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MeTa — 03HaiioMuTV Nikapis i3 AiarHOCTUYHUMUN KPUTEPIAMI CIMEIHOI Cepej3eMHOMOPCHKOI INXOMAHKI Ta ONWUCaTV OKPEeMWUIA KMiHIYHUIA BUNALOK.
Marepianu Ta METOAM: METOA reHeanori4Horo aHaniay, 3aranbHoKNiHIYHe, IMYHOMOriYHE Ta MONEKYNAPHO-TeHETUYHE 06CTEXEHHS; MeanYHa JOKYMeHTaLis.
Pesynbtat. OnucaHwii KNiHIYHWA BUNAZOK CUHAPOMY CiMeliHOi Cepef3eMHOMOPCHKOI NMXOMAHKW [eMOHCTPYE KIiHIY4HI NposBU, HEOOXIAHICTb
MKAUCLMNNIHAPHOI OLiHKM, AiarHOCTUKKM Ta 6€3MepepBHOr0 MOHITOPUHTY AaHOi naTonorii.

BucHOBKM. VY giarHocTuui CiMeiHOi cepef3eMHOMOPCHKOI NIMXOMAHKIM BaXMBUM € AeTanbHe KNiHiYHO-reHeanoriyHe JOCMIMKEHHS nauieHTa Ta iioro cim'i,
OCKIiNbKM AiarHo3 3axBOPIOBaHHS € Hacamnepen KniHiyHuM. Cnig 6paTi [0 yBary eTHIYHY HANeXHiCTb nauieHTa, mMpoTe CiMeidHa Cepea3eMHOMOpCbKa
NINXOMaHKa 3YCTPI4AETbCA TaKOX B ETHIYHUX rpynax, ANs AKUX He € XapakTepHot. MeBHUM MiArpyHTAM Yy AiarHoCTULi CiMeiiHOi cepef3eMHOMOPCHKOI
NINXOMAHK MOXE CIyryBaTu MOJSIEKYNAPHO-TEHETUYHE TUMYBAHHS XapakTepHux MyTauiil reHa MEFV, ofHaK AaHi reHeTUYHOro JOCMIIKEHHS He €
A6CONMOTHUMM, OCKINbKK BiNbLUICTb N1a60PATOPIl MOXYTb BW3HA4aTW TiNbKW HAWbinbLl yacti, TMNOBI MyTauii. OTKe, HEraTMBHWIA Pe3ynbTar TUMyBaHHA

He 3anepeyye AiarHo3 CiMeiHoi cepe3eMHOMOPCHKOT NNXOMaHKM.

Kntoyosi cnosa: iMmyHoZehiLMTHI 3aXBOPIOBAHHSA, CiMeiiHa CepeaA3eMHOMOPCbKa INXOMaHKa, AiTu.

BcTyn

HOLLII/IpeHiCTb iMyHOZIe(piIIUTHUX 3aXBOPIOBaHb, IPO-
SIBOM SIKMX € aTWIIOBUU yCKJIQ[HEHWiT Tepebir
6araThoX MATOJOTIH, CIPUSIE TMOMYKY HOBUX MiarHOCTHIHIX
Iporpam i3 MeToIo iX paHHbOTO BusiBIeHH: [4]. locsarHenns
Cy4acHOI MeIMYHOI TeHeTHKU Ta iIMYHOJOTii JaloTh 3MOTY B
6araThoX BUIMAIKAX BCTAHOBUTH HO30JIOTIUHY (DOPMY CTIAKO-
BO 3yMOBJICHOTO iMyHO/Ie(DillnTHOTO 3aXBOPIOBAHHSI, Y/I0CKO-
HAJUTH IPOTpaMy JiKyBaHHs Ta peabiitaitii, a Takox more-
penuTH TTOBTOPHE HAPO/KEHHSA B aHiil ciM'i XBOPOI TUTHHU.

Bignocno nemogasino B MeAMYHIN HayKOBil JsiTeparypi
BUHUK TEPMiH «CHCTEMHI aBTO3aNajibHi 3aXBOPIOBAHHSIY, B
iHiIiaIil 9KUX, Ha BiMiHY, BiJl aBTOIMyHHIX 3aXBOPIOBAHb,
JIOMIHYIOYY POJIb BiJIirpaloTh TeHeTUYHO JleTepMiHOBaHi peak-
i IMYHITETY Ta 3amajJeHHs, a He MeXaHi3MM, MOB'sA3aHi
3 AHTHTEHIHIYKOBAHNM CHHTE30M aHTHUTLI ab0 aKTHBAIIEO
T-mimdormris [10]. o Takux 3aXBOPIOBaHb HAJIEKUTH CiMeli-
Ha cepenzemuomopcbka jguxomanka (CCJI).

