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INepronuueckas GosesHb (ITB), uau ceMeiinas cpeauseMHOMOpCKas
nuxopaaka (Familial Medirerranean Fever, FMF; OMIM 249100), MoHores-
HOe ayTOCOMHO-pPeLeCCHBHO HacJsleflyeMoe reHeTHyeckoe 3abosieBaHHe BOC-
NaJHTebHOH MPHPO/IbI, XapaKTepH3yIolleecs CIOHTaHHLIMU CTEPEeOTHITHBIMH
NPUCTYNaMH JIMXOPaJKH H acenTHYeCKHX Cepo3HTOB (MEPHTOHMT, MJIEBpHT,
nepukapaut). 1B siBisieTcsi HanGosiee pacnpoCTpaHeHHBIM ayTOBOCMAJIH-
TeJIbHLIM CHHAPOMOM reTeporeHHOoH rpynmbl HacJeCTBeHHBIX NIEPHOAHYECKHX
BocnanuTenbHbiX auxopanok (Hereditary Periodic Fever Syndromes),
O6LIMM AJS KOTOPHIX SBJISIETCH PasBHTHE CIIOHTAHHOrO BOCHAJHMTEJBLHOro
npolecca, P4 OTCYTCTBHH KaKOro-160 IBHOro ayTOWMMYHHOTO HJIH HH(eK-
LHOHHOrO NpHYHHHOro ¢akropa [11,12,14,19,25,28].

Onuum us TsXenbiX ocnoxHeHu# I1B, onpepensiomuM daTanbHb
nporHo3 60JIe3HH, ABJISETCS CHCTEMHbIH aMHJIOH03, B YaCTHOCTH aMHJIOH/I03
noyex (AIl), pasBuBaioLMiicsi, B OCHOBHOM, y GosbHbX I1B, HelleyeHHBIX
koaxuuuHom [8,10,16,20,21]. Hpyrum cepbesHeiM ocoxHeHueM [1B
AiB/ISieTCs criaeyHas 6osiesHb, KaK pe3yJsbTaT MOBTOPHBIX SMH30I0B acenTH-
YecKOro MEPHTOHHTA U/ /I ONepaTHBHEIX BMELIaTeNbCTB, HepPeNKo HeoGoc-
HOBaHHBIX. BosblkHCTBO GosbHBIX [1B HMeloT nepuToHeanbHbIe CraeyHble
nopaXKeHHs, OCJIOXKHSAIOIKe TeyeHHe GonesHH B 3% ciydaeB pasBHTHEM
MeXaHHYEeCKOH TOHKOKHILIEYHOH HENPOXOAHMOCTH, TPeGYIOILeH SKCTPEHHOro
XHpypruyeckoro BMelartesnbctBa [17,18,24,27]. Beicokuii puck Kak CrIOH-
TaHHOTO, TaK M IOCTONEPaTHBHOIO PasBHTHS CMaeYHOH KHIIEYHOH Hempo-
xopumoctH (CKH) y 6oabbix T1B no cpaBHeHHIO co 310poBOi nonyJsuue;i
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MOATBEPXKJIEH PETPOCNeKTHBHLIMH HccaenoBanusaMu Berkun Y. et al. [7].
Hepeakoe ynylleHHe nepeuix KJIMHUYECKMX CHMITOMOB cliaeyHo¥ 6oJe3HH
y Gonbubix I16 (BosBpatHbie snH3oas ade6pHILHBIX a6IOMHHANLHEIX Goel
C 3a/IepXKKO/ OTXOXKAEHHS rasoB, BHPA)KEHHHIM B3LyTHeM M [p.), PaBHO
KaK M PeHTTeHONOTHYECKHX NPH3HAKOB MEeXaHHYeCKOHW WHTeCTHHaNbHOH
o6cTpykunH (0630pPHEIN peHTreH-CHUMOK GPIOIIHO MONIOCTH ¥ AP.), @ TaKXKe
OTCYTCTBHE JOCTOBEPHLIX NH((epeHHaNbHO-IHarHOCTHUECKHX KPHTEpHEB
KHlIeyHOH Henpoxoaumoctu (KH) npu IIB u npyrux saboseBaHHsX C
KHIeYHOH OOGCTPYKUHeH saTpymusior auarHoctuky CKH. ITospuss
muarHoctrka I1B ¥ cnaeynodi Gosesuu crnoco6eTByeT MpOrpeccHpOBaHHIO
CraeyHoro npouecca ¢ YyacThiM 06pa3oBaHHeM LIHYPOBHAHBIX TSXKeH, MOBBI-
as BepOsITHOCTb PA3BUTHS YrpoXKalolero XXH3HH THAXKEJIOro OCI0XHeHHs—
ctpanryasuvonHod KH ¢ Hekposom [9, 21, 27]. Opnako sToT Bompoc
HY)XJ1aeTCsl B laJIbHeHLIIeM H3yYeHHH H3-33 MaJIOYHCJIEHHOCTH H NPOTHBO-
PeYHBOCTH OMNyGJHKOBaHHBIX paGoT.

