9HMU 3abaiikajbckuii MeTMIIMHCKUI BeCTHUK, Ne 2/2020

HAYYHBIEA OB30PBI,
NJIJIIOCTPUPOBAHHBIE KIMHUYECKUM HABJIIOAEHUEM

YK 616-002-053.2
EmennsinoBa O.H., Ilerpyxuna U.HU.

CEMEMHAS CPEJIU3EMHOMOPCKAS JINXOPAJIKA ¥V JIETEA

Deodepanvroe zocyoapcmeerHHoe 0100)cemHoe 00pPa308ameIbHOe YUPeHcOeHUE BbICULECO
oopazosanun « dumunckan cocyoapcmeennan meouyunckan akaoemus» Munucmepcmaea
30pasooxpanenusn Poccuiickoii @edepayuu, 672000 2. Yuma, yn. I'opvkozo, 394

Peztome. Cemetinas cpeouzeMHOMOPCKAs TUXOPAoOKa A6AAeMcs aymo8oCnaIumenvHvim 3abo1esa-
HUeM ¢ pasHoOOPA3HOU KIUHUYECKOU CUMNMOMAMUKOU, YmMo 3ampyoHsem Oud2HOCMUKY OaHHOU
namonaoz2uu. B cmamve npedcmasnen 0030p 0anuwix 1umepamypsi no 3mou npoodieme u coocmeen-
Hoe KIUHUu4ecKoe Haobnooenue pebenka. Y nayuenmku 3a001e8anue npossisinoch CyCmasHblM CUH-
OPOMOM, TUXOPAOKOU U auMGhoadenonamuell, Ymo noCIyHCUI0 NPULUHoOU ouggepenyuarbrol ou-
azHocmuku pesmamuueckux oOonesueil. IIposedennoe MONeKYIAPHO—2eHEeMUYeCKoe UCCIe008aHUe
NO3680IUNI0 YIMOYHUMb OUASHO3 U HA3HAYUMb adekeamHoe aedenue. lIpeocmasnennviil cuyyai Oe-
MOHCMPUPYem CILOHCHOCHb OUACHOCMUKU NepUuooudeckoli Oone3nu y oemei u 00yciasiueaem He-
00X00UMOCMb HATUYUS HACMOPOICEHHOCU 8pAYell N0 PeOKOU 2eHeMUYecKol Namo102ulU.
Knrwoueesvie cnosa: aymosocnanumenvhuvie 3abonesanusn? cen MEFV, demu, xoaxuyuw, cemetinas
CPeOU3eMHOMOPCKASL TUXOPAOKA
Emel'yanova O.N., Petrukhina LI.
FAMILY MEDITERRANEAN FEVER IN CHILDREN
Chita State Medical Academy, 672000 Chita, Russia, 394 Gorky str.
Summary. Family Mediterranean fever is an auto-inflammatory disease with a variety of clinical
symptoms, which complicates the diagnosis of this pathology. The article presents a review of the
literature on this problem and the child's own clinical observation. The patient had joint syndrome,
fever and lymphadenopathy, which caused differential diagnosis of rheumatic diseases. Molecular
and genetic studies carried out have made it possible to clarify the diagnosis and prescribe ade-
quate treatment. The presented case demonstrates the complexity of diagnostics of the periodic dis-
ease in children and causes the necessity to have physicians' alertness on rare genetic pathology.
Keywords: auto-inflammatory diseases, MEFV gene, children, colchicine, family Mediterranean fever

B nmenuarpuyeckoi mpakTUKe MHOTA TPUXOJUTCS CTAIIKMBATHCS C ayTOBOCHATUTEIHHBIMH
3a00JI€BaHUSIMH, SBIISIIONTUMUCS CJIOXKHBIMU JIJIsI TMATHOCTUKH U JICUCHUS. AYyTOBOCHAIUTEIbHBIC
3a00JIeBaHMSI — 3TO T€TEPOreHHAs TPYIIa PEIKUX I'€HETUYECKH AETEPMUHUPOBAHHBIX COCTOSHUM,
XapaKTEPHU3YIOUIUXCS TPUCTYIIAMH BOCTIAJICHHS M MPOSBIISTIOIINXCS JTUXOPAIKON U KIMHUYECKUMHU
CUMIITOMaMHU, CXOKUMH C PEBMATHUYECKUMHU OOJIE3HSIMHU TIPU OTCYTCTBHHM ayTOMMMYHHBIX WJIH WH-
(bexunoHHBIX npuyKH [1-3].

Cewmeitnas cpenuzemHomopckas nuxopanaka (CCM), ninm nepuoandeckas 001€3Hb — Hanbo-
Jiee pacHpOCTPAHEHHBIN ayTOBOCHAIUTENbHBIA CUHIPOM T'€T€POreHHON TPYIIIbl PEAKUX HACIECT-
BEHHBIX NIEPHOINIECKUX JIUXOPATIOK [ 1-3].

[lepuoanueckast 060JI€3HD SIBJISETCSI MOHOTE€HHBIM HACJIEJICTBEHHBIM 3a00JIEBaHHEM C ayTo-
COMHO-PELIECCUBHBIM TUIIOM HACJIEI0BaHUs, OJTHAKO MIPHU 3TOM YaCTh MALIMEHTOB COCTABJISIIOT FETEPO-
3uroTsl (0T 16,5% no 33,8%). CCM uamie Bcero odycnosneHo myranuein reHa MEFV (70-80% ma-
LIMEHTOB); peKe BCTpedaroTcs Myranuu reHoB p.M6801, p.V726A [3-6]. 'en MEFV komupyet Oe-
JIOK TTUPHH, KOTOPBIA dKCIIpeccCUpyeTcs B HeuTpoduiax. Mexann3mbl PyHKIIMOHUPOBAHUS JTAHHOTO
Oernka mpoJIorKaT oocyxkaarbes. [Ipennonaraercs, 4To MUPUH aKTUBUPYET UHPIACCOMa3y — BHYT-
PHUKIIETOUHBIM OENKOBBIN KoMIUIeKc. MHpnaccomasza aktuBupyeT dhepMeHT Kacmasy, KOTOPBIM Tpe-
BpaIaeT HEaKTUBHYIO (opMy NpouHTepiekuH | B aktuBHYyt0 — uHTepaeikun 1 (MJI 1). AxtuBHas
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MOJIEKYJIa MHTEPJICUKHH | B3aUMOJICHCTBYET CO CBOMM COOCTBEHHBIM PEIIETITOPOM M BHOBb aKTHBH-
pyeT Kacrasy 4epe3 CUCTEMY BHYTPUKJIIETOUHBIX MECCEH/IKEPOB, YTO NMPUBOJUT BHOBb K BbIPaOOTKE
uHTepielkuHa. [1py BO3HUKHOBEHUH MYTallUi JaHHBIN OEJIOK MOJHOCTHIO MJIM YaCTUYHO TEpSET 3Ty
crocoOHOCTH [5, 7, 8]. Takum 00pazom, K hakTopam, OMPECIIIONINM ITaTOTeHe3 3a00JIeBaHMsI, OTHO-
csiTcsl HeUTpoQuiibl, MHTEpIeikuH 1P, ¢paktop Hekposa omyxonu o (PHO«), untepnelikun 6.