CimeiiHa cepenzemHoMopebka suxomanka (Familial
Mediterranean Fever), abo nepiognyuta xB8opoba (MEHIIT Bi0-
Mi Ha3BU: TapoKcU3MaIbHui cuaapom /xeiinyes—Moasenra-
Jist, TepioJUYHUI TIEPUTOHIT, CHHAPOM PeiiMana, xBopoba
Curana—Mawmy), onncana Maiiske ogrouacHo S. Siegal (1945)
[9, 14] ta H. Reiman (1945) [13], He3Bakaiouu Ha ii momm-
PeHHs JInle B IIeBHUX eTHIYHNX rpymnax (y 3oHax CepeznseM-
HOMOPChKOTO Oaceiiny: Apwmenis, Typiis, Ispainb, apaGceki
KpaiHu ), BUKJIMKAE yBary JI0CJIiTHUKIB Y 3B 13Ky 31 CBOEPIi/HI-
cTio KaiHiuHOoi Kaptunu [1, 2, 3]. CCJI € pigkicHuM reHeTny-
HO 3YMOBJIEHMM CIIa/IKOBUM 33aXBOPIOBAHHIM 3 ayTOCOMHO-

PEIECHBHUM THUIIOM YCIAJAKyBaHHs. Y CBITi XBOpie GJM3BKO
100 Tuc. oci6, a yacToTa HOCIIiCTBA MyTAHTHUX BapiaHTIB reHy
craHoBuTh Big 1:56 10 1:5 [11].

B ocHoBi 115010 iMyHOZEHIIIUTHOTO CTAHY JIEKUTH MyTa-
i rera MEFV (Mediterranean FeVer), jokanizoBaHoro Ha
koporkomy 1redi 16 xpomocomu. Ten MEFV koxye 6ijok
MipUH, SKUN eKCIPEeCyeThCcs B HeWTpodinax, eo3mHODiNaX,
MOHOIIUTAX, AEHJAPUTHUX KJIiTHHaX i (ibpobiaactax Ta Gepe
yuactp y perysiii aktusizarnii [L-1B. OcnoBHoto sankoio B
possutky CCJI € rinepupoayxuisi IL-1 [15]. Omucano
6sm3bK0 73 MyTaitiit nuporo rena [11, 15]. Haiibiabm vacrti
MyTaii HaBegeHo B Tabsmi 1.

JleGIoTye 3aXBOPIOBAHTS, SIK TPABILIO, ¥ Billi 10 20 POKiB.
Tunosi kniniyai oznaku CCJL: iepioqnyHi HATIAN JTTXOMaH-
ku 110 40°C Ta Buie, TpuBajictio 12—72 roj. 3 inTepBajoMm
MK HamagaMu B 3—4 TIDK., sIKi CYTPOBOKYIOTHCS OOIEM Y
JKUBOTI Ta apTpaITisMU; BUCUIIKA HA TOMIJIKAX i CTOIIAX; MiaJ-
rii, acomifioBani 3 (i3MUHMMU HABAHTAKEHHIMU; CILIEHOME-
TaJjiis; MaeBpuT; mepukapAnT. OCHOBHUM yCKIQTHEHHIM 3aX-
BOPIOBAHHS € aMiJI0i103 HUPOK.

Ha cporoani Hemae CIemiaabHO PO3POOTEHMX miarHO-
ctuanux kputepiis CCJI ais gursyaoro Biky. [IpoTsirom Tpu-
BaJIOTO Yacy BUKOpUcToByBasucs kpurepii Teab—Xartomepa
(Tabur. 2), aje BOHM aganToBaHi sl NOMYJIAIINH 3 BUCOKOIO
gactrotoio CCJI [8].

JlucdepentiioBaTi 3aXBOPIOBAHHS HEOOXIIHO 3 TH(EKITiii-
HUMU XBOPOOaMHU, SIKi CYNPOBOKYIOTHCSI JIUXOMAHKOIO, a
TaKOX PEBMATHYHUMI, OHKOT€MATOJIOTIYHIMA Ta AepPMaTo-
JIOTTYHVMI 3aXBOPIOBAHHSIMU.

