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.. MHOXeCTBEeHHbIN CUMMETPUYHbIX NUNOMATO3

ORPHAcode: ORPHA2398

OnpepeneHune 6onesHun

Peokoe 3aboneBaHue MNOAKOXHOW  KneTyaTkW,  XapakTepusylolleecss  poCTOM
CMMMETPUYHO pacrnpedeneHHblX HEWHKancyMpoBaHHbIX MAacC >KUPOBOW  TKaHW,
NPeENMYLLECTBEHHO BOKPYr nuua W LWen, a Takke pasnnuyHbiMU  KITMHUYECKMMN
OCMNOXHEHUSIMW (HanpumMep, CHUXKEeHNe NOABMXHOCTU LUEN, KOMMPECCUS pecnMpaTopHbIX

CTPYKTYP).

KpaTkun o630p

Anuaemuonorus

MHOXeCTBEHHbIN CMMMETpPUYHbIN NinnomaTto3 (MCJ1) B 0CHOBHOM nopaxaeT L MYy)XCKOro norna
€ cooTHoweHnem nonos oT 15:1 go 30:1, B 3aBMCMMOCTM OT pernoHa. ATo pacCTPONCTBO MOXET
HabnogaTbCsl BO BCEX 3THMYECKMX rpynnax. PacnpocTtpaHeHHOCTb M 3aboneBaemocTb
HEN3BECTHbI, HO UMEITCHA OLEHKN AN HEKOTOPbIX CTPaH (Hanpumep, pacnpocTpaHEeHHOCTb Cpeaun
Myx4unH B Utanum 1/25 000). Beino 3apeructpupoBaHo 6onee 300 cnyvyaes 3aboneBaHus.
KnuHunyeckoe onucaHve

MCIJ1 obbIlvHO BCTpedaeTcs B cpegHeM m no3gHem B3pocrioMm Bospacte (30-60 neT), Ho Takke
coobwanocb O cnyyasix y AeTen, MOAPOCTKOB W NOXUMbIX ftogen. TedeHne 3aboneBaHus
XapaktepusyeTcsi ObICTPbIM  paHHUM  pas3BUMTMEM, 3a KOTOpPbIM crnegyeT  MeArneHHbIN
NPOrpeccupytowmMin  pocT OTIIOXKEHUA XXUPOBOW TKaHW, NPEMMYLLECTBEHHO Ha nuvue, Lee,
3aTbIIOYHON 06NnacTu, HagKIMUYMYHON SMKe U B obrnactu nned. MoryT ObiTb BOBReYeHbl beapa.
lMepBOHa4YanbHO NauMeHTbl YacTo obpallalTcsa K Bpayvy No 3CTETUYECKUM MpUYMHAM u/unum c
TpyaHoOCTSIMM npu ogeBaHun. CO BpPEMEHEM MbILLbl e MOryT CAaBnMBATbCS, YMEHbLUas
pasmep Tpaxeu u nuuieBoga C nocrneayowen pecnupaTtopHon obcTpykumnen n 06CTpyKTUBHBIM
anHo3 BO CHe. Y NauMeHTOB TaKkKe 4YacTo OTMeYatoTCsA MOoNMHenponaTtus, NaTtonornsa NeyYeHn n
MeTabonn4eckMn CUMHAPOM C HapyLleHWEM TONEepPaHTHOCTU K [MOKO3e M rvnepnunuaeMmnen.
BonbLIMHCTBO NOpaXeHHbIX NaUMEHTOB CTPaAaT OXXMPEHNEM, HO B HEKOTOPbIX PEAKUX Cryvasx
(10%) Habniogaetca HopmanbHad macca Tena. B odeHb peakux crniydasx coobuianocb 0O
3r10Ka4ecTBeHHON TpaHcdopmauun B nunocapkoMmy. MCJT Takke MOXeT ObITb CBA3aH C
YacTUYHOW nMnogucTpoduren n mmonaTnen.

ATtnonorusa

MatoreHes MCJT g0 koHUa He W3y4eH, HO OH MOXeT ObiITb cBA3aH C AedeKkTHON
HopagpeHEPrMYeckon perynaumen MMToxoHapuin B 6ypon xxmpoBon TkaHn. 3aboneBaHne CUrbHO
CBs3aHO co 3roynotpebneHmem ankoronem (4o 90% nauneHToB). Takke Gbinn onucaHbl peakme
reHeTmyeckne opmbl, 0ObI4HO BCTpevarwmecs paHee B cemeriHon dopme. Coobuianocb o
BbI3blBalOLLMX 3abonesaHne mytaumsx B reHax MFN2 (1p36.22) n LIPS (19q13.2), koampytomx
MUTOMY3VH 2 1 TOPMOH YYBCTBUTENbHYIO NNasy, COOTBETCTBEHHO.