3a0osieBaHHE UMEET 3THUYECKYIO NPEAPACIIOIOKEHHOCTh: MyTallui BCTPEUAIOTCS CPEAU €B-
peeB, TYPOK, KOPEHHBIX JKUTEJIEeH CPeIU3EMHOMOPCKOTO peruoHa (cTpaHbl 3akaBKasbs, roxHast EB-
pomna, bmxauit Boctok, ceBepHas Adpuka) [3, 5].

Knununyeckass cumntToMarrka 3a00j1€BaHUs ONMKMCAaHA B MHOTOYHMCIIEHHBIX HAay4YHBIX MyOJH-
kausax. Kak u OOJIBIIMHCTBO HACJIEICTBEHHBIX 3a00JI€BAHUM, CEMEWHAs CPeAU3EMHOMOPCKAs JIH-
Xopajka J1e0I0TUPYET MPEUMYLIECTBEHHO B JIETCKOM Bo3pacte. Ilepuonnyeckas 00se3Hb XapakTe-
pHU3yeTCs CIIOHTAaHHBIMU BO3BPATHBIMU MPUCTYIAMU JIMXOPAIKU U aCENTUYECKUM BOCHAIIEHUEM Ce-
PO3HBIX 000JI04eK (Tosmcepo3uToB) [9, 10].

K 0CHOBHBIM KJIMHHYECKUM CHHAPOMAaM — IIPOSIBJICHUSIM aCENTUYECKOTO BOCHAJIEHUSI OTHOCSITCSL:
a0IOMUHAJIbHBIN (aCeNTUYECKUN IEPUTOHUT) C KIMHUKOM OCTPOT0 KUBOTA;
TOpPaKaJbHBIN (aCeNTUUYECKUN MIIIEBPUT);
CYCTaBHOM: yallle MOHO— WJIM OJIUTOAPTUKYJSPHBIA apTPUT C OPAKEHUEM KOJIEHHBIX U TOJIEHO-
CTOIIHBIX CYCTaBOB;
® KOXXHBIN: poKernoJo0Hasi H)puTemMa, yallle Ha TOJIeHX, HaJl TOJIEHOCTOIHBIM CYCTaBOM.

Haubonee TspxenpiM 0CIOKHEHHEM NTEPUOINYECKON 00JIE3HH SIBIISIETCA Pa3BUTHE CUCTEMHO-
ro AA-amMuiIou103a, IPUBOSILETO K XPOHUUECKON MOYEYHOW HEIOCTaTOYHOCTH U JIETATbHOMY HC-
xony. dakropamMu pUCKa pa3BUTHS aMHJIOMI032a SIBISIFOTCSI STHUYECKOE MPOUCXOKIACHHUE (dalie y
eBpeeB-ceapnoB — 75%, Typok — 60%); mytanuu rena M694V, ocoOEHHO B TOMO3UTOTHOM CO-
CTOSIHMU. Tak k€ KIMHUYECKUM MPEIUKTOPOM Pa3BUTHS JAHHOTO OCJIOKHEHUS SBJISETCS HAUYHe
CYCTaBHOTO CHHJpoMa. J[pyrum OCJI0)KHEHHEM, MUMEIOLIUM MEHbIIee 3HAaYeHHUEe JUIsl IporHo3a 0o-
JIe3HU, ABsAETCA criaeuHas 6oie3ss [10-13].

[To Teyennro MOKHO BBIZIETUTH 3 (deHoTuna 3adoneBanus [8]. s I penotuna xapakrepHa
cleyomas KIMHUYeCKas KapTUHA: SIU30/bl JIUXOPaIKU, apTPUT, IEPUTOHUT, IIEBPUT, POKEIIO-
noOHas 3puTEeMa WM KOMOMHAIUS CUMIITOMOB B coueTtaHuu ¢ AA-ammionnozom. @erorun Il ot-
TuYaeTcs HaaudneM AA-amuiaouzo3a 0e3 MpeAmecTBYIONUX CUMIITOMOB CEMEHHOM Cpen3eMHO-
Mopckoi uxopaaku. OcobenHocts Il ¢peHorumna 3akmoyaercs B 6€CCUMITOMHOM T€YEHHH 3a00-
JIeBaHUS IPU HAJIMYUU BBICOKOIIEHETPAHTHBIX MYyTAallUi.

VYuuteiBas pa3HOOOpa3HYIO KIMHUYECKYIO KapTUHY 3a00JIeBaHUs, AUarHOCTUKA JAHHOM ma-
TOJIOTMM CJIOYHA, YacTO MAIMEeHTHI JI0JIT0€ BpeMsi Oe3yCHEIIHO <«JIedarcs» OT APYrux OoJie3HEew.
CoryiacHO COBpEMEHHBIM MPEJCTABICHUSAM, CEMENHAs CPeI3eMHOMOPCKasl JIUXOPaJKa TUarHOCTH-
pyercss KIMHUYECKH C y4E€TOM ATHMYECKON NPUHAJIEKHOCTH, MOJIEKYJISPHO-TEHETUYECKOTO HC-
cinepgosanms 5, 8, 10].

B nHacrosee BpeMs Haunbosiee HalEKHBIMUA JIUArHOCTUYECKUMH KPUTEPUSIMH MEPHOHYe-
ckoit 6one3nu cuutarorcs kpurepuu Tel-Hashomer (Tabnuna 1) [5, 8, 10].

Tabnuna 1
Kpurepun nuarnoctuku Tel-Hashomer (1998 r.)