Tabruys 1
Hain6inbL yacTi myTauil reHa MEFV, acouiiioBaHi 3 cimeiiHOI0 cepen3eMHOMOPCbKOIO JIMXOMaHKOIO
Myrauis ﬂoxaf_l__isau,iﬂ_ ) Hopmanbvuuﬁ ) MyTaHTHVMFI
MyTauii B reHi aMiHOKUCNOTHUI 3anuiioK aMiHOKUCIOTHUI 3anuiloK
E148Q 148 mytamiHosa (E) kucrota mytamiH (Q)
M680I 680 MeTuoHiH (M) I3oneuuH (1)
M694V 694 MeTuoHiH (M) BaniH (V)
M694| 694 MeTunoHiH (M) I3onenuuH (1)
K695R 695 NisuH (K) ApriHiH (R)
V726A 726 BaniH (V) AnaHiH (A)
A744S 744 AnaHiH (A) CepuH (S)
R761H 761 ApriHiH (R) lictnaunH (H)
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KpuTtepii cimeiiHOI cepea3eMHOMOPCbLKOI IMXOMaHKU 3a Tenb—Xawomepom

Tabnuys 2

Tunosi aTtaku:

«Benuki» . MepuToHIT (reHepanisoBaHui)
KpuTepii . MneBpunT (04HOCTOPOHHIN) abo NepukapauT
. MoHoapTpuT (KyrnbLLOBOro, KONiHHOIo, roMIfIkOBOCTONHOro cyrrobis)
«Mani» . HenoBHa aTaka i3 BKMoYeHHAM 21 i3 HKYenepepaxoBaHUX fokanisaLjii: XUBIT, rpygHa Knitka, cyrnobu
Binb y Horax npu HaBaHTaXeHHi
KpuTepii y P

. MNo3uTnBHa BigNOBIAb Ha Tepanito KONXiLUMHOM

«[ligTpymMytodi»

. HasBHicTb BUNagkiB 3axBoptoBaHHA B CiMENHOMY aHaMHes3i

HanexHicTb 40 NeBHOT eTHIYHOT rpynun

. Bik noyaTky 3axBoptoBaHHS Ao 20 pokis
. XapaKkTepucTyKa aTaku: TAXKa, CMOHTaHHEe POo3pillieHHs aTaku
. HasiBHicTb 6e3CMMMTOMHMX NMPOMIXKIB

ODUAWN={WN = v =

KpuTepii

7. Enisoau npoTeiHypii/remaTypii

9. BrinsbkocnopigHeHui W6 6aTbkiB

. MNiaBuMLLeHHS piBHA NabopaTopHUX MapKepiB 3ananeHHs i3 3pocTaHHAM MOKa3HMKIB 21 3 HACTYMHUX O3HaK:
KiNbKiCTb NekoLmTiB Y 3aranbHoMy aHanisi kposi, LLIOE, cuposaTkoBuit aminoig A ta/abo dibpuHoreH

8. HenpoaykTuneHa nanapoTtomis abo BuaaneHHs «binoroy (6e3 dhnerMoHo3Horo 3ananeHHs) aneHaunkca

[Ipenapatom Bubopy npu gikyBanuni CCJI BBakKaeTbes
KOJIXITIMH, SIKWiT CIIPUSIE 3HIKEHHIO aKTUBHOCTI 3aXBOPIOBAH-
HsI Ta MOTIEPE/PKYE PO3BUTOK aMisioifosy [7]. Y Bunajaky iioro
HeeeKTUBHOCTI/HETIePEHOCUMOCTI MOJKHA BHUKOPHCTOBYBA-
TH HII JIKH, Y TOMY YHCJT TeHHO-1HKeHepHi GiosiorivHi mpe-
napatu (iuribitopu IL-1B Ta in.) 5, 6, 12].

Mema po6oT — 03HAIOMUTH JIIKAPIB i3 IarHOCTUYHUMN
kpurepismu CCJI Ta onucaTn okpemuil KT HIYHUT BUTIAIOK.

MaTepian Ta meToau [OCNIOXKEHHSA

Buxopucrano MeTos reHeaJorivHOTO aHali3y, 3arajJbHO-
KJIiHIYHE, IMYHOJIOTTYHEe Ta MOJIEKYJISIPHO-TeHeTHu4YHe 00cTe-
JKEHHS, MeIMYHA IOKYMEeHTaIlis.

