CvHpopom M3H 1 tTvna

CvHgpoMm MOH 1 Tuna nmeeT ayTOCOMHO-AOMUHAHTHbBIA TUN HAacnenoBaHUs. XapakTepHo
pas3BMTNE MHOXECTBEHHbIX ONyX0nen aHAOKPUHHBIX OPraHoB: NapawmTOBUAHbIX Xenéa
(runepnapaTtnpeos c runepnnasven UM MHOXeCTBEHHbIMM aieHoMaMn), 3HAO0KPUHHOW
yacTtu
noaXenyno4yHom xenesbl (raCTpUHOMA, UHCYNMHOMA, riokaroHoma, BUlMoma), nepenHen
n0NW runocpunsa (afeHoMmbl), Kopbl HaanovyeyHnkos, APUD-TkaHn Tumyca, 6poHxoB. Kpome
TOro, npu cmHaopome M3OH 1 Trna BO3MOXHbI peakune NopaxXeHns KoXu (NMnomsl,
aHrnounbpombl, MenaHombl), LIHC (rnnombl, MEHMHTMOMBI), MATKUX TKaHENR (NeioMUoMBl,
CTpOMasnbHble OMyX0Nnu Xenyaka), NepBUMYHO MHOXECTBEHHbIE KapLMHOMbI.

CuHgpoMm MOH 1 Tnna onncaH B nutepaType Kak CMHAPOM BepMepa, MHOXECTBEHHbIN
9HOOKPUHHBIA ageHomMaTo3 1 Tuna, ceMenHblii cnHapoM 30NnHrepa—annncoHa. Yacrtora
cvHOpoMa — oauvH cnyyain Ha 20—40 Tbic. HaceneHns. MarHocTUKa ocHoBaHa Ha
KNIMHUYECKNX U reHeTny
€CKUX OaHHbIX

. Y 10% nauueHToB ¢ cuHapomom MOH 1 Tvna MyTauuu B reHe BO3HUKAIOT Bnepsble. CUHOPOM
M3H 1 Tnna cBa3aH ¢ reHoM-CyrnpeccopoM, pacnonoxeHHbiM B xpomocome 11q13. OnucaHo
6onee 400 BapnaHTOB MyTauui 4AHHOMO FreHa, YTO MPUBOAMUT K MPEBPALLEHWNIO «OMKOr0» TMna
B MyTaHTHbIA. [N pa3sutns onyxonemn Heobxoammbl MyTaumm B nape annenen. 'eH kogupyet
CMHTE3 6ENKOBOro NPOAyKTa MEHMHA, KOHTPONUPYIOLWEro NPOonnepaLmio m

AN PEPEHLIMPOBKY KNETOK Ha aTane amMbpuoreHesa v BO B3POCNIOM COCTOSHUN. MeHUH
B/IMSIET HA TPAHCKPUMNLUUIO MHOXXECTBA K/IETOYHbIX MPOTOOHKOreHos (junD, c-fos, ras u gp.),
BMMeHTuHa, NFkappal-2, Smad1/5, Smad3/4, Tenomepasbl, nM23, TOP-A.
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CuvHaopom M3H 1 tTuna

n HTepeCHble CTaTbW:

1) [lpnymHbI OCTPOI CEpPOEYHON HEOOCTATOYHOCTH

2) Cudpunutmnyeckne n ATepocknepoTn4ecKme aHeBpuaMsl

3) [ncronornyeckoe CTPOEHUE NErKnx
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