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"MepBbIt MOCKOBCKUA roCyAapCTBEHHbIN MEAULMHCKAI
yHuepcuteT nmenn N.M. Cevenosa MuHsgpasa Poccum
(CeyeHoBckuin YHuBepcuteT), Mocksa, Poccus;
2HaumoHanbHbIi MEAULMHCKUIA UCCreqoBaTenbCKUi
LeHTp 3gopoBbsa aeten MuHagpasa Poccuu, Mocksa,
Poccus

KnroueBble cnoBa: demu; cemeliHasi cpedu3eMHOMOPCKast
nuxopadka; MOMEKYsiPHO-2eHemuU4YecKoe uccnedogaHue

AxTyanbHocTh. CeMeliHas cpeJu3eMHOMOPCKas TUXOpal-
ka (CCJI) — opdaHHOE MOHOTEHHOE ayTOBOCHAIHUTEIHFHOE 3a-
OoyeBaHHNE C ayTOCOMHO-PELIECCUBHBIM THUIIOM HAaCJIEIOBaHHUS,
XapakTepu3ylomieecs penuInBUPYIOMUMHE, CIOPaInIeCKUMH,
CaMOOT'PaHUYMBAIOIUMHUCS SMHU301aMH JINXOPAIKH, COIPOBOXK-
JIAIOLIUMHUCS SIBICHUAMH IOJIUCEPO3UTA, apTPUTA U/UIH POXKEIO-
no6HO# sputemoil. Llesb: onpenenuTs GeHOTUTHYECKUE U TeHe-
THYECKHE 0COOEHHOCTH OONBHBIX JeTel C pa3IMYHBIMH BapHaH-
Tamu reHa MEFV.

Marepuabl u Metoabl. O6cnenoBaHo 144 GONBHBIX C Je-
TEKTUPOBaHHOU MyTanuei B rene MEFV, rocnuranusupoBaH-
HBIX B peBMarojoruueckoe oraenexue B 2010-2024 rr., KoTopbIM
ObUIO IPOBEJEHO MOJEKYJSPHO-IT€HETUUECKOIO UCCIIEI0OBAHUE.
VY 87 (60%) 6onbHbIX ObLT ycTanosneH nuarHoz CCJI, 57 (40%)
OONBHBIX He peanu3oBaiy KiuHn4ecKyto kapruny CCJI u sBis-
I0TCSI O€CCHUMITOMHBIMH HOCUTEIISIMU MyTalui.

Pesynabrarsl. I3 24 BapuaHTOB BBISIBICHHBIX MyTalui
B reHe MEFV naunbonee yacto peructpupoBayuck: ¢.2080A>G
p-M694V — y 46 (53%) GonbubIx, 2177T>C p.V726A —
y 17 (20%), ¢.2084A>G p.K695R — y 12 (14%), ¢.2040G>C
p- M680I — y 11 (13%). ¥V poncrenaukos 18 (21%) GonbHBIX
BeIsiBIIeHa MyTanus B rene MEFV. Knmuanueckas kaptura CCJI
y 78 (90%) OOIBHBIX XapaKTepHU30BaIach NPUCTYIAMH JIMXOpal-
KM TIPOJOJDKUTENBHOCTBIO0 1-3 nHst (pebpunbHas — y 58 (74%),
nuperndeckas — y 11 (14%), cyodebpuibnas — y 9 (12%)),
Gonsamu B xxuBoTe — y 48 (55%), cycTaBHBIM CHHAPOMOM —
y 42 (48%), ceinbro — y 8 (9%), renaromeranueit —y 9 (10%),
crureHoMeranueit — y 8 (9%), mumdanenonarueit —y 6 (7%), xe-
JIyJOYHO-KHUIICYHBIMH MPOSIBICHUS B BUAE pBOTH — Y 11 (13%),
nuapeeit — y 8 (9%), 6onsimu B rpyaHo# kietke — y 7 (8%).
Y 1 601bHOTO OTMEYEHBI TUM(EAEeMa TeHUTANINH, IEpUOPOUTaIIb-
HBIN OTEK, y 4 — TOpa)XeHUsI HEPBHOM CHUCTEMBI.

BoiBoabl. Camast gactast marorenHast myranus npu CCJI —
310 ¢.2080A>G p.M694V; cambie 94acTO peruCTPUPYEMBIE KIIH-
HUYECKHE MPOSIBICHUS] — NEPHOINYECKHIE MPUCTYIIBI JIUXOPA-
KH, 00JIM B KUBOTE U cycTaBHOH cunapoM. HocurenbcTBo na-
TOr€HHOHI MyTalluu HE peanusyeT KIMHUuYecKyro kaptury CCJI
B 100% ciryuaes.
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