Pesynbratn gocnigxeHHs Taix o0OroBopeHHs

HaBosnmo BiacHUi BUTIA/IOK CIIOCTEPEKEHHS 3a JIiBUMH-
koio 3 CCJL. XBopa I, 2006 p. HapomKkeHHS, 3BepHYJIacs HA
npuiioM [0 Jikaps-neaiatpa 3i ckapraMu Ha IepioJuyHi ermi-
30/I11 IMXOMAHKH, TPUBATICTIO 3—4 /IHi, SIKi CYITPOBOIKYBAJIN-
cs ToTipieHHsAM camornouyTTa. Jwrtunaa Bim [ BariTHOCTI,
I diziomoriunmx mostoriB y recramiiiHoMy TepMiHi 39 THK.
ITpu Hapomxenni maca Tisa autuau — 3250 1, Z0BKMHA —
53 eM. CHaKoBicTh 110 MATEPUHCHKIN Ta GaTbKiBChHKIiil JTiHisAX
He 0OTsIKEeHa, MOJIOZIINA CECTPa 3710pOBa. Y HEOHATATBHOMY
nepioji, 3i cJiB MaTepi, AMUTHUHA POCJa i PO3BUBAJIACS Bijl-
HOBIIHO /10 BiKY. AJIeproJIoTiuHuii aHaMHe3 00TSKEHUI: Kpo-
MB'STHKA BHACIIOK TIEPETUBAHHS TPOMOOIUTAPHOT MacH.
B anamuesi: caimpmonesnbosuuii cercuc (y Bimi 1,5 wmic.);
indexuist Salmonella typhimurium (y Biti 5 mic.); cradinoko-
koBuii cercuc (y Biri 1 pik 6 mic.); y Bitti 2 pokiB 5 Mic. AuTH-
Ha OTpHUMaJia Kypc XiMioTepamnil 3 IIpUBO/Y JIAHTE€PraHCOKJIi-
TUHHOTO TiCTIONUTO3Y (TiCTOJOTIYHUIA AiarHO3 JTAHTEPTaHCO-
KJITUHHOTO TiCTIONMTO3Y He 3HANUIIOB MiTBEP/KEHHS
B IOZQJIBIINX JIOCTI/KEHHSIX); Y Billi 4 poku 2 Mic. — rociiita-
Ji3alisg 3 TPUBOAY MEPIOMIUYHO TOBTOPIOBAHWX €ITi30/1iB
IIBUIIEHHST TEMIIEpaTypu 10 GeOGpUIbHUX 3HAYCHD, TPUBA-
gicrio 3—7 nHiB, 3 inTepBasioM y 5—10 [HiB, remaTociieHoOMe-
rajiii Ta XpoHiuHOI aHeMii. BukonaHa Giolcist MeYiHKM: Xpo-
HIYHMI renaTUT TUPOTUYHOTO PO3BUTKY. IIpoBeneni renetuny-
Hi 10CJTijKEeHHST He BUSIBUJIE XBOpoOU Toliie Ta raHriio3u/03y
Gm1. [TomrepenHiit miarHo3: TepBUHHNIN iIMyHOIEDIITNT, 3yMO-
BJIeHUI JleeKTOM iHTepJieliKiHy Ta TaMMa-iHTepdepoHy.
[IpoBeneno JikyBaHHS TIVIIOKOKOPTHKOIZIAaMU 3 4aCTKOBUM
TOJTTIIIEHHSIM 3aTaTBHOTO CTaHy Ta 301TbITEHHIM iHTEPBATY
MiX eri3o/aMu JTMXOMaHKH.

Jlutuna npokoncysbroBana Ha kadezapi indekmniiinux
xBopoO Ta aursyoi imynosorii HMATIO im. TLJI. HIymuka
(M. KuiB), samizospero CCJI Ta 3ampornoHOBaHO TPONTH
obcrexkeHHsT B TeiaTpuuHiil Kiinini yniBepcurery DBperri

(Iramis), me 3 MeTOI yTOYHEHHS [iaTHO3y IMPOBEIEHO TaKi
JIOCJTIIJIKEHHST:

— amHaJli3 KPOBi 3 BU3HAYEHHSIM JIEHKOIUTAPHOI Gopmy-
JIA: MIKPOTIMTApHA aHEMisT;

— MAa3oK KPOBi HA CTPYKTYpy HeprhepudIHoi KpoBi: 1mo-
OJIMHOKI aKTUBHI JIEHKOIUTH, 3MiHN (DOPMEHHUX eJle-
MEHTIB KPOBI BiZICYTHi;