YuuThIBasi HCTOPHYECKYI0 SHAeMHuYHocTh IIB s apMsHCKOM
MonyJIsSiLKH, ee LIHPOKYI0O pPacnpoCTpaHEHHOCTh H OCOGEHHO pe3KHH pocT
shisiBsieMocTH I1B cpeny neteidi (B 3.5 pasa) B ApMeHuH B TeueHHe NOCENHUX
5 JIeT aKTyaJlbHOCTb M3y4eHHs NaHHOH npobiems y GoabHeix 1B pereit
cTaHOBHTCS oueBHAHOH [2,3,6,22,23].

[enb HccnenoBaHHS — M3YYHTh KIMHHUECKHE H reHeTHYecKHe 0co-
GeHHOCTH Crae4yHOH KHLIEYHOH HenpoXoauMocTH y jgeTei, GoabHbix I1B.

MaTtepuan m MeTOABI

Beero uccaenosano 715 GoabHuix I16 (438 manbunkoB W 277 meBo-
yek) B BospacTe oT 1 Mecsua no 17 ser (cpemnnit Bospact 8.64+0.17),
Habmopaswuxes B PIALIIE MK“Apa6kup”c 1997 mo 2007 rr. JuarHos
[1B ycranaBaxBa/cs Ha OCHOBaHHH OGLIENPHHATHIX KPHTEPHEB JHAarHOCTHKH,
cteneHb TsxkectH I1B ouenuBanack B 6amnax (mo Tel-Hashomer) [15]. B
nenom y 91.1% 6onennix ITB (652) ma6mopanoch cpefHeTsKeNoe H
tsxenoe Teuerue [1B. B GoabimneTBe cayyaes — 82.6% (y 591 GoabHoro)
oTMeuasach CpefHsisl CTeNeHb TSHKECTH 6oJiesHH, npuuem y % us uux (145
HeTei) MMeJioch MOTPaHHYHOe ¢ TskeauM Teyenue (9-10 6annos).

MounexynsipHO-TeHeTHYECKHH aHaiu3 npoBofuics B lLleHTpe Mmenu-
LMHCKOM FeHeTHKH ¥ NepBHYHON oxpaHsl 310poBbs (LIMIuI103). das rexe-
THYeCcKOH JuarHocTHKH I1D ¥ BhIsSiB/IeHHS HOCHTeJIeH peLleCCHBHBIX MyTaLH#
B reTeposuroTHoM coctosinuu ¢parment JHK, conmepxkawuii ren MEFV,
aMIIHGHUKPOBAIH C TIOMOLIBIO NOJHMEpasHOH LeNHOH peakuuu. YneHTH-
(MKauMI0 TeHHBIX MYTaUMH, T.e. o6HapyXKeHHe HapyLIeHHH B MepBHYHOH
HykJIeoTHAHOH nocaenoBatespHocTH JTHK Hcenenyembix 60/bHBEIX, MPOBO-
AWJIH C IOMOLIBIO (hepMEHTaTHBHOrO PeCTPHKTHBHOrO aHanu3a. [TonyyeHHbe
NPOJYKThI PECTPHKLMK OTpe/eNsiid METOAOM sJieKTpodopesa B 2% arapos-
HoM resie. B IIMI'uI1O3 Beigenens 12 myrauui rena MEFV, nau6ouee
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yacTo BCTpevaloUlHXCs CpeAd apMsiH, H 23 pasJHYHBIX TeHOTHMNA
(2,22,23,28,29]. TMocsiene, B 3aBUCHMOCTH OT HAMUMS HauGosee nato-
rennoi MyTauuu M694V, Hamu GbUIM YC/IOBHO pacmpejielieHbl Ha nfth
OTHOCHTEJIbHO OHOPOAHBIX IPYMI: 20M03UZ0mbL (237 6ombHbIX): M694V /
M694V (211); M680I/M680I (16); V726A/V726A (8); R761H/R761H
(2); M694V zemeposuzomoi (61): M694V/0; M694Vkomnayno-
zemeposuzomer (257): M694V /npyrue; dpyzue xKomnayHo-
zemeposuzomst (93): npyrue/npyrue; dpyeue zemeposuzomot (39
Gonbubix): apyrue/0.