BoJabline kputepuu

1. PenmauBupyronye 3Mu30/1bl TUXOPAIKH, COTPOBOXKIAIONINECS MTEPUTOHUTOM, CHHOBUTOM HIIH TUIEBPUTOM
2. AA-amunioni03 6€3 yKazaHUs Ha JPYTYI0 BO3SMOXKHYIO TPHYUHY
3. Xopomuii OTBET Ha TEPaAInIo KOIXUIIMHOM

Magnble KpuTepuu

1. PermmauBupytomue 3Mu30/1bl JINXOPATIKU
2. PoxxennogoOHas 3K3aHTEMA
3. Cemelinas CpeIru3eMHOMOPCKas JIMX0PajKa Y POACTBEHHUKOB TIEPBOI THHUH POJICTBA

CooTBeTCTBHE KPUTEPUIM

OnpezeneHHbIN AMarHo3: 2 OOJBIIUX KPUTEPHS UK 1 OOJBIION U 2 MaJIbIX
BepostHblii quarnos3: 1 6onpiioi U 1 Mablil KpuTepun
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Kpome 3Toro, /s TMarHOCTUKH AaHHOTO 3a00JICBAaHHUS MOTYT HCIOJIB30BATHCS KPUTEPHH
Livneh (Tabnuna 2) [5, 8, 10].
Tabnuna 2
Kputepuu nuarnoctuku Livneh (1997)

BoJabline kputepuu

1-4. Tunu4HbIE TPUCTYIIHL:

1 — pa3nuToil MEepUTOHUT

2 — OJIHOCTOPOHHU TUICBPUT MJIH TIEPUKAPIAT

3 — MOHOAPTPUT (Ta300€APEHHBIN, KOJICHHBIN, TOJICHOCTOITHBIN CYCTaBbl)
4 — n30IMpOBaHHAS TUXOPaAIKa

5. Hemonple a0IOMUHAIBHBIE IPUCTYITBI

Magnble KpuTepuu

1-2. HemonHble MPHUCTYIIBI C BOBJIEUEHUEM | HITH OoJiee JTIOKaTH3almii:
1 — Gonm B TPYAHOM KIIETKE

2 — apTpuT/ apTpaNruu

3. bonu HanpsyKeHHs B HUKHUX KOHEYHOCTSIX

4. Xopomuii OTBET Ha TEPANUI0 KOIXUIIMHOM

CooTBeTCTBHE KPUTEPUIM

Jlunarno3 ceMeiHON Cpean3eMHOMOPCKOM JTUXOPAIKU MOXKET ObITh YCTAHOBJICH IIPH HAJIMYUHU 1 OOJIBIIOrO
WJIH 2 MaJIbIX KpUTEpUEB

F. Yalcinkaya u coaBTopsl pazpaboranu HabOp neauaTpuyecKuX KpUTEpPUEB JJsl JUAarHoc-
THUKH CEMENUHOI cpear3eMHOMOPCKOM nuxopaaku (Tadbnuua 3). OqHako ero NpUMEHEHUE CUUTACTCs
JMCKYTa0EJIbHBIM B CBSI3U C TEM, UTO OH COCTaBJIEH TOJIbKO Ha OCHOBE MOMYJISLIMU MAlUEHTOB TY-
PEIKOTro MPOUCXOXKAeHU [8].
Tabnuua 3
[leguarpuueckue kpurepun nuarsoctuku F. Yalcinkaya

Kpurtepuu

JIuxopazaka (<38 °C, akcuiuiapHasi, TpOJAOKUTEILHOCTE 6-72 daca, >3 IIHN30/10B)
Bonu B xkuBoTE (IMTPOJOMKUTENBHOCTD 6-72 yaca, >3 3MHU30/10B)

bonu B rpyaHOit KIeTke (MpoaoKUTEIRHOCTE 6-72 Yaca, >3 SIr30/10B)

ApTpuT (IPOAOKUTENEHOCTE 6-72 yaca, >3 3IU3010B, OIUTOAPTPUT)
HacnencTBeHHOCTB 110 CEMEWHOM CPETM3EMHOMOPCKOM JINXOpaJKe

CooTBeTCTBHE KPUTEPUIM

Jlnarno3 ceMeWHOM CpeaIu3eMHOMOPCKOMN JTIUXOPaIKd MOXKET ObITh YCTAHOBJICH HAa OCHOBAHUU >2 KpHUTE-
pueB

EBporneiickoii mpoTHBOpEBMAaTUYECKOM JHUroil pa3paboTaHbl PEKOMEHJALUMU 10 BEICHUIO
MalMEHTOB C CEMEHMHON CpeM3eMHOMOPCKOM uxopaakoi [14, 15]. bazucHol Tepanueii s jiede-
HUS TIEPHOIUYECKON OO0JIE3HH SBIAETCS KOJXUIIMH. [JaHHBIN penapar mpenoTBpaliaeT aTaku 3a00-
JIEBaHUS, CHIDKAET UX TSDKECTh M YacTOTY, a TAK)KE CYILIECTBEHHO CHID)KAET PUCK Pa3BUTHUSL aMUJIOU-
no3a. Konxunun spdextuBer y OosbiminHcTBa nanueHToB ¢ CCM, pe3ucTeHTHOCTh K Ipenapary
otMmeuaercs y 5-10% manueHToB.

B Hacrosiee BpeMs [uisl JIedeHUs] JaHHOW MATOJIOTUU B CIy4asiX PE3UCTEHTHOCTU WJIM He-
MEPEHOCUMOCTH KOJXUIIMHA MPUMEHSAETCS TeHHO-UHXEHepHas Onosorudeckas tepanus [16, 17]. B
CBSA3M C T€M, 4YTO BeAymiuM MeauatopoM BocnaneHus npu CCJI sBasercs uHTepnekuH 1,
HauOosee >pdexTuBHbIMU sBISTIOTCS nHruOuTOopel MJI-1. B Poccuiickoit denepanuu U3 TeHHO-
MHXEHEepHBbIX Ouojornyeckux npenaparoB s jedenuss CCM ucnonb3yercs kaHakuHymaO. JlaH-
HBIM MpenapaT Ha3HA4YaeTCsl KOMIUIAGHTHBIM NallMeHTaM, Y KOTOPbIX Hed(h(HEeKTUBHA MaKCUMAIIbHO
nepeHocumas 103a KOJIXUIUHA.