— amiak: 53 MKMOJIb /T,

— JIOCJIiJpKeHHsST (DYHKIN HUPOK 1 TIeYiHKM, aHaJIi3 KPoBi
Ha KucaotHo-nmyskHuii ctad (pH, pCO2), cupoBarkosi
imynornobyiam, C3/C4, CH50, anamnis cyGromyJisiiit
aimbornurie y wopmi, C-peaktuBHuii 6ok —
42,3 mr/;

— anrturiza ANA 3 tutpom, ANCA, ASCA, ENA, anTuTi-
na 1o LKM: HeratusHi,

— KaTeXOJaMiHU cedi: He BUSBJIEHO;

— CepOJIOTiUHI JIOCHI/PKeHHS Ta TOCiBU (BHCIB KPOBI,
TORCH-iudexuii, Bipyc rematuty EBV, Widal-
Wright, Weil-Felix, Bucis ceui, ma3ox i3 3iBy, moci-
JUKEHHS Ha JIEUIITMaHi03) — BCi pe3yJIbTaTi HeraTUBHi,
KpiM ceposioriyHoro pociipkenns Ha EBV (o3naxku
nepeHeceHoro iHdiKyBaHH:);

— aHaJIi3 KaJIy Ha IPUXOBaHy KPOB: HE BHUABJICHO;

— JIOCTiKeHHsT Ha JAMOJil Ta dekanbHi mapasuTu:
pes3yJIbTaTi HeraTUBHi;

— Bucis xany: Campylobacter — nozurusnuit; Rotavirus,
Adenovirus, Novovirus — HeraTuBHi;

— OGiorcis kictkoBoro Mosky: 80% Giontaty — ry6Guacra
KICTKOBAa TKaHWHA i3 3arajbHOI0 KJITUHHICTIO 85%;
KiCTKOBI Tpabekynu HOPMaJbHOI TOBIIUHM. [eMorio-
eTUYHUI MATPUKC MPeACTaBJIEHUI yciMa TpboMa
JIHISIMU 03piBalovNX KJITHH Y CcIiBBigHONIIEeHHI M/€:
3—4/1. Mienoigna (rpaHyJIonUTHA) JiHisT HOPMAJIBHOI
3piJIOCTi Ta HOPMAJILHO PO3TO/IiIeHa; BUPaKeHa e03M-
Ho(inisg. Epurpoimuuil ps: sMineHHS 03piBaHHS B
CTOPOHY OJIACTHUX KJIITHH i3 TEHAEHIIEI0 AeSTKUX BOT-
HUII[ KPOBOTBOPEHHSI 10 OJIOKYBaHHSI B CTajlii 103pi-
BaHHsI, MOOAMHOKI MeramobiacTHi eixeMeHTH abo
3 peryJIsIpHUM HyKJeapHuM rpodinem. Merakapioiu-
TapHUI Psil IPECTaBAEHN HOPMAJIBHOIO KiJIBKICTIO
eJIeMEHTIB BIAMOBIHUX crajiii, Gible — cepeaHbo-
KamibepHuX, pignie — ApiGHOKATIGEPHUX eJIeMeHTIB.
Kinbkicts nespinux kmitun i3 ¢enorunom CD 34+
He 30inblieHa Ta craHOBUTH 1-2% i3 momyssiii
HyKJIeapHuX KJaiTuH. IlaTosoriunoro s36ijblieHHs
KJIITUH PETUKYJSPHOI CTPOMHU HEMa€. 3HAYHA KiJb-
KiCTh iHTEpPCTUIIATBPHUX AaKTUBHUX MaKpodaris
i3 aroruTo30M KIITHHHUX (PparMeHTiB i po3cisHIMN
monoruTamu CD 68+. ImyHoricrosoriyne gocipken-
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1 i3 3abapsrientsam Ha ganrepud, CD 1 ta S-100 —
HeraTuBHE,

— mpoutipepaTUBHA PEaKIlisg Ha MiOTeHU: B MeXKaX BiKOBOI
HOPMI;

— CUPOBATKOBUIT aMizoix A: TOMIpHO 36i/bIIeHMii;

— EKTI: ceprie Ta jereni B Meskax BiKOBOi HOPMM;

— orsan kapmionora ta Y3/l cepiist: B MeXaxX BiKOBOI

HOPMU,

— Y3/l opraniB yepeBHOI MOPOKHUHM: CIIJIEHOMETaJis;

