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BBenenune

HacnencrBennsiii Oymiesnsiit anuaepmonns (HbD) — rpymnmna reHeTHyecku U KITMHUYECKH
reTEepPOreHHBIX 3a00JIEBaHMM, XapaKTepu3yromascs 00pa30BaHUEM My3bIPE U APO3HiIl HA KOXKE U
CIIM3UCTBIX 000J0YKaX, MPEUMYIIECTBEHHO Ha MECTax HE3HAYUTEIHHOIO0 MEXaHUYECKOTO
BO3JICUCTBUS («MeXaHOOYJIIIIe3Hast 00JIe3HbY, HACICICTBEHHAS ITy3bIPYaTKa), B MPOCTOHAPOIHE —
«Oone3Hb 0aboukm». XapaKTepu3yeTcsl TSHKEIbIM TEUEHHEM, WHBAIUIHOCTHIO M BBICOKOU
JIETaIbHOCTHIO.

ean uccaenoBanus

O0600muTh TUTEpaTYpHBIC JaHHbIe T0 HBD, onpenenuTs coBpeMeHHbIE 0COOEHHOCTH €T0
ATUOJIOTHH U MMATOTeHE3A.

MarepuaJbl 1 METO/bI

[Tpu BBIMOTHEHUH PabOTHI MCHOJB30BATUCH OOIIEHAYYHBIE METOJBI 0030pa, aHAIU3a U
00001ICHUST COBPEMEHHBIX JIUTEPATYPHBIX NaHHBIX M HaydHbIx crated mo HBD, a Taxke
NPOBE/IEH aHAIN3 KIMHUYECKUX JAaHHBIX UCTOpuUi Oone3Heil mauueHToB ¢ HBD Ha 6aze Y3
«["opoackoi KIMHUYECKUH KOKHO-BEHEPOJIOTHUECKUH aucrancep» 3a nepuoa ¢ 2008 mo 2015
IT..

Pe3yabTaTnl

Cpennsis pacnpoctpanenHocts HbBD B mupe cocrasnser 1,7 ma 100 Thic. HaceneHwusl.
Onun u3 227 4denoBeK MMEET MYTallMi0 B TeHe, oTBedaromieMm 3a passutre HBED. O6a mona
nopaxarorcsi oauHakoBo. HBD genurcs Ha 4 OCHOBHBIX THIIA: IPOCTOH, MOIPaHUYHBIN,
muctpodudeckuii u cungpoM Kunmiepa. JlanHoe pasaeneHue MPOMCXOAUT B 3aBUCUMOCTU OT
ypOBHSI 00pa30BaHUs MYy3bIPEH B CIOSX KOXKH Ha yIbTPAaCTPYKTypHOM ypoBHe. [lepBbix 3 Tuma
HBD mnoxpasneneHsl eme Ha TOATHITBI, KOTOPBIX BbIAeleHO Oojee 30 B 3aBUCUMOCTH OT
pacTloNIOKEHUsI B KOXKE CTPYKTYpPHOTO JedeKkTa U HMMMYHOTHCTOXMMHYECKHX JaHHBIX.
Hacnenyercs HBD kak mo ayroCOMHO-IOMHUHAHTHOMY, TaK ayTOCOMHO-PEIIECCUBHOMY THIY.
OcHoBHOII dTHONOTHYEcKUl (akTop npu HBD — Mmyranuu, koTopsie 00HapyXHUBalOTCs B Ooee
yem 10 renax. OmmcaHbl pa3iuyHble BHJBI MyTallMil — MHCCEHC-MYTallii, HOHCEHC-MYTAllHH,
JeNelui, MyTallul paMKH CUWTHIBAHUS, WHCEPIUHU, MYyTallUM CalTa CIUIaliCMHTa, MOJIYallue
MyTallluM. Y CTaHOBJIEHO, YTO MyTallMM B OCHOBHOM MpoucxoasaT B reHax: KRTS, KRT14, DSP,
PKP-1, PLEC, ITGAG, ITGB4, LAMB3, LAMA3, LAMC2, COL17Al1, COL7A1 u KINDI,
KOTOpBIE OTBEYAIOT 3a CHMHTE3 OENIKOB: KepaTHH 5, kepaTuH 14, necMoriakvH, miakopmiuH I,
TUICKTUH, UHTETpuH 0.6B4, mamuaun 332, koyuiareH 17-ro Tumna, Kojutared 7-ro TUmna, KUHIIIH 1.
HedexT Toro uim nHoro Oenka u Oyaer onpeaenats Gopmy HBED.

BriBoabI

964



[Tpo6nema HBED octaercst OTKpBHITON M HAa CErOAHALIHMM JIeHb. Jl0 KOHIIa He U3yYeHBI BCe
MEXaHU3Mbl Pa3BUTHs JTAHHOTO 3a00JIeBaHUs, B YAaCTHOCTH OEJIKM-MUIIEHH, a TaKKe TEHBI,
Koaupylomue Aanubie 6enku. OcTaercst OTKpBITHIM Bompoc seuerns HBD no kotopomy BemyTes
WCCIICJOBAHMS B TPEX HANPABICHUAX: I'€HHas Tepanus, NPOTEMHOBAas Tepanus U KIETOYHas
Tepanus.