[Ipu paHHel nMarHOCTUKE U aJJ€KBaTHOM JICYEHUH MPOTHO3 MEPUOINYECKON O0IE3HU SBIIS-
€TCsl OTHOCUTENbHO OnaronpuaTHbIM. [Ipy Hanuuum TsKenoro TeueHus 3aboseBaHUs, HENEPEHO-
CUMOCTH MJIM PE3UCTEHTHOCTH K KOJIXMIMHY y MAlMEHTOB CTPAJAaeT KaueCTBO YKU3HU, BOSHHUKAET
PHUCK pa3BUTHUS aMUJION1034.
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Kannudeckoe naéaoaenue. C 1eabl0 WUTIOCTPALUU 0COOEHHOCTEH KIMHHUKH, AUATHOCTHU-
KM ¥ JICYECHHUS JAaHHOH MaTOJIOTUU MPUBOJUM OIMCAHUE KIMHUYECKOTO Cilydas CeMEMHOW cpeu-
36MHOMOPCKOW JIMXOPAIKH.

[lon mammm HaOmrogeHWEM B otaeneHun KapawopeBmartosornu ['Y3 «KpaeBas gerckas
knuHuveckas oonbHuLA» (KJIKDB) 3abaiikanbckoro kpas HaxoquTcs 1eBouka 11 ner.

Knunuueckuit auarnos: FOHomeckuii apTpuT ¢ CUCTEMHBIM Ha4alloM, aKTUBHOCTh 1-2 crere-
HU, peHreHosoruyeckas craaus I, pyHkumonanbHblil kiace 1. AyroBocnanuTenbHbli cunapom: [le-
puoanyeckas 6osne3np (maroreHHas mytamus g.3293407T>C B reTepo3UroTHOM COCTOSTHUU B TCHE
MEFV). lucranbHblii KaTapaibHblii 330¢arut. PacnpocTpaHeHHbI HOAYNIAPHBIN racTpuT. Bysb-
out. Jlyoneno-ractpanbsueiil peditokc. XKenezonepuurHas aHeMusl JITKOW CTENIEHU TSAKECTH.

OTHUYeCcKas IPUHAJUIEKHOCTb — apMSIHE.

Pe6enok ot 1 Gepemennoctu 1 ponos. bepemenHocTs nmpoTekana Ha (poHE Yrpo3bl HMpPepbl-
Banus Ha 9-10 nenene u 18-20 nenene. Poapl cpounsie, ¢pusznonornueckne Ha 39-40 nenene. Bec
npu poxkaeHuu 3250 r., poct 49 cm. Ouenka no mkane Anrap 9/10 6annos. Bo Bpemst poioB Ha-
Omroas1ock 00BUTHE MyNOBUHBL. Ha ecTecTBEHHOM BCKapMIIMBaHHUHM /10 3 MECSIIEB, IPUKOPMbI BBE-
JeHbl 1Mo Bo3pacty. dusmyeckoe, HEPBHO-IICUXUYECKOE Pa3BUTHE pPeOEHKAa COOTBETCTBOBAJIO BO3-
pacty. Macca tena B 1 rox - 12 xr, poct - 76 cM. BakuuHupoBaHa corjacHO KajeHaapio npodu-
JJAKTUYECKUX NMPUBUBOK. Peakuuss ManTty, /InackKuH TE€CT — OTpULIATENbHBIE PE3yJbTaThl. AJiep-
roaHaMHe3 He OTSTOILEH.

HacnenctBenHocTh: y 6aOylIKu 1O JIMHUK OTHA caxapHblil auabet. HacneacTBeHHOCTH 110
peBMaTHYECKUM 3a00JIeBaHUSIM HE oTsromieHa. CiiydaeB CeMEMHON CpeM3EeMHOMOPCKOM TUX0paj-
KU CPE/Id POJICTBEHHUKOB HE OTMEYAJIOCh.

B 6 ner y neBouku Ha (poHE MOJHOTO 3A0POBbs MOSABUINCH OOJIM U MPUIYXJIOCTh B JIEBOM
KOJICHHOM CyCTaBe, 00JIb B IIPaBOM ILIEYEBOM CYCTaBE, B IIEHHOM OT/IEJIE IO3BOHOUHUKA. B cBsI3M C
JAaHHBIMU >Kajo0amMu o0palaiuch K XUPYPry, XUpypruueckas 1matoiaorus uckitodeHa. PebeHok Ha-
npaBJieH K peBMarosiory. Ilpu oOcnenoBanuu B o0miemM aHanus3e KpoBU BbIsIBIIEHO yckopeHue COD
1o 26 mm/yac, C-peaktuBHbIi 0emok (CPB) onpenensiics B mpeaenax HopMbl. [larmenTke ObLT BhI-
CTaBJIEH AuarHo3 — «PeakTuBHBIN apTpuT». [leBouka mosydyana HECTEPOUIHBIE POTHUBOBOCIIAIH-
TelbHbIE Mpenaparsl, ¢usznoneueHue. Ha gone nedeHuss oTMedanach MOJIOKUTEIbHAS TUHAMUKA,
CYCTaBHOM CHHJPOM KYIUpPOBAaJCS. 3aTe€M JEeBOYKA IEpeHecaa OCTpbli pUHOGApUHTHUT, HA (OHE
KOTOPOTO BO3HHUKIIO YXYIIEHWE COCTOSIHUS 3@ CUET CYCTaBHOI'O CHHJIPOMA, JIMXOPAIKU. Y peOeHKa
OTMEYAJIUCh MPUITYXJIOCTh, OOJIM B IPaBOM KOJIEHHOM U IIPaBOM TI'OJICHOCTOIIHOM cycTaBaXx. Taxke
Ha0JI0JaJI0Ch HE3HAYUTENIbHOE OIPaHUYEHUE CTUOAaHUS B IPABOM KOJIEHHOM CYCTaBe, OIrpaHUYEeHHE
JBUKEHHUH B IIPaBOM I'OJIEHOCTOITHOM U ITPaBOM KOJIEHHOM cycTaBax. B BeuepHee BpeMs y 1€BOUKU
peructpupoBaics cyo(peOpuiUIUTET, KOXKHBIX BHICBIIIAHUM HE OTMEYAJIOCh.