— Y3/l neresb KUMIEYHUKY: B MeKaX BiKOBOI HOPMIT;

— ay/lioMeTpis: B MeKax BiKOBOI HOPMU;

— OIJISAT OKYJIICTA 3 TMITMHHOIO JIAMIIOTO Ta 3 OCJi/IKeH-

HSIM TIepeTHbOI KaMepu: B MeKax BiKOBOi HOPMU;
— OIJIsi[L HeBpomartoJiora Ta ejekTpoeniedanorpadis:
B Me’Kax BiKOBOI HOPMU;

— MosekyngapHuil  aHani3 reHa MVK  (ex3onn

2,7,8,9,10,11 Ta exsonu 3,4,5,6,7): myTartii BiacyTHi;

— wmoutekynsipanii ananis rena TNFRSF1A: myrtamii

Bi/ICYTHI;
— MouiekyJisipamii anasnis rera NLRP3: myrariii BizcyTHi;
— Mosekyagpunii anami3 rera PRF1: myrarii BincyThi;
— MoJiekyIApHuil  ananis rema MEFV: myrania
c.605>A(+)605G>A, Taka MyTalliss BU3HAYAETHCS
SK 110J1iMOpdi3Mm;

— TeHeTHYHUI aHami3 Ha JiMmdoricrionmuros (PRF1):
B KO/LYIOUHX €K30HaX MyTallil BiZIcyTHI.

[TarienTka MPOKOHCYJIBTOBAHA OHKOTEMATOJIOTOM, €HJ0-
KPUHOJIOTOM: PEKOMEH/IOBAHO MIPOIOBKUTH CTEPOifHY Tepa-
nito (mensrakopren y 103i 2,5 mMr). Ipu cripobi 3HU3UTH 103y
emi30/11 JIMXOMAHKHU TOTIPIIyBaIucs gK 32 iHTEHCUBHICTIO,
TakK i 32 4aCTOTOIO, IO 3YMOBWJIO Bi[HOBUTH JIEILTAKOPTEH Y
ronepeiHii /1031 B MOEHAHHI 3 KOJIXIIIMHOM (3 MOCTYITOBUM
36isbIenHsaM 1034 10 1,5 Mr Ha 100y). Y 3B'13KY 3 MPOJIOB-
JKeHHSIM eTTi3071iB JIMXOMaHKH, He3BasKaloul HA 3aCTOCOBAHY
Teparito, BUXxojsaun 3 npuiyienns giarnozy CCJI, posnoua-
TO NPUIHOM TIpenapary aHakinpa (KiHeper).
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TakuM YMHOM, JAaHUI BUTIAJIOK BifloOpaskae KIiHIuHYy Kap-
TUHY HePiONYHO MOBTOPIOBAHOI JINXOMAHKHU, IO CYIIPOBO-
JUKYETBCS TIOTiPIIEHHAM 3aTaTbHOTO CTaHYy, TeMaTOCIIIIeHOMe-
rajgiero, 6ojeM y JKMBOTI Ta HiJBUIEHHSM TOKa3HUKIB
3aIaJIbHOTO MPOIIECY 1 CHPOBATKOBOTO aMisIoimy A.

Y miargoctuinyi CCJI BaxJIMBUM € JeTajbHe KJIHIYHO-
reHeajioriuHe JOCJHIJJKEHHS TaIllieHTa Ta WOoro ciM'i,
OCKIJIbKM, HA AYMKY OiJIbIIOCTI aBTOPIB, AiarHo3 3aXBOPIO-
BaHHs1 € Hacammepen kiaiHiuamMm. Coig Gpatu 10 yBaru
eTHIYHY HaJekHicTh marienta, npore CCJI 3ycTpivaerbcs
TAKOX B E€THIUHUX Ipylax, /I AKHX He € XapaKTePHUM.
Ilesamm miarpynTsam y miarsoctuii CCJI moxke cayrysBatn
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rena MEFV, oanak pmami TeHETUYHOTO JOCJIKEHHS
He € abCOJNIOTHUMH, OCKIJIbKHM OiabnricTs Jgabopartopiii
MOKYTh BUHAYATH TiJIBKY HANGIIBII YacTi, THIOBI MyTaIlii.
OTsxe, HEraTMBHUI pe3ysbraT TUILYBaHHS He 3alepevyye
nmiarnos CCJI.
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KnuHnuyeckuii cnyyaii cemeriHo cpean3eMHOMOPCKOM InXxopaaku

