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CewmeiiHast cpe3eMHOMODCKasl JIMXopajika Win nepuoudeckast 6osesnb (I1B) - nawmbo-
Jiee pacrpocTpaHeHHas PENUIMBUPYIONIas IepUoInYIecKas JTUX0PaIKa IPYIIIbI PEJIKUX HACIE]T-
CTBEHHBIX ayTOBOCHAJUTE/bHBIX 3abosieBanuii (curgpomos). 1B Berpedaercst ¢ npewmmyiie-
CTBEHHON 3THIUYECKOI PACIIPOCTPAHEHHOCTHIO B pernone CpenzeMHOMODPb. THITl Hac/Ie10BaHs
[1B B 0cHOBHOM ayTOCOMHO-PEIECCUBHBII C OIIPEJIEJIEHHON YacTOTOH BCTPEIaeMOCTH Y IeTePO31-
roTHbIX Hocuteseir. Manudecrarus [1B commpoBoxk1aeTcst perysiapHbIMU TPUCTYIIAMEA CEPO3HOIO
BOCHAJICHUS, PEIMIUBUPYIONIUMHU SMTU30JIAMU JIMXOPAJIKHU, YTO YACTO MPUBOJIUT K HEHYKHOMY
XUPYPIUIecKoMy BMemaTeabcTBY. Hanbostee cepbesnbiM ociokaenneM [IB aBisgerca ammron-
J103 nodek. [Ipuwaunoit 3aboseBanus spidoTced myrtaiuu rena MEFV, pacnosoxennoro na 16
XPOMOCOME, KOJUPYIOIIEro 6eI0K MUpUH (MapeHOCTPUH ).

B Apmennnu B [lenTpe MeunuHCKON reHeTUKY U IepBUYIHOI oxpanbl 3/10poBbst (IIMI") kiu-
HUKO-TE€HEeTU'IeCKHe HNCcyieoBaHus mpoBeieHbl y 0osee 34000 url, BK/IOYas HAITUEHTOB C TO3K-
TUBHOI ceMeitHol ucropueil. B 6obmuHCcTBe CiydaeB 3a00/IeBAHIE TTPOABIISIETCS ITPU HAJTUIUN
2-x myramuit rera MEFV (19.7% - romosororsr; 61.2% - kommaywnj-rereposurors; 19.1% -
rerepo3urorsl). CorstacHo manabiv [IMI, kimHEYeckast 3HAYUMOCTH MyTalUil JaHHOTO TEHA
cocrasyster 98.8%.

Hamwu mipesicraBiien pasaes padoThl IO U3YUEHUIO CTENEHN TKecTr 3a00JIeBaHns B HECKOJTb-
KIX MOKOJIEHHAX ceMeiHbIX ciaydaeB [IB y 14000 mammeHTOB Ha OCHOBAHUN MOJIEKYJISIPHO-TEHe-
THYECKOro anaansa mytanuit renoB MEFV | kiunngeckoro obciieioBanus, 1a00pPaTOPHBIX aHa-
JIN30B, BKJIOYasg ocTpodaszoBbie Mapkepbl, ¥ 3U. Crenenb TszkecTn 3ab0sIeBaHUS OIEHUBAJIN
coryiacHo oOrenpuaATbiM Kputepusm Tel-Hashomer.

B 387 cembsax, namu oOHapyKeHa BHyTpHUCEeMeiHasd KINHIYeCKasd NeTepOreHHOCTD ¢ Pa3Hoit
CTEIIEHBIO TsXKeCTU TedeHus 3abosieBanus. M3 nux B 267 ceMbdAX y BCeX MAIMEHTOB OTMEYCH
KJIACCUIECKUIl ayTOCOMHO-pellecCHBHBIN Tl HacaegoBanus [IB. B ocraBmmxcsa 120 cembsx y
47.5% nanuenToB OTMEUEHbl KJMHUIECKUE TIPOSBJICHNs TIPU HAJTMYUE JIAIIbL OJHON 13 MyTanuii
rena MEFV (rereposurorsr), ogaako oHu Obin 6ojiee JIESTKUME [0 CPDABHEHUIO C TOMO3HUIO-
TaMU U KOMIayHji-reTepo3urotamu. [Ipmdem, cpein rerepo3uror Manudectanus 3a00/1€BaHIsd
Obli1a GoJiee BBIparkeHa y TMalMeHTOB MyzKCKoro mosa (66.7%); mogobuble pasindans He ObLIn
BBISIBJICHBI Cpeiu OOTbHBIX-TOMO3UTOT (55% Myzkann n 45% KeHIuH).

B 6aze gannbix "Menjesnesckoe nacsiegopanne y desopeka' (OMIM) momumo Kiaccude-
CKOT'O ayTOCOMHO-pelieccuBHOrO THa HacaegoBanus 1B (249100), Tak:ke ykasaH pejKuii TUII
ayTocoMHo-toMmrHaHTHOrO HacsegoBanus (OMIM 134610). Oxrako rererndeckas mpupoga 115
¢ omnoit myTarueit rena MEFV unn 6e3 myranuit moka Hem3BecTHA; BO3MOXKHA, CBA3b C WUHDI-
MU TeHaM¥ Win MojudukaropamMu. HamMu mpojiokaercs nccjieloBanue JTaHHOrO (DEHOMEHA Y
MAIMEHTOB € OJIHOI MyTalyeil JAHHOTO TeHa C IIeJIbIO MMOITBEPKICHUS NN UCKJIIOYeHUs JTOMU-
HAHTHOI'O THIIA HACJIEIOBAHUSI.
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