MeToabl ANMAarHOCTUKN
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OnarHoctmka MCJ1 moxeT OblTb 3aTpygHeHa Wu3-3a OWMOOYHOW ONArHOCTUMKU  OXUPEHMS.
[dnarHoctnyecknMn  SBNAOTCA  KIMHUYECKME MpU3HaKW, MNokasbiBawlwmne cneumnduyeckoe
pacnpegeneHune XnpoBon TKaHW, (B YaCTHOCTK, He 3aTparusarolLlee AncTarnbHble OTAENbI PYK U
HOr), 1 AaHHble O 3noynoTpebneHun ankoronem. Tem He MeHee, crieQyeT U3y4uTb CEMENHYI0
nctoputo MCJ1. YnbTpassyk, komnbtoTepHass Tomorpadusa (KT) mnm marHUMTHO-pe3oHaHCHas
Tomorpacgpua (MPT) moryT noatBepauTb HanmuMyune CUMMETPUYHOrO, HeWHKancysrMpoBaHHOMO
OTNOXeHUA Xupa. broncus xXxMpoBon TKaHN Takke MOoXeT BblTb UCNONb30BaHa AN UCKIIOYEHUS
nunocapkombl. Cnepgyetr Takke ob6cnegoBaTb NauMeHTa B OTHOLIEHUW  AUCTIMNNOEMUM,
PE3NCTEHTHOCTUN K MHCYNNHY 1 anabeTa.

OnddepeHumnanbHbIN gnarHos

OxupeHune n nunocapkoma ABAATCA OCHOBHbIMU AnddpepeHumnansHeiMn anarHosamu. Opyrue
paccTpoOMUCTBa, KOTOpble creayeTr ydnTbiBaTb, BKAKOYAKT CUHOPOM KylimHra, CeMenHyto
YaCTUYHYO nMnogucTpodmio, 0Co6eHHO CcMHAPOM [aHHWraHa, CBA3aHHbIA C MyTaLMsMU reHa
LMNA, cemerHbIn aHrmonunomaTtos, cuHapom Prune belly n numdomy.

FeHeTM4YecKkoe KOHCYNbTUpPOBaHUe

CoobLwanocb 0 MUTOXOHAPWANIbHOM W ayTOCOMHO-peLieccuBHoM HacnegoBaHun. MCJT moxet
Takke nepegaBaTbCs ayTOCOMHO-AOMUHAHTHO.

NeyeHue

HekoTopbiM nauveHTam nedyeHve MoxeT He notpeboBaTbes. Korga neveHne Heobxoammo no
3CTETUYECKUM NPUYMHAM UK 13-3a anHO3 BO CHE, KOMMPECCUN AbiXaTeNbHbIX NyTEN U CUNbHON
6onn, OHO OObLIYHO BKMKYAET XUPYPrMyeckoe BMELUATeNbCTBO, TaKOe KakK fMMNIKTOMUS,
ninocakuusa (UnuM nunocakumsi C MNOMOWbI ynbTpa3Byka). PekomeHayeTcs npekpalieHue
ynoTpebneHnsa ankorons, HO, Kak NpaBuro, 3TO He NPUBOAMUT K YMEHbLUEHUI0 nunomartosa. B
HEKOTOPbIX Cry4YasiXx CHWXEeHMe Beca MOXEeT MOMOYb OCTaHOBUTb Mporpecc 3aboneBaHus.
TpebyeTca neyeHne conyTcTByOLWMX 3aboneBaHun (ouabdeT, unppo3s neveHn). NoneseH CKPUHNHT
Ha pak, CBA3aHHbIV C ankoronem (M Yacto TabakokypeHueM).

MporHo3s

MCIJ1 B ocHOBHOM siBnisieTca 0OOpoOKayeCTBEHHbIM 3abonieBaHMEM, HO B HEKOTOPbIX Cry4vasx
MOTyT BO3HWKHYTb Cepbe3Hble (Pun3nyeckme, KOCMeTU4YeCKne U NCUXonormyeckme NocneacTBus.
ConyTcTByloWmMe paccTporucTBa MOryT NOBANATb HA MPOrHO3. ANKOronunam urpaet 60rbLUy0 posb
B 3aboneBaemMocTu U cMepTHOCTH, Yem cam MCIJ1.
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