Ped. 3HaueHusn
Wecnenosanue reva RET ( 5KaoHbi MaToreHHbIX BapraHTOB B 3K30HE MaToreHHbIX BapnaHTOB B 3K30HaX
1011 ?3-16) W rera MENT (2,10 3K30HbI) 10,11,13-16 reHa RET v sk3oHax 2,10 | 10,11,13-16 reHa RET v ak3oHax 2,10 reHa
Y ’ rena MEN1 obHapyxeHo He Gbino MEN1 obHapy»eHo He 6bino

KommeHTapum k npobe: Y naumeHTa He o6HapyXeHO naToreHHbIX BapuaHToB B 9k30He 10,11,13-16 reHa RET nak3oHax 2,10 reHa
MEN1. MHOoXecCTBeHHble 3HAOKPUHHbIE Heonnasuv (MOH) npeactaBnseT coboi HacneACcTBEHHOE ayTOCOMHO-AOMUHAHTHOE
3aboneaHne. M3H 1 Tuna xapaktepuayeTcs KOMOMHaLMe onyxonew napawmnToBMAHON Xernesbl, racTPOdHTeponaHKkpeaTuyeckomn
3HOOKPUHHOWM CUCTEMBI 1 aAeHOMbI NepeaHer aonu runodusa. JaHHoe 3aboneBaHne o6yCcnoBNEHO HaNMMYNEM MHAKTUBMPYHOLLINX
myTaumm B reHe MEN1. Hanuume myTtauun B gaHHom reHe obHapyxumBatotesy 70-95% naumentoB ¢ MGH 1 tuna. Hanbonee
pacnpocTpaHeHHbIMU SBASIOTCA MyTauum B 3k3oHe 10. OTcyTCTBME MyTaUMI 3HAYNTENbHO CHUXKAET BEPOATHOCTb AMarHo3a, HO He
nckniovaet MOH 1 Tuna.

MHoxecTBeHHas aHAOKPMHHAsA Heonnasusa 2 Tuna nogpasgensetca Ha Tpu nogTvuna: MOH 2A, MOH 2B 1 cemelHbIn MeaynnspHbIA
PLIK. MeaynnsapHbIn pak WMTOBMAHON Xene3bl BcTpevaeTcs Bo Bcex nogtunax MAH 2 Tuna. Mpu M3H 2A Takke MoxeT oTMedaTtbcs
deoxpomouutoma (50%) n ageHoma/ runepnnasusa napawmuTosmaHon xenesbl. [Npn MOH 2B nomumo megynnspHoro paka
LMTOBUAHOM ene3bl HabnogaeTca deoxpomountoma (50%), HeBPOMbI CM3UCTBIX 000o4Yek ryb 1 a3bika, a Takke MmapgaHonaHbIN
rabutyc. MGH2 obycnoeneH Hanuunem myTaumi B reHe RET. B cooteeTtctBum ¢ The National Comprehensive Cancer Network (2018)
pekoMeHO0BaHo npoBeAeHne cekBeHNpoBaHms ak3oHoB 10,11,13-16. OTcyTCTBUE NAaTOreHHbIX MyTaLuuii B YKa3aHHbIX 9K30HaX
UCKNYaeT Hanuyue y naumeHta M3H 2 tuna Ha 6onee yem 95%.

PasBepHyTOe 3akntoveHre B cooTBETCTBUM C pekoMeHaauusamm HGVS n EMGQN moxeT 6biTb MpeaocTaBneHo no 3anpocy.
MpeacTaBneHHble AaHHbIE U MHTEPNPeTaums pe3ynbTaToB COOTBETCTBYIOT pekoMmeHaaumam American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network. cnonb3yemble pedepeHcHble nocnegosatensHocT - NG_007489.1,
RefSeqGene (LRG_518).
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