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CNYYAN OUATHOCTUKIW CEMENHOW CPEAN3EMHOMOPCKOW NUXOPALKN

Bacunbesa O.B., Ann Mepxu

XapbKOBCKUI HALMOHAMbHBIA MeAUUMHCKNIA YHUBEPCUTET, XapbKoB, YKpavHa

BeegeHune. CemeiiHaa cpean3eMHOMOpCKas Nnxopagka
(familial Mediterranean fever - FMF) siBnsieTca Hanbonee yacto
BCTPeYaloLMMCa  Hac/leACTBEHHbIM CUHAPOMOM Nepuoanye-
CKMX NX0OpagoK. 3ta 60M1e3Hb, 3aTparmsaroLLas noceneHns cpe-
[M3eMHOMOPCKOTO MPOVCXOXAEHNS: apaboB, apMsH, TYPKOB,
€eBpeeB, /IMBAHLEB, UTA/IbSHLEB, TPEKOB 1 Ap. FMF HacTonbko
pacnpocTpaHeHa B HEKOTOPbIX ATHUYECKUX Tpynnax - y apmsiH,
eBpeeB (Jalle cedapaos), apabos M uLlb B 6% Bcex Cryvaes
y N1l NPOYMX HALMOHa/ILHOCTEW, YTO CPpean HUX PerynsipHo
BCTPeYaloTcs  NIOKHO-AOMUHAHTHbIE  POAOCNOBHbIE. YacToTa
reTepo3uroTHbIX HocuTenein reHa MEFV, oTBevatoLiero 3a pas-
BUTHE FMF, cocTasnset 6onee yem 1/5 ot o6Llero HaceneHus,
MaHudectaumsa FMFy 2/3 naumeHToB NPOMCXOAUT A0 5-neTHero
Bo3pacra. JInxopaaky, Kotopas ABnseTcs NOCTOAHHLIM NPU3Ha-
KOM, 0ObI4HO COMPOBOXAIOT CUMMTOMbI OCTPOrO CepO3HOro
BOCMNasieHuns: NeputoHuT (B 95% cnyyaes), nnespuT (45%), Ckpo-
T"T (3%), Nnepukapaut (1%). Hambonee 4acTo B ataky BOB/IEKAET-
A TONIbKO OAWH opraH. JnuTensHOCTb NPUCTyna BapbupyeT oT
HECKO/bKMX 4acoB [0 3-4 AHel, OH NpekpallaeTcs CMOHTaHHO
1 BO306HOB/SETCS 63 perynspHoil NepuoauyHOCTU. XpoHM3a-
L NPU3HaKOB BOCMASIEHNS HABNIOAAETCA OUYEHb PEAKO.

Llenb: ynyyweHue paHHeli gmarHoctuku FMF.

Marepwvansl 1 metofbl. Hamy npoaHain3vpoBaHo K-
HWYecKoe HabnaeHne 22-N1eTHEro naumeHTa X., SBAsSLWerocs:

KOPEHHbIM XuTenem JliMBaHa WM NOCTYNMBLLETO Ha 06YyyeHue
B XapbKOBCKWIA HaUMOHaNbHBIA MEAVULMHCKWIA YHUBEPCUTET
(XHMY). O6patnncs B MegULUHCKMIA myHKT XHMY ¢ xanobamu
Ha ocTpble 601 B ME30racTpuu OMOSCHIBAIOLLETO XapakTepa
TOLLHOTY, MOBLILUEHHYIO YTOM/IIEMOCTb W CHUXKEHWeE TPy AoCmno-
cobHOCTW. 13 aHaMHesa V13BECTHO, YTO NOAOGHbIE ABMEHNSA Tak-
Xe vMenn MecTo 2 rofia Hasag, He obcnefioBancs 1 He neuunncs,
PesynbTatbl 06cnefoBaHns. O6bEKTUBHO: 6OMbHON HU3-
KOro pocTa, MOHWKEHHOTO MUTaHus, BblpaXeHHas 61efHOCTb
KOXHbIX MOKPOBOB, CKOMWO3, BaslbrycHas fedopmaums cron,
HanpaBneH Ha KOHCyNbTaLWiO K raCTPO3HTEPOsIOTY, MPpw A0NOoN-
HUTEeNbHOM 06C/Ie0BaHUM YCTAHOB/IEH [AMarHo3: 06ocTpeHne
XPOHWYECKOro MaHKpeaTuTa, Ha3Ha4YeHa COOTBETCTBYHOLas Te-
panus. Yepes HECKO/bKO HefeNb NepBOHaYasIbHbIE Xanobbl no-
BTOPWU/INCD, Ha (POHE KOTOPbIX BbU1 3a(MKCMPOBaH MNOLbEM TeM-
neparypbl [0 cy6(he6pubHbIX LUGP. YUnTbiBas LUKINYHOCTb
60/1€BOT0 CYHAPOMA U CPeiM3eMHOMOPCKOE MPOUCXOXKAEHNE
nauweHTa, 6bl10 3arnof03peHo Hanyme 3a60neBaHna U3 rpyn-
Mbl HaCcNeACTBEHHbLIX CUHAPOMOB MEPUOLANYECKUX NUXOPafoK
M Ha3HayeHa KOHCynbTauus reHetTuka. MNpu nposefeHWn Mone-
KyNnfpHO-reHeTMyeckoro wuccnefosaHus mertogom [UP-MNAPP
aHasm3a B reHe MEFV (FocyfapCcTBeHHbI rocnuTanb TMOHWHA,
NvBaH) 6bUM HaliAEeHbI cneaytoLye n3mMeHeHus (Tabn.l):

Tabmmua 1
MaHenb myTauuii reHa MEFV

MyTauus PesynbTar

M694V TETEPO3VIOTA

V726A [omo3urora AMKOro Tuna
M694l TETEPO3UIOTA

E14800Q [omo3urora gukoro tuna
M680I [omo3urora Aukoro tmna
P369S [omo3urora AuKoro tmna
R408Q [omo3uroTa AuKoro tuna
A744S [omo3uroTa AuKoro tuna
M68016 [omo3urora AvKoro Tuna
R761H [omo3urora AvKoro Tuna
R653H [omo3urora Aukoro tmna
F479L [omo3surora gukoro tmna
E167D [omo3urora AuKoro Tuna
K695R [omo3urora AyKoro Tmna
1692del [omo3urora AvKoro Tuna

BbiBOAbI. TakuM 06pa3oM, NauMeHT ABNAeTCA reteposu-
TOTHbIM HOcuTENeM 2-X MyTaumii M694V n M694l B 10 3k30HE
reHa MEFV. YuuTbiBasi, YTO NPUCYTCTBME [ABYX MyTauuii pas-
NNYHBIX annenei reHa NO3BONSET NOATBEPANTL AnarHo3 FMF, y
[JaHHOro nauyeHTa 6b110 AYarHOCTMPOBAHO Ha/IYME CEMEHONM
Cpeayr3eMHOMOPCKON IMXOpasKy, NpoTeKatowei ¢ cuMmnToma-
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TUKOM XPOHWYECKOrO MaHKpeatuTa. VI3BeCcTHO, 4To Yy reteposu-
TOTHUX HOcuTeNel MYTaHTHbIX annenein BO3MOXHO YMEHbLLE-
HVE CTENEHN BbIPKEHHOCTU K/IMHNYECKMX NPU3HaKoB. OfHako,
yunTbIBasi BO3MOXHOCTb pa3sutua FMF-accoumMmpoBaHHOro
amMmunionaosa, pPekomMeHaoBaHO AWCnaHCepHoe Ha6mo,qu|/|e
peBmMarosiora 1 KOHTPOJ1b YPOBHA CbIBOPOTOYHbIX aMWI0ONAO0B.