[pynna GonbHbix I1B ¢ oTcyTCTBHEM MyTauui reia MEFV 0/0 (7
MaUMeHTOB) B JajlbHeilleM W3 CTAaTHCTHYECKOH 06paGoTKH GbIJIH HCKJIO-
yenbl. BosbHble 1B 6e3 reHeTHYeCKOro TECTHPOBAaHHSI Ha MyTaUMM reHa
MEFV (21 60sbHOMH) B CTaTHCTHYECKHH aHA/H3 reHOTHMN-(eHOTHIHYECKHX
KOppeJIsILMH TaKxe He OblIM BK/OYeHbl. TakuM o6pasom, MpH aHa/u3e
KJIMHHKO-TeHeTHYECKOH B3aWMOCBSI3H HCMOJb30Bal¥Ch MyTauud 687
nauHeHTOoB.

CraTucTHYecKasi 06paboTKa MaTepHasa NPOBOAMJIACh HA MEepCoHalb-
HoM KomnbioTepe Pentium-4 npu nomoly cTaHAapTHOroO NaKeTa MporpamMmsl
Epi-Info 2000. [lnsi cpaBHeHHsI ABYX HOMMHAJIBHBLIX epeMeHHbIX B Iaé.nuuax
2x2 6Ll HCMOJb30BaH KPHTEPHH COOTBETCTBHS C mompaBkod Herca Ha
nenpepsieHocTb (Yet’s corrected chi-squere test).

PesyasTaThl M 00cyxeHue

CKH, kak nposiBJleHHe OJHOr0 W3 KJacCHYeCKHX ocsioXKHeHu# [1B —
cnaeuHoi GosesHH (MepHTOHeaNbHBIX CMaeK, Yalle B BHAE LIHYPOBHIHBIX
TsKEH), nabnionanack y 23 GoabHeix (B 3.2% ciyyaes) — 14 ManbuKKoB,
9 nesoyex. BosbwrHcTBO M3 HUX (14 w3 23, 60.8%) nocne peHTreHo-
JIOTHYECKOro MOATBEpPXKAEHHS NHarHo3a MeXaHWYecKOH HHTeCTHHaJbHOM
HEMpOXOAWMOCTH TIOJABEPrJHCh JIaMapOTOMHH C pacceyeHHeM CraeyHbIX
tsxed (14 gereit) H B HBYX Clyyasix — peseKUMH HEKPOTH3HPOBAHHOM
MeTJH TOHKOTO KHLIeYHHKa B CBSISH C PasBUTHEM CTpaHryasiuHoHHo# KH c
HekposoM (B cpenHeM yepes 1-3 1Hs nocsie Hayana seaenui KH). ¥ ocrans-
HbIX GOJIbHBIX YAa/JOCh YCTPaHHTb fBJIEHHS KHLIEYHOW OGCTPYKUHH KOMI-
JIeKCOM KOHCEPBaTHBHBIX MeponpusThi (MH(Y3HOHHas, aHTHOaKTepHabHas,
CHMIITOMaTHYeCKasl Tepamusi ¥ Ap.) ¢ MOCJEAyIOLHM B3STHEM Ha AHCMaH-
cepHbld yueT. ¥ GospHbix 1B co CKH, kak npaBuiso, HMeJHCh MpeAllecT-
ByIOLIHe aHaMHECTHUYeCKHe H KJIHHHYeCKHe CHMITOMbI ClaeyHoH GOJIe3HH:
Xaso6bl Ha YacTele SMH30ABI B3AYTHA XXHBOTA C TNMOBTOPHOH PBOTOH,
3aJlepXKKOH OTXOXKIEHHs rasoB M/ WM CTy/a, WCYesaBLUHe MOCJe THIEepTO-
HHYECKHX COJIEBbIX OYHCTHTEJbHBIX KJH3M.

