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«Penxkne wim opdanasle 3aboneBanus (anria. rare disease, orphan disease) — aro
YIPOXKAWOIIUE IKU3HH XPOHHUYECKUE 3a00JICBaHUS, KOTOPbIE HWMEIOT HACTOJIBKO HH3KYIO
BCTPEYAaEMOCTh, YTO HEOOXOMUMO TPUMECHHUTH CICUUAIbHBIE YCHIUS IS TOTO, YTOOBI
NPEJOTBPATUTh 3a00JIEBaHMsI, CHU3UTh CMEPTHOCTh OT HHX M YJIYYIIMTh KA4eCTBO KU3HHU TaKUX
00pHBIX». BriepBrie TepMuH «opdanHbIe» 3a0omeBanus 06Ut npuMeneH B CIIIA B 1983 r. B Esporie
K opdaHHBIM 3a00JICBAaHUSIM OTHOCST BPOXKICHHBIE M MPHOOPETCHHBbIC 3a00JIEBaHUS, YacTOTa
KOTOpBIX He mpeBbimaer 5 ciaydaeB Ha 10000 nHacenenws, B SImOHMM peIKUMHU 3a00JICBaHMS
CUMTAIOTCS, €CJIM YacTOTa BO3HUKHOBeHUs jaocturaet 1 yemoBeka Ha 2500 Hacenenusi. B Poccun
PEAKUMU MIPEIIaraeTcs CIUTATh 3a00JICBaHMS C pACIIPOCTPAHCHHOCTHIO He Oosee 10 cimyyaes Ha 100
000 yenoBek.

Myxkononucaxapuao3sl (MIIC) — rpymnma peakux HacIeICTBEHHBIX 3a00jeBaHUN OOMEHa
BEIIECTB, MIPUBOISIINUX K MPOTPECCUPYIONIEMY TOPAKEHUIO MHOXKECTBA OPraHoOB U TkaHeil. OcHoBa
natoreHe3a MIIC — HakoIUICHWE B OpraHax W TKaHSAX MaTOJOTHYECKOro cydcrpaTa, a MMEHHO
rivko3amuHornukanoB  ([CAIY), wnm  MykomonmucaxapuaoB, KOTOpble SBJISIOTCS  0a30BBIM
KOMITOHEHTOM CO€IMHUTEIbHON TKaHH. M30bTouHoe HakorieHue Al mpuBoaAUT K TUCHYHKITMH
KJIETOK, OPTaHOB M TKaHEH U BhI3BIBAET pa3HOOOpa3Hble knnHuueckue mpossnenus. MIIC otHocutcs
K MYJbTUCUCTEMHBIM 3a00JIeBaHUSAM, IM03TOMY jau(QepeHnrnaibHas TUarHOCTHKA JTaHHOM
HO30JIOTUHU aKTyallbHa JJIsl Bpauel JI00bIX CIIeUATbHOCTEN, 0COOEHHO MeIUaTPUIECKOT0 MPOdHIIs.

JlaGopatopHass JHAarHOCTHKA IPOBOJUTCS IO TOKAa3aHUSAM W BKIIFOUACT: KOJMYCCTBEHHAS W
KauecTBEHHas olleHKa dkckpenuu ['Al' B Moue; 2H3UMOIUATHOCTHKA; MOJICKYIIIPHO-TEHETHUECKAS
JTUATHOCTHKA.

[Monmapnsitoiiee OOJBIIMHCTBO MYKOTOIUCAXapUA030B (MPAKTHUECKH BCE) HACIEAYIOTCS II0
ayTOCOMHO-PEIECCUBHOMY THITY. VICKITIOUeHHEe cocTaBisieT 00e3us Xanrepa (mMykonoaucaxapuoos
Il muna), koropas HaciexyeTcs Mo X-CIeIJICHHOMY PEIECCHBHOMY MEXaHHU3MY.

B coBpemeHHOW KiacCH(UKAIIMKA CYIIECTBYIOT / OCHOBHBIX THIIOB MYKOITOJIMCAXapHI030B.
Hawnbonee yacto Bctpeuaroress MIIC 1-ro, 2-ro, 3-ro, 4-ro u 6-ro tumoB. OCOOEHHOCTH KaKI0ro U3
ATHX TUTIOB OYyJy paCCMOTPEHBI U ONMCAaHbBI B JAHHOW Hay4YHOU paboTe.

OCHOBHBIMHU OCJIO)KHEHHSIMH TEUYCHHUSI MYKOIOJIIMCAXAPUI030B PA3IHYHBIX THIIOB SIBIISTFOTCS
TSOKENBIC PELUIUBHPYIOIINE PECIUPATOPHBbIE WHQPEKIMH (PUHHUTBHI, CHHYCHTBI, OTHTHI, OP3),
MPHUBOANINEG K JBIXaTEIBHON HEIOCTATOYHOCTH, MATOJOTHUS CEePACYHO-COCYAMCTONW CHUCTEMBI H
MopakeHUe TOJI0BHOTO Mo3ra. CaM MyKOIIoJIMcaxapu103 He MPUBOANT K cMepTu. [lammenTs! varie
BCEr0 YMHPAIOT B PE3yJbTaTe CEPACUHOMN U ABIXaTEILHOW HEJOCTATOYHOCTH, KOTOPBIE Pa3BUBAIOTCS
Ha (hoHe 3a00eBaHuUs.
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https://ru.m.wikipedia.org/wiki/%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%A5%D0%B0%D0%BD%D1%82%D0%B5%D1%80%D0%B0
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