KakK NPOsIBJIEHUS NePBUYHOIro UMMYHoAedUuLUTa y pebeHka

T.B. Copokman1, H.U. Mugesicoukas!, T.B. mutpyk2

1BYKOBMHCKUI rOCYAapCTBEHHbI MEAVNLIMHCKNIA YHUBEPCUTET, I. HepHOBLbI, YKpanHa

206nacHasa getckas knnHudeckasa 6onbHULA, I. YepHOBLbI, YKkpanHa

Llenb — 03HakoMUTb Bpayei ¢ AUArHOCTUHECKUMI KpUTEPUAMU CPEAN3EMHOMOPCKON NINXOPAJKM U ONUCaTb OTAEMbHBIA KIMHUYECKUIA Cryyail.
Marepuanbl U METOAbl: METOZ TeHeaorn4yeckoro aHanu3a, OOLUEKNNHWUYECKOE, MMMYHONOTMYECKOE W MOMEKYNAPHO-TeHETUYECKOe 06CnefoBaHue;
MeINLNHCKas JOKYMEHTaLNs.

Pe3ynbTatbl. ONWUCaHHbIA KNWHUYECKWA Cny4al CUHAPOMA CEeMEHOA CPefu3eMHOMOPCKOW NNXOPajKW AeMOHCTPUPYET KIUHUYECKMEe MPOSBNEHUS,
HE0O6X0AMMOCTb MEXANCLMNANHAPHOI OLEHKM, AMArHOCTUKIA W HENPEPbIBHOrO MOHUTOPUHIA AAHHOW NATONOMMK.

BbiBoAbl. B fnarHocTuke cemeitHoi cpean3eMHOMOPCKON NMXOPaAKN BaXHbIM SBASETCA LeTanbHOE KNWHWUKO-TEeHeanornyeckoe NccnesoBaHne naumenTa v
€ro CeMbu, NOCKONbKY ANArHo3 3a60/1eBaHNA ABNAETCH, NPEXAE BCEr0, KMHUYECKUM. He06X04UMO NPUHIMATL BO BHUMAHWE STHUYECKYIO NMPUHAANEXHOCTD
naunenTa, Ho CeMeliHaa Cpean3eMHOMOpCKas MX0pajka BCTPEYAeTCs TakKe B 3THUYECKUX rpynnax, Ans KOTopbIX He ABNSETCH XapakTepHoil. HekoTopoi
62301 B AMArHOCTUKE 3TOr0 3a60s1eBaHUA MOXET CIYXWUTb MOMEKYNAPHO-TeHETUYECKOe TUMMPOBAaHNE XapakTepHblX MyTauuii reHa MEFV, ogHako faHHble
TEHETUYECKOr0 UCCNES0BAHUA HE ABNAIOTCA a6CONOTHBIMU, NOCKOMbKY 60MbLINHCTBO 1A60PaTOPUIA MOTYT ONPefensTh TONbKO HanbOee 4acTble, TUMNYHbIE
myTauuy. Takum 06pa3om, HeraTuBHbIA Pe3ynbTat TUNMPOBAHUA HE UCKIKOYAET AArHO3 CEMENHON CPeAN3eMHOMOPCKON TMX0PaLKY.

KnioyeBble cnoBa: MMyHoAe(hULUNTHbIE 3260/11€BaHUSA, CEMeHas CpeAN3eMHOMOPCKas nuxopaaka, fAeTu.
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A clinical case of familial Mediterranean fever as a manifestation of the primary immunodeficiency in child

T.V. Sorokman!, N.I. Pidvysotskaya?, T.V. Dmitruk2

1Bukovynskyi State Medical University, Chernivtsi, Ukraine

2Regional Children's Hospital, Chernivtsi, Ukraine

Object- to acquainted physicians with diagnostic criteria of the Mediterranean fever and describe individual clinical case.

Materials and methods: the method of genealogical analysis, general clinical, immunological and molecular and genetic examination; medical records.
Results. The described clinical case of the familial Mediterranean fever syndrome demonstrates the clinical manifestations, the need for a multidisciplinary
evaluation, diagnosis and continuous monitoring of the disease.