Y 6osbiunHeTBa GosbHBIX [1B, ocsoxuuswesics CKH (y 16 us 23,
69.5%), Habaiofanock paHHee Hayano GOJE3HH B TeueHHE nepBeiXx 3 JeT
XKH3HH, H3 HHX Yy 6 nmauneHTOB — B rpyAHOoM Bo3pacte. OfHaKo, B LEJIOM 10
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BbiGOpKe, (hakTop paHHe# MaHHpecTauny 1B He Hrpan cyluecTBeHHOH POJH
B paseutun CKH (RR=1.17 (0,44+3,16); %2 =0,01; p=0.95).

BMecTe ¢ TeM y 6GoabHBIX 3TOH rpynnel 6bla OTMeYeHa MO3[HSAA
nuarHocTvka I1B: cpennnit WHTepBan Mexay Bo3pacToM MaHH(eCTaUHH H
noctaHoBko# auarHosa I1B y nux cocrasua 7.09+0.74 (t=2.207; p=0.03),
4YTO IOCTOBEPHO BHILLE, YEM B HCC/IefloBaHHOM BuiGopKe B LejoM (5.25+0.15
JIeT).

¥ 1/3 Gonbhsix (7nereir) passutue octpoii KH cosmaso ¢ ManHGec-
tauvei I1B, a BeJle/l 32 9THM Hayanuch CTepeOTHNHBIE NPHCTYNH GoNe3HH.
Y ocranbHeix GonbHbIX (16 naumentos) CKH ocoxHHMIA TeueHHe yxKe
nuarHocThpoBaHHoH I1B. ¥ Gosbwmucera Goabubix (y 17 us 23; B 73,9%
c/yyaeB) OHa PasBHJIACh CIOHTAHHO, KaK MPSAMOE OCJ0XKHEHHE BO3BPaTHBIX
neputonuToB npu I1B, B 26,1% — nocronepaunonso. B HccnenosanHOM
rpynne GoabHbIX [1B annenaskTomMun nopseprauck 8 GoabHbIX: B 6 cayyasx
— OfHOBpeMeHHO ¢ Janapotomued npu CKH, B gByXx — anneHasKTOMHSA
npenwectsoana CKH. IlpakThueckn y Bcex ONepHpPOBaHHLIX GOJIBHBIX C
KH MaxpocKonH4yeckH Onpefesisiiich yBeJHueHHble GphKeeyHble JUMpa-
THYECKHE Y3JIbl, HO, K COXa/leHHI0, 6e3 MopdoJornyeckoli BepHpHKaLKH
(mesenTepuanbHas JauMdaneHonatus?). ATo coraacyeTcs ¢ AaHHBIMH
Berkun Y. et al. o Tom, uT0 B 1% cayuaeB Me3aeHTepHaNbHBIE THMGbAIEHHTEI
moryT ctath npHuuHo# CKH. Onpepenennas poab B passutus CKH
NpHIAeTCs TaKXXe TMOBLIEHHOH aKTHBHOCTH BOCNAJHTENbHBIX LIATOKHHOB
npu I1B, 4To, 0HAaKO, HyX/aeTcs B fanbHe#meM noxTeepxaenun (7). CKH
npu I1B uyaule pasBHBaeTcs nocjie anneHASKTOMHH Yy MalLHEHTOB C
OCJIOXXHEHHBIM, Nep(opHpOBaHHEIM anneHauuuToM [4,7, 27]. Octpuii
anneHAHLHT, HepeAKo NpoBouUHpywwWHA npuctyn IIB, mMoxeT 6uITH He
OMarHOCTHPOBAaH M, OCJOXXHHMBLIHCb PasBHTHEM AW (Y3HOTro THOHHOro
neputonuta ( B 0.7% cayuaes), croco6cTBOBaTh 06PasOBAHMIO Craek B
6plowHol nosoctH [1,14,26]. Tem He MeHee, Mo NaHHBIM psifa HMccJe-
noBaTeJsieH, Cpefli XHPYpPruueckux BMeluaTeJbcTB Y GosbHbix 1B, B TOM
yWcJsie y feTel, HECMOTPS Ha MOBLILEHHYI0 4acTOTy anmeHaskTomui (9-
30%), muwb B 5% ciydaes yaaeTcs MoATBepPAHTh AHATHOS OCTPOrO ammeH-
nuuuta [5,24]. He penkumu siBasiioTcs M 06paTHble CHTyalH HeoBOCHO-
BaHHOH THNEpPAHarHOCTHKH OCTpPoro amneHauuuTa y GoapHeix I1B, korza
¥3-32 TMOBpEXJEHHs BOCMNaJieHHOH OpIOIIMHBI NMpPH anneHASKTOMHH pasBH-
BaeTcsi nocronepauronHas (Bropuunas) CKH. OcTpbifi annmeHAHUMT, 1O
JaHHBIM TYPELKHX HcciefoBaTened, Habmonaetcs auib y 30% 6obHBIX
TB, no cpaBHeHuI0 ¢ monyasuuei, He nopaxenHoil I1B (73-95%), uro,
BO3MOXXHO, yKasbiBaeT Ha HecrneuHdHyecKoe 3HayeHHe STOro rokasaress
B Teyenue I1B [4,5,7]. DTo cornacyercs ¢ MHEHHEM O TOM, YTO BO3BpaTHLIE
NepHTOHHTH Y 6oabHbIX 1B camu no ce6e MoryT GuITh OAHOH H3 BEPOSITHBIX
npuuuH passutHa y Hux CKH. Takum o6pasom, CKH moxeT 6bITh Kak
MPSAMBIM OCJIOXKHEHHEM BO3BPATHBIX NepHTOHHTOB NpH I1B, Tak U pasBuThes
sropuyHo (KH cTpaHrynsiHOHHOro THNa) B pesyJ/ibTaTe MOBPEXAEHHS BOC-
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fa/eHHOi GPIOWHHBI MPH a6OMHHaJILHOM XHPYPrHUeCKOM BMellaTe/bCTBe,
cTaBlueM MyCKOBbIM JUIsl HauaJla crnaeyHoro rnpoiecca [7,8,26,27].

