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MoneKynﬂpHo-reHeTqucme nccrnegoBaHus

[arta B3siTUsA GUOoMaTepmana:

3asBka: 7016855395 Martepuan: LlenbHas kposb OATA
UccnepoBaHue: CeMeliHblii MeynNsiPHLIA pak WUTOBUAHOWN xenesbl u cuHapombel MOH 1 1 2A, 2B B kposu (MEN1, RET)
MapameTtp Pe3ynbTat PedhepeHcHble 3Ha4YeHuUs
CeMeliHbI MEIYNASDHbIA DAK LINTOBAIHOM KENe3bl 1 MaToreHHbIx BapnaHToB B 9k30He 10, 11, MaToreHHbIx BapnaHToB B 3k30He 10,11,13-16 reHa
Y. p paK L A 13-16 reHa RET u ak3oHax 2, 10 reHa MEN1 RET u ak3oHax 2,10 reHa MEN1 o6HapyxeHo He

cuHapombl MOH 1 1 2A, 2B B kposu (MEN1, RET) OBHAPYKEHO HE BLINO Bbio

KoMmeHTapui: Y naumeHTa He 0GHapyXeHO NaToreHHbIX BapuaHToB B 3k3oHe 1 O, 11, 13-16 reHa RET n ak3oHax 2, 1 O reHa MEN1.
MHoxecTBeHHble 3HAOKpUHHbIE Heonnasun (MOH) npeacTaBnsieT coboi HacneaCcTBEHHOE ayTOCOMHO-A0MWHaHTHoe 3abonesaHve. MOH 1
TUMNa xapakTepusyeTcsi KoMOUHaLUmen onyxonemn napawmuToBMAHON Xernesbl, racCTPO3IHTEPONaHKpeaTUYeCcKon SHAOKPUHHON CUCTEMBI U afeHOMbI
nepegHen gonu runogu3sa. flaHHoe 3abonesaHne obycnoBneHo HanuyMem MHaKTUBUPYLOLWMX MyTauuii B reHe MEN1. Hanunune mytauui B
AaHHOM reHe obHapyxuatoTcsy 70-95% naumeHToB ¢ MOH 1 Tuna. Hanbonee pacnpocTpaHeHHbIMU SBRAOTCA MyTaLum B 3k3oHe 1 0.
OTcyTCcTBME MyTaLM 3HAYUTENBHO CHUXAET BEPOSITHOCTb AMarHo3a, Ho He ucknodaet MOH 1 Tuna.

MHOXeCTBEHHasn 3HAOKPMHHAsA Heonnasusa 2 Tuna nogpasaensietcs Ha Tpy noatuna: MOH 2A, MOH 2B 1 cemeliHbin meaynnspHbin PLLK.
MeaynnspHbIN pak LUMTOBUAHON Xenesbl BCTpeyaeTcs Bo Bcex noaTunax MOH 2 tuna. Mpun M3H 2A Takke MoxeT oTMevaTbes
heoxpomouutoma (50%) n ageHoma/ runepnnasvs napawmToBuagHou xenesbl. MNpyu MOH 2B nommmo MeaynnspHOro paka LWMTOBUAHOM
Xenesbl HabnogaeTcst peoxpomounToma (50%), HEBPOMbI CNN3UCTLIX 0bonoYek ryb 1 asbika, a Takke MmapgaHouaHblin rabutyc. MOH2
obycnoeneH Hanuunem MmyTaumi B reHe RET. B cootBeTcTBUM ¢ The National Comprehensive Cancer Network (2018) pekomeHaoBaHoO
npoBefeHne cekBeHnpoBaHusi ak3oHoB 10,11,13-16. OTCyTCTBME NATOreHHbIX MyTaLMii B yKa3aHHbIX 3K30HAX UCKIoYaeT Hannyne y naumeHTa
M3H 2 tuna Ha 6onee yem 95%.

PasBepHyTOe 3aknoyeHve B COOTBETCTBUM C pekomeHaaunsamm HGVS n EMGQN moxeT 6biTb NpegocTaBneHo no 3anpocy. NpeacraBneHHble
AaHHblE U MHTeprpeTauusi pedynbTaToB COOTBETCTBYIOT pekoMmeHaaumsam American College of Medical Genetics, a Takke European Molecular
Genetics Quality Network. Vicnonb3yemble pedepeHcHble nocnegosatensHoctn - NG_007489.1, RefSeqGene (LRG_518).

Pe3ynbmam nabopamopHoeo uccnedosaHusi He siesemcs OuazHo30M, UHMepnpemayusi TNuuenauna Ne 11041-01137-77/00311104 ot 19.01.2017 r.

pesynbmamos npoeoduMcsi C y4emom KITUHUYECKUX nposieneHuli u daHHbIX aHaMHe3a. 1SO 9001:2015 cepTudpmkat cootseTcTaust NeRU.097A.00415, percteutengHigo 19.10.2025
FOCT P MCO 15189-2015 (ISO 15189:2012) cepTudmkat COOTBeTCTBmsI NOPOCC
RU.32101.04>K3A1.209, pencteuteneH o 20.10.2025
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