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NMupptpuljut hhpduwinmiput §jhuhjujub
npubnpniudubpp MEFV qkuh htnnkpnghgnun
Uniinwughwubph Ypnnubph opowtinid

E.B. Vuqupkpjul, U.U. Upnjut

«RPuwlnupln-Qkjpniiy £
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Fubhuyh punkp.  wuppbpulubt hhyuwunnipnit, MEFV gk, htwnbpn-
qhgnwu, Untinuughw

NMupplpwlwt hhwugnipniup (M2) nuuynud E Ukunkjjub hp-
Juunnipniiubph swpphtt b hwdwpynd £ dunwignpkt thnpuwmtigynn
wuppbpuwuwi wnbunkph puuwlwut tkpuyugnighs, npnup wpunw-
hujnynid bt wuppbpwpwp Ypulynny nbkinh, guduyhtt hwdwhinw-
uhoh U nwppkp mbknujuydwi ukpnghnubph tinywukpnd [8]: M2 dw-
nwbquut Ukjuwmthqup nkghuphdu t b hhwunnipjut qupgqugnidp wwy-
dwtwynpyws k 16-pn ppnunundh Jupd pbhinud mbnujuyus MEFV
gkt dh pwpp Untnwughwtpny: MEFV gtup Yngpuynpnud £ whpht/dw-
phununphtt uywhwnwlnigh uhupbkqp, husp opquuhqunid unip pnppn-
pwjhtt ywpnghuubpp Jupquynpnn gnpénutiiphg Ukl E hwinhuwtnid
[15]: NMundwlwinpkt NZ-p punpny k tnk] Uhokpypului éndh wjw-
quithg ukpynn dnnndpnubph hwdwp hwgkp, ns wopkiwgh hphwbhp,
wpuwpbbp, pnipplp, uvwluwyt tbpjuynidu hhywunnipyumt ntwpbp Eu
wpdwwugpynid wppuwphh mwppbp walnitubkpnud, hagsp hwdwbwpwp
wuydwbwynpywsd k owpnibwljynn wljnhy dhgpughnt wypnghutbpny
[2]: Quuyws NZ-p hwdwpymd E nkghuhy hhjwunnipjnit b nbwpbkph
Lupnn  dkdwdwutnipniinid  Yhthjuybku wpnwhwyndws dbkpnyg
hhjwlnutpp hwinhuwtnud Bu Eplnt Untinwughwbph Ypnnubp, wytne-
wuktuyuhy phs skt twlb uhdyunndwnhl wthwwntbpp, npnup miukh
MEFV gkuh punwdbup dtl dntnwghw [11]: M2-p punpny whwhl un-
wuwubkpp ninklgymd Eu wnkunny, npnduyuh, Ypspuuunuljh, hnpkph
Jud hwunp gujujhtt hwdwpwnwihony, hwqunpby twb dwplh Ephgh-
whjwtdwb gmbwynpdwdp: Unywubkpp jupnn kb Ypludb owpwpn Uk
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wlquuhg dhtgh nnwupht bl wuqud dhounyujulwt nkdhuhwjh thni-
1tpny [12]:

Nz whinnpnonudp hhdbwuinud hpwjwbwgynud E §ihuthjulyut
wuwwnltph, ptnwibkjut wbwdubqgh b MEFV gkuh hwjuntwpbpnidhg
htwnn tul ghubnhjuljut puunipjut hhdwb ypu [4]:

Nz 1 hupjuljuwt yqunlbpp upnn b juyunpit munwigb) nwup-
pbip wihwntbph Unn’ mbkbwny wiqud wnhuhl ppubnpnuditp b
wnwppbpyl) tnyuhuy dhlbiinygt dntnwghwh Ypnnubph dnwn, hugp hw-
Juiuwpwp wuydwbwynpws £ npnowljh dunwiquju jud spowljwm
dhowyuwyph gnpéntutpny [3]:

MEFV qtuh dhts opu hwjnth Untinughwtphg wpwyt) tnwpws-
Jud Lu 5-p (M694V, M680I, M6941, V726A, E148Q), npnup wwwnwu-
huwbwwnne Eu hhquugnipjut wykh pwt 85% ntwptph hwdwp N2
pwpdn hhywunugnipjudp tpypubpnud: Cun npnid wwppbp wqgnt-
pntuttph opowtnid tnybwybu tjupugpymd £ MEFV gkuh dninw-
ghwutkph nmwppbp pupujudnipinit (2, 16]:

Zugtph opowinid N2 hwdwpwlwiunipniup juqunud £ dnun
1:500, husny wuydwbwynpdws hwybpp N2 hwinhydwi hwdwhulw-
unipjudp 3-pn wknmud Bu poipptiphg b hpkwitphg htwn [15]: Zwudw-
dAugyu Pdojuljut ghitinnhjuyh b wpnnonipjut wnwetiuyhtt Wywhww-
dwt Jhunpnuh wyjujukiph MEFV ghkth wnwybt] hwdwp hwtinhwnn 7
Untnwughwibpp, npnip gputgdmd ki Zwjuunwind, htnlbju b
M694V (50.6%), V726A (22.3%), M680I (18.7%), R761H (3.2%), E148Q
(2.2%), F479L (1.3%), M694I (0.4%), npnup vhwuhtt wuydwbwynpnid L
Zujuunnwinid hhjwinwugnipjub nhwyptph dnwn 98.65% [13]:

Ljwwnh niubktwny MEFV ghkuh htwnbkpnghgnunn dntnnwughwitph
Ypnnuknph npnowlh mnlnup dnwn hhywunnipjut §hthjujwb npubinp-
Udwl nhypkph hujuwunh Wupugpmipmiip nfjuy hknwgnnnipui
tywwnwlju E hwdbkdwwnt] MEFV ghuh Untinughwtph htntpnghgnun b
hnunqhgnun Ypnnutkph dUnwn hhdwinmput Yhthjujut pupwugph
wnwbdtwhwnlmpmnitutpp b hopdl] wupqupwil] wytt Untnwughw-
ubkpp, npnp wpwybl] hwdwh tywuwnnid &t hhquiunmpjut §jhuhw-
Jut wpinwuhoutph h hwjn qunit hkwnmbkpnghgnun Jhgwlnud:

‘Upnipn b ukpnnubkpp

Upjws hbnmwgnuumipjut hwdwp ptwnpdbp Bu 44 hhgwungubp,
npnlg Unwnn wnlw Eht N2 Yhuthjuljut gquwuykp b MEFV gkuh qkub-
whlynplt hwunwnguws dntnnwughw htntpnghgnun Jhwlnd: Zhquitn-
ubph pbwpnipniip Juunwpyb] b «RPwbwpbn-Qpniy FU-h phpw-
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wlwnhl pudwidniipnid N2 hnuyhnwjugdus hhyuunubtph oppwtinid:
Zhjuinmipyut Yihthjujut wnnpnynudp hpujuwtwgyl) E wouwp-
hnid pugnitjwé Tel-Hashomer swthwtthputiphtt hwdwwywwnwupwt [9],
hshg hkwnn hpwljumbwgyt) £ twb MEFV qkuh dnjkynyuyht-qhuk-
whjulul hbnwgnumpemnts’ wnnpnodwi hwunwndwb Guyun-
Uny:

SYjujutiph wnpmnip Bt hwiunghuwgl] hhyuinnipjut yuwwndnt-
pntuubpp: SYjuubph uqpiwlut Unitnpugpnidp hpwlwtwgdt) k
Microsoft Access dpwugpny, npnknhg wnknuthnfuyb) Gu SPSS Statistics 17
dpwghp hknwqu Jhdwljugpuljub yEpnisnipjut hwdwnp:

Upmyniupukpn b gputg pttwplnidp

Munudtwuhpywsé hhywunubphg 41-p wpwluwt uknh Ehi, 3-n
hqujwit: Smphpuyhtt vhowljuypp mwwnwynid kp 17-40 mwupbjut:

Zknmwgnunjud hhywunutphg vhuyb 2-p niukht N2 wpweht up-
gh hwpuquunukn:

Zhjuiunubph Yhuthjuwt wpunwhwjnnipniiutphg npwnpni-
pjull wpwyl] wpdwth whinwthoubptt Eu wkungp (88.6%), npnyuyuh
guyp (84%), Ypdbpwdwunuyjh gujp (61.4%), hnpuguybpp (61.4%) b
djuwbwguytpp (25%) (wr. 1):
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Zhjuunubph dnwn Wwpugpus Yhuhjuljui whwnwithpubpp
dwtipudwut tipuyugus Bt wnniuwl 2-nud: Ephqhybjutdwt tph-
ptudw sh uupwugpyb] ny Ukhh Udnw, tphwudubph wdhinhnng hwjn-
twpbpqws E dhuy dky hhqwunh unw, ny hwinhuwtnd E hbwnk-
pnghgnun V726A ghuninpwh Ypnn: Fugh tpqws wdhinhnngh nkwphg,
dbwgwé nhypbpp hwinhuwtnd G phpl b dhphtt Swlupnipju [10]:
Zujntwpkpjwsé hkinkpnghgnun dntinwghwibpp pun hwinhydw hw-
Swhiwuinmpul pusprjws ki hknbyuy Yhpy M694V (50%), V726A
(22.7%), R761H (2.27%), M680I (11.4%), E148Q (13.6%):

Unyniuwly 2
MEFV gkiup By uniunmughuyny 44 hhjwbnakph [phohhwluwd wpnnwihobbpp
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SYju; htnnwgnuinmipju opowtwljutipnid ntunidbwuhpyty ku 44
hhjuwnubtp N2 Yhuhjuljut wwwnlbkpny, nypkp hwinhuwind ki
MEFV gtkuh bl dntnwghuwjh Ypnnukp: Ljwupugpdws Yihuhjuljuh
wpnwithoubphg wpwyl] hwdwp hwunhynid Eht wmbkunp L npn-
Juyuwghtt guyp, husht hwenpynid Eht Ypspuduwunuljh guyju nt hn-
nuguybtpp: Quuyws tpdws whinwthpubpp UkS hwjuwwjuwinipyudp
Jupnn Lt hwinhuwtw] twb wy] hhuiunmpniuubph npubnpdw wp-
myyniup, uwfuyt nyju) pypmd N2 ogunhtt Eu jununid whuwuhpubph
wwppkpuub pnypp b lpwbwyjws Ynjjuhghtwptpuwyhugh pupdp
wpynibwybnnipniup, pun npnud §njjuhghtth hwdbdwwnwpwp wydkh
gudn nnquibkpp pwdulut Eht whwnwthpubph Jupquynpdwt hw-
dwip: ZEknwgnunjusd hhwunubph oppwinid dkh Unin hwyntwpbpyby k
Ephjwduwyhtt wihinhnng, hulj Ephghwybjwbdwt Ephphdwb sh tjwpu-
gpytp ny dkyh dnwn: Puyybu hwynth E N2 wpwydb) swip ppubinpnud-
utpp Wjupugpjus Lt hndnghgnu Untwnnwghwtph Ypnnubph opow-
unud, dwubtwynpuwybu hhjuwunnipjut wnwybl] dwup pbpwugphtt b
puppnipiniutiphtt twpwnpudwnpmd £ M694V Udntinwughwt hnun-
qhgnunn yhdwlnud [1,14]: Munidbwuhpdws hhwunbph dnn hhquunnt-
pintup npubnpynid £ phpl b dhohtt Swbpnipjut duiny (pugunnipjudp
tphjuduyht wdhinhyngny hhjwinh kY ntwph), hyp poy) E nwhu
kqpujuguly, np htnkpnghgnu Ypnnukph dnn hhywbngnipmniup nith
wykjh phpl wpunwhwjnnipmnit hwdbdwwnws hnudnghgnun Ypnnukph
htwn: Whuhjuybu, vwluy, htwpwynp sk mwppbpult] hknbkpnghgnun
Ypnnukpht hndnqhgnu Ypnnukphg, husp Jyuynid £ junpp b dwbpw-
dwul hblnwgnuunmipjut wighugdwt withpudbynnipjut dwuht: Cuy
npnid hwnjuwbywlwt E, np hknbkpnghgnu Ypnnubph opowtinid
J1hthjulwt ppubnpnudutpp vwhdwbwthulgws sthu dhuyt wnwyby
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Swp Yhuhulwb ptpwugph twpwwnpudwunpnn M694V dntnwughw-
my, wy] welw tht bwb MEFV ghkuh wy] Udntnnwghwibph Ypnnubph
opowinid, fwubttmynpuytu V726A, M680I, E148Q L R761H (wn. 2): [0k
hisni” MEFV gkuih htinkpnghgnun Ypnnibph dnn hhdwiluwimd welju
unipihthjuut pnppnpuyhtt wpngtup pugnitnud £ wpnnwhwjndus
Yihuhjuljwt yuwnlp Jupkih E ipunpupap poagunpb] npugbu wy
Unnhdhugiing qutph b ppgwlu dpgwjuwyph Up pwpp gnpdnuuikph
thnjuwqntignipjut wpyniup [5- 7]:

UpJws hwwnljuthpubptt wnwydb] dwbpwdwut puguwnpbnt b
hwuljwtwnt hwdwp whpwdtown Eu hklnwqu hknwgnunnipjniuttp b

dwipudwut JEpnisnipnii:
Hocmynuna 20.01.15

Kinmnuyeckue nposiBjieHUs ePpUOANIECKO 00J1e3HM cpeau
HOCHTeJIel reTepo3suroTHeix myrauuit MEFV rena

J.E. Hazapersin, C.A. AtosiH

B crarbe coOpaHbl ¥ TpOaHATU3UPOBAHBI KIMHUYECKHE HaHHbIe 44
MalUEHTOB, KOTOPBIE SIBISUINCH HOCUTEISIMU T€TEPO3UTOTHBIX MyTauuil MEFV
reHa ¢ TUITHYHON KIIMHNYECKON KapTHHOW nepuoandeckoit 6omnesnu (11b).

Hecmotps Ha To, uto I1b cumraeTcss reHeTHUECKOW OONE3HBIO C AyTO-
COMHO-PEIIECCUBHBIM ITyT€M HAclel0BaHMs, Y HEKOTOPBIX HOCUTENEH reTepo-
3UTOTHBIX MyTalui OOJIe3Hh MOXKET NPHUHUMATh KIMHHYECKH BBIPAKEHHYIO
KapTHHY.

OcHoBHble mposiBieHust [1b cpenn reTepo3wroTHBIX HOCHTENeH ObLTH
CTPYNIIUPOBAHbI U CTEMEHb UX BBIPA)KEHHOCTH CPAaBHUBANACh C KIMHUYECKUMU
MPOSBIICHUSIMH TOMO3HTOTHBIX HocuTeneil. TspkecTh OOJIE3HH M CHMITOMBI
Cpenr TeTEePO3UTOTHBIX HOCHUTENEH OBLTH BRIPAKEHBI B OoJiee JIeTkoi (hopme 1o
CPaBHEHUIO C TOMO3UTOTHBIMHA HOCHUTEIISIMU.

Clinical manifestations of FMF among heterozygous carriers of
MEFYV gene mutations

E.Ye. Nazaretyan, S.A. Atoyan

The clinical data of heterozygous carriers of MEFV gene mutations with
clinical manifestations of Familial Mediterranecan Fever (FMF) have been
obtained and analyzed.

Despite the fact that FMF is considered to be a genetic disorder with
autosomal recessive way of transmission, among some heterozygous carriers of
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MEFYV gene the disease can clinically manifest the typical symptoms of FMF.

The main symptoms and manifestations of FMF among heterozygous

carriers have been analyzed and compared with those of homozygous patients.
In comparison with homozygous patients, the clinical course and symptoms of
FMF were less severe among heterozygous carriers.
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