OcuioxHeHHoMy TeueHH:o 1B y ucciieloBaHHBIX HaMH GOJIbHBIX MOrJIa
crioco6cTBOBaTh H MosAHss auarHoctHka I1B u cooTBeTCTBEHHO — MNo3aHee
HayaJso JeyeHHs KOJXHLHHOM (B cpennem B 10.4 siet), T.e.” yepes 7.3 roga
nocje ee MaHH{pecTalHH. B 1/3 cayuaes, y 7 gereit, Habuaiogancs
yacTHYHBIH S(PEKT KONXHUHHOTEepANHH (coxpaHeHHe BOCMAJHTENLHOrO
CHH/POMa HJIH CHHXXeHHE TOJIbKO HacTOThl TPHCTYIOB), B CBSI3H C YeM HM
6ol HasHaueHbl Gojee BhicokMe 103nl Koaxuumua (0,05-0,06 mr/kr).
OnHako npH cpaBHeHHH S((MEKTHBHOCTH KOJIXHUHMHOTEpPANHH y GOJbHBIX
M1B, ocaoxuuswerics CKH, co Bcedi BHIGOPKOH B LEJIOM, CTATHCTHYECKH
JIOCTOBEPHO¥ PasHHLbLI MEXJy HHMH He BbISIBJIEHO (x> =2.458; p=0.12). B
30,4% cayyaes CKH pasBuiack Ha (oHe HeperyJsipHO¥ KOJXHUHHO-
TepanuH, B OCHOBHOM, y MALHEHTOB C HH3KHM KOMIIaHeHCOM, MpHYEM y
TPOHX M3 HHX GblJIM OTMeYeHb! MIOBTOPHEIE SH30/IBI OCTPOH MeXaHHYeCKOH
o6cTpyKuMH. [To MHEHHIO HEKOTOPBIX aBTOPOB, HECMOTPsSi Ha TO, 4TO
KOJIXMLHHOTepanus He BCeraa npefoTspaliaeT passutHe crnonTanHoid CKH
y GonbHbix I1B, TeM He MeHee, MpPH PEryJsipHOM M aJeKBAaTHOM HCMIOJb-
30BaHMH KOJXHIHMHA, Grarofaps ero aHTH(GHUOPOTHYECKOMY AeHCTBHIO,
pasBHTHE CllaeK MaJiOBEPOSITHO, YTO, OAHAKO, HYXKA2eTCsl B AONOJHHUTENBHOM
ucenenosanuu [7,13].

Ilpu aHanuse pesyJbTaTOB reHeTHyeckoro wcciegosanusi y 90.5%
naupuentoB co CKH (y 19 us 21) 6buo BIsiBNeHO nmpeobiiagaHne MyTalUHH
M694V B pasiHYHBIX F€HOTHMAX, MpHYEM [OYTH B 1/3 cayuaes (8 Gosb-
HbiX) — B romosurotHoM BapuaHTe. Yacrora CKH 6hina B 1.5-3.5 pasa
BhIllEe MPH HAlIMYMK MyTauuH M694V (Taba. 1).