Conclusions. In the diagnosis of familial Mediterranean fever is important to detailed clinical and genealogical study of the patient and his family, because dis-
ease diagnosis is primarily clinical. It is necessary to take into account the ethnicity of the patient, while the familial Mediterranean fever is also found in eth-
nic groups, for which is not typical. Certain base in the diagnosis of this disease may serve molecular and genetic typing of specific MEFV gene mutations,
but these genetic studies are not absolute, because the great number of laboratories can determine only the most common and typical mutations. So, the neg-
ative result of typing does not exclude the familial Mediterranean fever diagnosis.

Key words: immunodeficiency diseases, familial Mediterranean fever, children
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HOBOCTI

B Ucnannu 3a601eBanus cepana
JieyaT CTBOJIOBBIMHU KJI€TKaMHU

Bpauu Bo BCceM MHUpE MILYT CIHOCOOBI «pereHeparun»
cep/ita, 4ToObl 3aMEHUTH PYOIOBYIO TKaHb MpU OGUEHUH
MbIiel. CTBOOBBIE KJIETKU 3aHUMAIOT BHUIHOE MECTO
B llO]LO6lIbIX IJlaHax, XOTdA /10 CUX II0p He y‘-laCTByIOT
cOOCTBEHHBIE CTBOJIOBBIE KJIETKH MAIEHTA.

CeMb IAIMEHTOB YiKe ITPOOIIEPUPOBAHDI, U PE3YJITATHI
OYeHb XOPOIITe, HeCMOTPSI Ha TO, UTO UX CEePeTHOH TKaHI

ObLJI HAHECEH Cepbe3HbIN yieph. ITO TEPBBI pas, Korja
JIJIOTEHHbIE KJETKH — CTBOJIOBBIE, KOTOPBIE B3SITHI OT
JPYTOro YesioBeKa, ObLIM HMCIOJb30BAHBI /IS JIEUEHUST
MOBPEKICHUIA CeP/IIla, BBI3BAHHBIX CEPIEYHBIM ITPUCTYIIOM.

Cep/ieuHblii TPUCTYIT TIPOMCXOJUT, KOIJA Oprau
JIVITITAETCsT KUCJIOPO/IA, HATIPUMED, KOr/ia TpoMO OI0KIpyer
IPUTOK KPOBM K cepaiy. B mporecce seyenust cepiia,
OMEPTBEBIIKE MBI 3aMeHseTcss PyOIOBOil TKaHbIo, a
CIOCOOHOCTh  MepeKayrBaTh KPOBH 110 BCEMY TeJy
CHUZKAETCS, TIOCKOJIBKY CepledHast MbIIIIA He GUIaCh.

B To Bpemsi Kak manMeHTHI C JIETKOW CepAevYHON
HEIOCTATOYHOCTHIO MOTYT JKUTh OTHOCUTEIHHO HOP-
MaJIbHON JKM3HBIO C IIOMOIIBIO TIPENaparos, TO Te, Y KOTO
6osiee TsKesbie (OPMBI CEPAEYHOIl HEL0CTaTOYHOCTH,
MOTYT CTPaJaTh JUTUTEIBHBIMI OOJISIMHU, U HE CIIPABJISTHCS
C CaMbIMM ITPOCTHIMU TIOBCEHEBHBIMY 33/1a4aMU, TAKIMEI
MOKYITKU WJIN TIPUHSTHE [IyTIa.

O6paboTka COOCTBEHHBIX CTBOJOBBIX KJETOK Malli-
eHTa, KOTOpble OyAyT WUCIOJb30BATLCA B Teparuu,
3anuMaeT 4—8 Helesb, B TO BPeMsl KaK JOHOPCKUE KJIETKH
MOTYT ObITh 0GpabOTaHbl, COXPAHEHBI ¥ JOCTYIIHbI IS
HEMEJICHHOTO UCIIOIb30BaHMS.

Kpome TOro, aToT MeTOA MO3BOJAET BBIOMPATDH
JIOHOPOB, KJETKH KOTOPBIX MOKA3hIBAIOT HAUOOIbIINN
HOTEeHIMAX [/ JiedeHusl TKaHeil cepaia, a 5T0 O4eHb
Ba)kHOE TIpeMMyIIecTBo. Ilepen 06pabOTKON alIoreHHbIE
KJIETKU WCYEpPIIbIBAIONle M3Y4YeHbl, U TOJbKO Te W3 HHX,
KOTOPbBIE ICHCTBOBAIM HAMIYYIIM 00Pa3oM, OTOUPAIOTCS.

Knerkn BBoamam B cepane depes KOPOHAPHYIO
aprepuio.
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