PebGeHok rocrnuTanu3upoBaH B KPaeBylO AETCKYIO KIMHHUYECKYIO OOJBbHUILY, /i€ POBOIU-
nace auddepeHnnanbHas TMarHOCTUKAa peBMaTnueckux 3aboseBanuid. [Ipu obcrmenoBanuu B 00-
1M aHaJIM3€ KPOBH OTMEYAJIOCh HOPMOXPOMHAasl aHEMUS JIeTKOU creneHu, yckopenue COD no 46-
49 mM/yac, TpombonuTo3. O0mu aHaIM3 MOYM y peOCHKAa COOTBETCTBOBAJI HOpME. B Onoxummye-
CKOM aHajun3e KpoBH BbIsiBIeHO noBbiienne CPb no 8,524 mr/m, noBeliieHne ypoBHs (pepputrHa
10 241,90 ur/ma, nossiienue menouynoit gocdaraspr qo 177,1 U/L. [lokazarenn UMMyHOIPaMMBI,
peBMaTouAHbIN Qakrop, antucTpentoau3ud O, ypoBeHb aHTuTelN K qycnupainbioit JIHK, antusiiep-
Heix anturen, LUK onpenensiucy B npenenax pedepeHTHbIX 3HaueHH. VccnenoBanus KpoBU Ha
XJIAMUIUHAHBIA O€CT—-TeCT, UEPCUHUO3, MCEBAOTYOepKye3 — oTpuuarensHo. [Ipu ynpTpa3BykoBoM
HCCIIEJIOBAHUM CYCTaBOB BBISIBIIEHBI PU3HAKU XPOHHUUYECKOTO apTPUTA KOJIEHHBIX CYCTaBOB, apTpUTa
npaBoro rojeHocronHoro cycrasa. Ha OKI' ormewanach mMurpanys BOJUTENS PUTMA, BhIpaKEHHAsS
CUHYCOBasl apUTMUs, IPU IPOBEAECHUH 3XOKapAUOTrpauu MaToJIOTHH HE BBISIBICHO. YJIbTPa3ByKOBOE
uccieoBaHue OPIOIIHOM MOJIOCTH, MOYEK NAaTOJOTHYECKHE U3MEHEHHS HE BBISIBUJIO.

PebGenky BbICTaBlI€H JMAarHo3 — IOBEHWJIBHBIM XPOHMYECKUW apTPUT, MEIJIEHHO
Mporpeccupymoiiee TeueHrne, akTuBHOCTH 11, pentrenonornyeckas craaus [, @K1 (ve uckirogaercs
ne0T peBMaTOUAHOTO apTpuTa). JleBouka mojyymia Kypc aHTHOAKTepUalbHOW Tepanuu, HayaTa
MMMYHOCYIIPECCUBHAs Teparus METOTpeKcaToM B 103e 10 Mr/Henemnto, mpoBeJeHa MyJbC-Tepanus
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Metunpenom 250 mr gepes geHp Ne 3. Tepanuro METOTpEeKCaToOM ITalMEeHTKa IojyJyana 2 roja, 3a-
TEM OTMeuanach peMHuccHsl 3a00JIeBaHMUsL.

B 9 nmer y neBouku oTmeuancs moabeM TemmepaTypsl Tena Ao 38,3 °C, yBenuueHHe
nepudeprueckux auMdoysnos. [lanuenTka obpaimanach K neauaTpy, BbICTaBlIeH AUarHo3 «OcTpblit
apurruT». [py 06c1e0BaHAN B 0OIEM aHATH3E KPOBH OTMEUAIICS JISHKOIUTO3 25,5%10°/1, yekope-
nue COD 1o 49 mm/uac. PebeHky npoBoauiIack NPOTUBOBUPYCHAS TEpamusl, Ha3HAYEH KypC JICUCHUs
anTuONoTHKamMu ((premMokcrH comroTad, cynpakc). Ha gone nedenus muxopajka He KylupoBajiach.

[TarmenTka rocnuTanu3upoBaHa B Kapauopesmaroiorndyeckoe oraenenue KJKb.

[Ipu nocryrenun y peOeHKa OTMEUaIUCh KaJloObl Ha MEPUOJINYECKUE IHU30/Ibl MTOBBIILIE-
HUSI TeMITepaTypsl Tena 10 38,5 C.

[Ipu 0OBEKTUBHOM OCMOTpE POCT 1€BOYKH - 147 cM., Macca Teina - 43 Kr., UHJIEKC Macchl Te-
na 19,9 kr/m’. COCTOSIHYE MUTAaHHS YIOBIETBOPHTENbHOE. KOXKHBIE MOKPOBBI PO3OBBIC, UHCTHIC.
[ToakoskHasi KjIeTyaTKa pa3BUTa yMEPEHHO, pacrpezeseHa paBHOMepHO. OTMedanach MUKPOIIOJIH-
anenus nepudepuueckux mumpoysnon. Kocthas cucrema 6e3 Buaumont naronoruu. @opma cycra-
BOB HE U3MEHEHA, JBUKEHUS B MOJIHOM 00beMe, 0e300JIe3HEHHbIE BO BCeX Ipynnax. TOHYC U cuiia
MBI yAOBJIeTBOpUTENbHbIE. HocoBoe apixaHue cBoOonaHoe, oTnensemoro HeT. Ha Munganunax
HajueToB HeT. [lepkyTopHble IpaHUIlbl JIETKUX B IIpelenax Bo3pacTHO HopMel. [Ipu ayckynbranuu
B JIETKUX JpIXaHue Be3ukyasipuoe. YJI - 18 B munyry. O6nacth cepana BU3yaJlbHO HE U3MEHEHA.
['paHnLIBI OTHOCUTENIBHONW CEpACYHON TYIOCTH B IIpeAesiax BO3PACTHOM HOPMBI. TOHBI cepaua sic-
HblE, pUTMHUYHBIC, marojorundeckux mymoB Her. YCC - 84 B MUHYTY, apTepHalbHOE JAaBJICHHUE
100/60 MM pr. cT. Annerut coxpaneH. ClM3uCTas MOJOCTU pTa po3oBas, yncTas. JKuBoT 0ObIuHOM
(opMbl, yHUaCTBYET B aKTe JbIXaHUsI, CAMMETpUYHBINA. [loBepXHOCTHAs U rIyOOKasi malblalus KU-
BoTa Oe30o0sie3HeHHas. [leyenp nanbnupyercs y Kpast peOepHOM Ayru, Kpail 371acTUYHBIN, POBHBIH,
nanbnanus 0e30o0se3HeHHast. Boje3HeHHOCTH B TOUKE MPOEKIUH JKETYHOTO My3bIPsi HE OTMEYAETCS.
Cryn odopmiieHHBIH peryispHbld 0e3 maTtojorudyeckux npumeceil. Movenososas cucrema chop-
MHUpPOBaHa 1o *eHcKoMy TuIly. [lanpnanus B o01acTu MoYeK U MOYEBOTO MY3bIpsi 0€3001€3HEHHAS.
Moueucnyckanue cBo0oHo€e, 6e3001e3HeHHOe. MeHnHreanbHOi cumMnToMaTtuku Het. Ciyx gocTa-
TOYHBIM, MHOIIHS JICTKOM CTEIICHH.