Tabauyal
Pacnpedenenue mymayuti MEFV y 6oabroix I15 co cnaeunoll Kuweurol
Henpoxooumocmsto

= *
Myrauun MEFV Boabuble CKH n=21(2)
abc. %
I'oMO3HTrOThI 8 38.0
(M694V/M694V) 7 33.3
V726A/ V726A 1 4.7
I'erepo3nrorsi 3 14.2
M694V/0 2 9.5
V726A/0 1 4.7
KomnayHA-reTepo3nrors! 10 47.5
M694V/ M680I1 5 23.8
M694V/V726A 3 14.3
M694V/R761H 1 4.7
M6801/ V726A 1 4.7

L ol M
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Tabauya 2
Yacmoma cnaeunod Kuweunoi nenpoxodumocmu u zenomunst 6oavrolx 15

IenoTunsl 60ALHLIX, N=687 (28)* Boasusie CKH, n=21(2)**
aGc. %
I'OMO3HTrOTHI, 237 8 3.4
M694V/0, 61 2 3.3
M694V/npyrue, 257 9 3.5
Hpyaue/opyzue, 93 1 1.0
JHpyzue/ 0, 39 ] 2.5

B ckobGkax npuBeseHbl: * GoabHble Ge3 myrauuu (7 yenosex) W 6es reHeTHHECKOro
rectupoaius (21) Ha myraunn MEFV; ** nponywenssie nannsie (missed value)

Onnako BeposiTHocTb pasBuTHS CKH He 3aBucena OT reHOTHNaA,
NMOCKOJIbKY AOCTOBEPHOM 3aBHCHMOCTH Mexay HMMH He 6buto (x2 =1,94;
p=0,75), 4TO, BO3MOXHO, 0GBSICHSIETCS PEKOCTBIO NAHHOTO siBJeHHs (Tabu.
2).

¥ abcosoTHOro GoJblukHeTBa GoabHbix co CKH (y 20 us 23; 95.2%
neteil) Ha6mofanoch Tskenoe (5 GoJbHHIX) M cpefHeTsXKesloe TeueHHe
(17 nauwenToB) THNH4HOK cMewaHHo# ¢opmul 15, mpuuem uame (y 13
neted u3 17) — morpaHHyYHOEe ¢ BHICOKOM CTemeHblo TsKecTH (Taba. 3).
[Ipy aHanuse B3auMOCBSI3H Mexny uactotod CKH M cTenmeHbIO TSXKECTH
[I6 6bina BhISIBJIEHA CTATHCTHYECKH JAOCTOBEpHast 3aBHCHMOCTb %’=6,65;
p<0,04. 310 coBnanaer c gaHHbIMH Berkun Y. et al., o Tom, uto CKH, Kak
ocsioxxHeHue I1B, HabmonaeTcsi, B OCHOBHOM, y TOMOSHIOT MO MYTaLMH
M694V, c Gosnee TsXeJabIM TeyeHHeM GOJIe3HH M PAaHHHM ee HayalloM.

Tabruya 3
CnaeuHnas Kuwesnas Henpoxodumocms u cmenens maxecmu [15

CreneHb Boasusle CKH, n=23
TaxkectH I1B, n =715 6 %
6annsbl 0%

Jlerkas <5 63 s 1 1.6
Cpenusns 6-10 591 17 2.5
Tsaxenas 211 61 5 8.2

Takum o6pasomM, y GoabHuX IIB ¢ TsxeaslM TedeHHeM HabJopalcs
Bboicoku# puck pasutusa CKH. Cpenn HuX npeBanupoBalu GoJibHbIE C
myTauueir M694V (oco6eHHO ¢ TOMOSHTOTHBIM T'€HOTHIIOM), MO3AHEH
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nuarnocTHKoi I1B ¥ MO3AHAM HayaloM KOJXHUHHOTEpPANHH. B sTo#t rpynne
GonbHBIX OTMedajsach Takxe paHHas MaHHpecrauus IIB. BepositHo,
coueTaHHe BhilleyKasaHHBIX (DAKTOPOB MOXET CrOCcOGCTBOBAaTh PasBHTHIO
CKH kax criontanHoii (Gonee BeposiTHOM), Tak M MocTXHpypruyeckoit (B
4ACTHOCTH, TIOC/Ie aNMeHASKTOMWH, TPEDKECeyeHHs), YTo, OHAKO, Hy)KAAeTCs!
B MpOBENlEHWH CrelHanbHoro GoJiee PaCLIHPEHHOro MNpPOCMNEKTHBHOrO
{ccJIelOBaHMSA, B TOM YHCJe TeHeTHYECKOro W MaToMopgoJiorHyeckoro, Ha
GosblueM KOHTHHreHTe gered GosbHBIX TIB.

ApMsiHCKHe [IeTH C OCTPO¥ KHIIEYHOW HempoXOAMMOCTbHIO, Ha Hall
B3rJIsi, HY)XKHAIOTCS B LeJIeHarpaBJeHHOM KIMHHYECKOM H reHeTHYecKoM
uccaenoBaHuy Ha mpeamer I1B c onpepenennem crnekTpa MyTauui reHa
MEFV, uTo HMeeT Ba)KHOE MPOTHOCTHYECKOe W AMarHOCTHYeCKoe 3HayYeH e
W MO3BOJMT CHM3UTh pHck pasBuTHs CKH, BToporo mo uactore (mocJse
AMMJIOHI03a MOYEK) TSKEJIOro, YrpoXKaloLiero >XH3HH, ocaoxHenus I1B.

lTocmynuaa 11.09.09

YumuluiyhG wnhpwjhl whwGgbihnipyub hGhljw -
dumuGqupwlwlwi pnipuwghpp Epkluwlbph dnn
wjuppbpulwl hhjwinnipyub dudw Gl

Q..Q.. Udwpjw(, 4.9, Uhpqupkljub, U.4{.Awqupjud,
U.U. Pupmnju(, {.U. {dwjpwybwnjwub

NuunuiGwuhpyb) £ Gpbfuwliph dnn wwppbpww6 hhywlnnipjwi
duniwlwy JunudwjhG wnhpwjhl wlwlgbihnpjub (GWUUT) YihGhhwduw-
nwlqupwlwlywl pmpwghpp L hwEwhiwlwbnipnilp: {bwnwqnnnipjwl
wpryniGpGpp YYuwynd GG, np ML pwpdp whwmhynipyniG niGgnn hhywin
tpGluwbtpp rhulh funudp G6 juqind GUU qupqugiwl wnnuiny: Yhp-
9hGGEphu 2nowlnud qtipwlynnul tp® MEFV qtiGh M694V dnunwghuwjh Ypk-
(hnipynilp , hhdGulwlnd hndnqhgnn Yhdwynwi, ML Jun ulhqpep, Ybp-
ohGh ni whuwnnpnynuip, hGywbu Gl n ujuwd YnjfuhghGnpbpwuhwi:
Utip Yupohpny, WUU phwpmd hwjwuqgh bptfuwGbphG Guyuunmwlwhwp-
dwp E juunwpb; ML wenuing YihGhhwlwl b dwnwlqupwlwlwl hbnw-
qnuumipjniGGtp MEFV qhiGh dnunwghwGbph npnpnuiny, hGsp niGh Guplnp
wpnglnuwmhy L whinnpnphy GpulwynipyniG: dGw pnyy Yuw Guqbglbg
wihinhnnghg htnn wewyb hwwh hwinhwny YwlphG uwwnlwgny
ML pwpnnipjul’ GUU qupqugiwb rhulp:
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Clinical and genetic characteristics of the adhesive intestinal obstruction
in familial Mediterranean fever in children

G.G. Amaryan, K.G. Mirzabekyan, S.H. Gazaryan,
A.S. Babloyan, H.S. Hayrapetyan

The clinical-genetic characteristics and frequency of the severe complica-
tion of FMF course (second after amyloidosis) — adhesive intestinal obstruction
(AIO) in Armenian children have been evaluated as well as associations of AIO
with MEFV gene mutations spectrum and disease severity were studied.

It has been established that FMF patients with high disease severity have
increased risk of developing AIO. M694V mutation (especially in homozygous
genotype), early disease onset and delayed FMF diagnosis as well as colchicine
treatment prevail among them. We beleive that Armenian FMF patients with AIO
should be investigated for MEFV gene mutations, because early diagnosis of FMF
and start of therapy by colchicine will improve the course of disease and probably
prevent this severe FMF complication, which can result in surgical emergency.
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