[Ipu oGcnenoBanny y pedeHKa COXpaHsINCh BOCIIAIUTENbHbIE U3MEHEHHS B O0IIEM aHaIHU3e
KpOBHU, MOBbIIIEHHE ypoBHS C-peakTUBHOrO Oelika, IoKa3aTeiu OOIIEero aHajanu3a MOYHU OINperess-
Juch B mpenenax Hopmbl. [lokazaTenu nMmyHorpaMmmsel, peBMatouanbii gaxkrop, ACJIO, ypoBeHb
antuten Kk apycrnmpansHor [AHK, antusnepusix antuten, [IUK onpenensimmics B mpenenax pede-
PEHTHBIX 3HaueHuil. Pe3ynbTaThl HcciaenoBaHus KPOBU Ha XJIAMMJIUNHBIN OecT—TecT, HEPCUHUO3,
NICeBIOTYOEPKYJIIe3 — OTPULATENBHO.

[TarmenTke Ha3HAUYEHA Tepanusl NPeAHU30JI0HOM 20 Mr 2 pas3a B JIeHb C TOCTEIIEHHBIM CHH-
xeHueM 10361 10 10 mr 1 pa3 B cyTku. 3aTeM NpoBeAeHa Tepanus METHINPEAHU30JI0HOM 2 Tab. 2
pasza B JIEHb MEPOPAIBHO C MOCTENEHHBIM CHWKEHHEM JI03bl J0 MOJIHOW OTMEHBbI. B nanpHeiem
pebeHky amMOynaTopHO Ha3zHadeH MeTtoTpekcaT 15 mr 1 B/M pa3 B Hemenmto u ¢osmeBas kuciota 1
Ta0JeTKa B JIEHb MEPOPATBLHO.

JIyist yTOUYHEHHs TMarHo3a W Ha3HauYeHUs 0a3MCHOW Tepamuu peOeHKY o(popMIIeHa BBITTMCKA
B HannoHa/bHBIN MEIUIMHCKAN UCCIEA0BATEIbCKUNA LIEHTP 3/I0POBbS JI€TEH, pEBMATOJIOTHUYECKOE
OTJIEJICHHUE.

PeGenky B TaHHOM y4pe:k/IeHUU IIPOBEJCHO Cienytollee 00caea0BaHue.

VYbpTpa3ByKoBOE€ HCCIIEJOBAaHUE OPIOUIHOW IMOJIOCTH: YJIbTPa3BYKOBBIE MPHU3HAKU IEpHUBa-
CKYJSIDHOW pEaKLUU B II€YEHU, PEAKTUBHBIX W3MEHEHUN MOJUKEIYAOYHOM JKeIe3bl. YIIbTPa3BYKO-
BOE UCCJIEZIOBAaHUE [TOYEK U MOYEBOI'0 MYy3bIPsl: MATOJOTUHU HE BHISBIIEHO.

Dxokapauorpadus: MOJIOCTH Cep/lia HE PACIIMPEHbl, CTEHKU HE YTOJILEHbI, IEPErOpOIKH
MHTAKTHBI, KJIAllaHbl U KPYIHBIE COCYAbl HE M3MEHEHbI, (YyHKIMOHAJIbHbIE MapaMeTpbl cep/la B
HOpPME.

OnexTpokapAauorpadus: CUHAPOM paHHEH penossipu3alMM KeIydoYKOB. YMEpEeHHbIE Ha-
pYLIEHUS Ipolecca penosipu3alui B MUOKap/e.
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D30(]aroracTpoyoIeHOCKONIHS: AUCTAIbHBIM KaTapaibHbl 330(arut. PacnpocTpaHeHHbIH
HOAYJApHBINA racTpuT. bynsout. Kartapanehbiil nyoneHut. [lyoneHoractpaibHblil peditokce.

Kononockonus ¢ nectHuyHoit Ouoncueit (7 ¢parMeHTOB): KaTapalbHbIA OrpaHUYEHHBII
NpOoKTUT. Bocnanenue cin3ucToil 000J0YKH aHAIBHOTO KaHaja.

KomnbrorepHas Tomorpadus rpyIHON MOJOCTU: MPU3HAKOB OYAroBbIX U MHOWIBTPATUBHBIX
M3MEHEHHH B JIETKUX HE BBIABJICHO. JIMM@aTndyeckue y3iibl CpeIoCTeHHs] HE YBETHMUEHbI, OJHOPOIHBI.

MaruuTHO—pe30HaHCHasl Tepanusi OPraHoOB OPIOLIHOM IMOJIOCTH: rernaTtoMeranus, Tupdys-
HbI€ U3MEHEHUSI TAPEHXUMBI II€YEHU U NOKETYA0YHOM Kee3bl.

[IpoBenensl caenyromue 1a00paTopHbIE UCCIIEIOBAHUS:

O6umit anamu3 kposu: HGB - 110 r/n, WBC - 11,08*%10°/n, RBC - 4,92*10"%/n, HCT -
26,3%, MCV - 73,8 ¢n, MCH - 22,4 ir, MCHC - 303 r/m, PLT - 354*109/.]'[, HeuTpodmisl - 83,9%,
mumporutsl - 10,3%, MmonotwmTs! - 4,5%, 303uHO Qs - 1,1%, 6azodwmis - 0,2%, COD - 27 mm/4ac.

OOmmii aHaM3 MOYM: IBET CBETJIO-KENTHIN, Mpo3payHas, yaenbHbid Bec - 1015, pH - 6,5,
JIEHKOIUTHI - OTPULIATEIBHO, ApUTPOLUTHI - 17,9/Mkn (Hopma 0-17), tutockwmii srmrenuii 1,6/mMkd, 1u-
muaapel 0/mxn, 6aktepun - 40,1/mxn (Hopma 0-60), 6eJ0K MOYHM - OTPHUIIATENHLHO, TJIFOKO3a MOYH -
OTPHLIATENBHO.

Koarynorpamma: ¢pubpunoren - 6,21 r/n (Hopma 2,12-4,33), TB - 14,2 cek. (Hopma 14-21),
AYTB - 41,3 cex (Hopma 28-37,9), IITB - 16,7 cek (nopma 14-16), IITU - 71% (rwopma 70-120),
MHO - 1,22 (nopma 0,97-1,3).

NMMyHOXeMHIIFOMMHECLIEHTHBIN aHanu3 Ha aHTUHYKJIeapHble aHtutena (CENP-A/B, Scl-
70, SSB, Sm-RNP, PM-Scl, Sm, Jo-1, SSA/Ro60Kd, Dn-AT x mByxuenodeunoir JIHK) orpuna-
TEJBHO.

Nmmynorpamma: IgA - 0,74 r/n (mopma 0,53-2,04), IgM - 1,01 r/n (wopma 0,31-1,8), 1gG -
9,73 r/n (6,98-15,6), C3-xommuiemenT - 1,86 1/, C4-xomrnement - 0,48 r/a (mHopma 0,14-0,47).

Omnpenenenue npokanpiuroHnHa (miniVidas) <0,05 (mopma), CPb - 117,62mr/n (Hopma<s),
¢depputuna — 350,7 ur/mi (Hopma 15-300), RF<20 (mopma), ASO - 1342,6 Men/mn (Hopma<250).
OcTasnbHble mapaMeTpbl OMOXUMHUYECKOT0 aHalIn3a KpOBH (001K X0IecTepuH, 001uil OUInpyouH,
npsimoit omnmupyoun, AJIT, ACT, menounas docdaraza, oOmmii 60K, TIIFOK03a, KW, HATPUH,
KaJIbIIUM, MOYEBUHA, KPEAaTUHUH) ONIPECIISUTUCH B Ipefiesiax peepeHTHbIX 3HAUCHUH.

Ompenenenue IgA, IgM k Yersinia enter/pseudo — otpuniatensHo, IgG - MoI0KUTETBHO.

Onpenenenne IgA k Mycoplasma pneum. - orpunarensHo, IgM u 1gG — nonoxuTensHo.

Onpenenenune [gM: Anti-CMV, Anti-EBV, Anti-HSV — oTpunarensHo.

PebGeHOK KOHCYNIBTHPOBAaH T€HETUKOM, BbICTaBiIeH auarHo3 «llepmoanueckass 00J€3HB?»
PekoMeHI0BaHO MpoOBEIEHUE MOJEKYISIPHO-T€HETUYECKOTO HCCIIEOBaHMS BCEX KOAMPYIOIIUX U
MpUIEraroIuX UHTPOHHBIX obnacTeil rena MEFV.

JleBouke NMPOBENECHO MOJEKYJISpPHO-IeHETHYeCKoe uccienoBanue B HanuonansHOM Menu-
LIMHCKOM HCCJIEIOBATENIbCKOM LIEHTPE 370POBbs JE€TEH: HCCIeI0BaHbl KOJMPYIOUIUE U MPUIIErato-
mue uHtpoHHble obnactu reHoB ABCB1, ABCG2, ACP5, ADAMI17, ADAR, AP1S3, AP3BlI,
ATGl16L1, BLOCIS6, CARD14, CD27, CECR1, COPA, DDX58, EGFR, ELANE, GPBARI,
IFIH1, IL10, IL10RA, IL10RB, IL12B, IL18, IL18BP, ILIRN, IL21, IL23A, IL23R, IL36RN, IL6,
IRFS, IRGM, ISG15, ITK, LACCI1, LPIN2, LYN, LYST, MEFV, MVK, NFATS, NLRC4, NLRP1,
NLRP12, NLRP3, NOD1, NOD2, OTULIN, PLCG2, POMP, PRF1, PSMA3, PSMB4, PSMBS,
PSTPIP1, PSGER4, RAB27A, RBCKI, RNASEH2A, RNASEH2B, RNASEH2C, SAMHDI,
SAMHDI1, SH2DI1A, SH3BP2, SLC22A5, SLC29A3, SLC2A9, SLC7A7, STAT3, STATH4,
STX11, STXBP2, TMEMI173, TNF, TNFAIP3, TNFRSFIB, TNFSF14, TNFSF15, TREXI,
TTC7A, UNC13D, XIAP (nanens IRN 0200343437).

B sx30ne 10 rena MEFV (OMIM 608107) BeisiBiena myranus ¢.2080A>G B reTepo3uror-
HOM COCTOSIHUU, IPUBOJAIIASL K aMUHOKHCIOTHOH 3aMeHe p.M694V. Tlo naHHBIM MEXIyHApOIHOM
6a3bl nanHbix OMIM, myrtanuu B rene MEFV onucanbl y manueHToOB ¢ NEPUOANYECKON OOIE3HBIO
(OMIM 1346100, 249100), HaciegyeMoit IO ayTOCOMHO-IOMUHATHOMY U PELIECCUBHOMY THUITY.

B sk3o0ne 10 rena NLRP12 (OMIM 609648) BrisiBieHa HykieoTuAHAs 3ameHa ¢.2126C>G B
TeTEPO3UTOTHOM COCTOSIHHH, IPUBOIAIIAA K aMUHOKHCIOTHOM 3aMmeHe p. A709G. [1o maHHBIM KOM-
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NBIOTEpHOU mporpaMmbl Alamut visual, Bepcus 2.10, HykiIeoTHIHAS 3aMEHA MOYKET SBIISATHCA MAaTO-
reHHoi. CornacHo 6a3e ganHbIx OMIM mytanuu B rene NLRP12 onucansl y nanueHToB ¢ ceMeil-
HBIM XOJIOJIOBBIM ayTOBOCHAIUTENbHBIM cuHApoMoM (OMIM 611762), HaciaenyemMbIM O ayTOCOM-
HO — JOMUHAHTHOMY THUITY.

HyxieotuaHble 3aMeHbl OATBEPKIEHBI METOJIOM IPSMOTO0 aBTOMAaTHYECKOI0 CEKBEHHPO-
BaHUd. Pe3ynbraThl HcciaenoBaHus IpUBeIEeHbI B Ta0nuLe 4.

Tabnuua 4
Hyxiieotuable 3aMeHbl, gBIsitoLMecs: HanOoJiee BEPOSATHOM NPUUYUHOM 3a00I€BaHMs
Ten, OMIM MEFV NLRP12
Pedepentnass  mocnemomatens- | NM_000243.2 NM_001277126.1
HOCTb
OK30H/MHTPOH 10 04
I'enomHuas koopauHata | 3293407 54310869
(GRCh37)
Yactora muHopnoro amiens, % | 0,027 H/1
(cormacHo 6a3e gnomAD)
Hyxneornanas 3amMeHa c. 2080A>G c. 2126C>G
AMIHOKHCIIOTHAS 3aMeHa p-M694V p.A709G
Orenka IlaTorennas Beposarno natorenHas

MoJieKynspHO-Tr€eHEeTHUECKOE UCCIIEJOBAaHUE Yy POJUTENEH HE IMPOBOAMIOCH (OTKa3 OT HC-
CJICIOBAHMS).

VYuuThiBas HENMPEPHIBHO pELUAMBHpYIOIIEE TeUeHHe 3abojieBaHus y pebeHka muamme 16
JIET, XapaKTepU3YIOLIEeCs AMU30aMU JIMXOPAJIKU, apTPUTOM, MOBBIILIEHUEM OCTPOBOCIATUTENbHBIX
MapKepoB KPOBH, 3THUYECKYIO IPHUHAJUIEKHOCTh, @ TAK)KE BBISIBJICHHYIO NATOTEHHYIO MYTaLUIO
2.3293407T>C B rerepo3urorHoM coctosiuuu B reHe MEFV, nanueHTke ycTaHOBIJIEH IMarHos:
«lOHO1mEeCKUt apTPUT ¢ CUCTEMHBIM Ha4ajoM, aKTUBHOCTb 1-2 cTeneHu, peHTI€HOJIorn4eckas cTa-
must 1, dpyHkuroHanpHbINA Kiace 1. AyroBocnanurenbHblid cunapom: [lepuonuyeckas Oone3ns (ma-
torenHas myrauus g.3293407T>C B rerepo3uroTHoM coctosiHuu B rene MEFV)».

B oTnenenun nanueHTKe HayaTa Te€panus KOJIXUIMHOM (KOJXUKyM-aucrepT) B go3e 0,5 mMr
2 paza B nieHb (1 mr/cytku). Ha (one neuenus y 1eBouky 3MU30/10B JIMXOPAJKU HEe HaOo1anock. B
JUHAMUKE B 00IIEM aHaju3e KPOBH OTMEYaIOCh cHIKeHue ypoBHs COD mo 2 mm/4ac, ymeHblIe-
HUe ypoBHs HeuTpoduioB 10 53,3%; B OMOXUMHUYECKOM aHAJIN3€ KPOBHU PETUCTPUPOBATIOCH CHHU-
xenue ypoBHsi CPb no 23,27 mr/n, deppurtuna - no 120,27 ur/miu; nokazarenu AJIT, ACT, Ounu-
pyOMH, MOUYEBUHA, KPEATUHUH COXPAHSUIMCH B MIPEAEIaX HOPMBI.

[TanmenTKe NaHbl peKOMEHAIMH N0 AajibHeleMy HaOmoieHuto. B kauecTBe Tepanuu Ha-
3HA4Y€H NOCTOSIHHBIA npreM KojxunuHa 0,5 Mr 2 pasa B CyTKU. PEeKOMEHI0BaHO NPOBEAEHUE pery-
JIIPHOTO KOHTPOJIst OOIIEro aHajan3a KpoBH, O0ILIEro aHajan3a Mour, OMOXMMHUYECKOT0 aHallu3a Kpo-
BU (KpeaTUHHUH, MoueBUHa, ounupyoun, AJIT, ACT).

B nanbHelimem aeBouyka HaOJI0Ja1ach B MOJUKIMHUKE 110 MECTY )KMTEIbCTBA, IIPOBOAUIIACH
perynspHas IjaaHoBasi TOCIUTAIN3AlMS B OT/AEIeHHE KapanopeBmaTosaoruu Kpaesoii neTckoit Kiu-
HUYecKo OosbHULIBI 3a0alikaabCcKoro Kpas. Tepanmusi KOJXULMHOM IPOBOAWIIACH NOCTOSIHHO, OT-
MedaJlach XOpollias IepeHOCUMOCTh Mpenapara. B katamuese y pebeHka Ha (oHe JeueHus: oTMeya-
Jach MOJIOXKUTENbHAs JUHAMUKA, KIMHUYECKUE MPOSIBICHUS 3a00€BaHUs OTCYTCTBOBAIM, IIOKa3a-
TeIM OOILEero aHaau3a KpoBH, OMOXMMHMUYECKOTO aHajan3a KPOBU, OOIIEro aHAIM3a MOYU OINpeaes-
JIUCH B IIpefeiax peepeHTHbIX 3HaYCHU.

OOcy:xnenme. [IpencraBieHHOE KIMHUYECKOE HAOIIOAEHHUE MO3BOJISIET JOIMOJHUTH HUMEIO-
1Iyecsl JaHHbBIE JIMTEPATYyphl 10 CEMEMHOM CPEeIU3E€MHOMOPCKON nmxopanke. JlaHHas MaTosorus
SBJIIETCS MOHOT'€HHBIM 3a00JIEBAHUEM IMPEUMYILECTBEHHO C ayTOCOMHO—PELIECCUBHBIM THIIOM Ha-
cienoBaHus, oOycnoBiaeHHbIM MyTauueil reHa MEFV. V nannoro peGeHka mpu MOJEKYIsSpHO-
T€HETUYECKOM HCCIICIOBAHUH BbIsABJICHA matoreHHas myranus g.3293407T>C B rerepo3uroTHom
coctosiHuM B reHe MEFV.
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Knunuyeckue mnposiBieHus NEpUOAUYECKON OOJIE3HU, COIJIACHO JUTEPATYpPHBIM JAaHHBIM,
yaiie 1e0I0TUPYIOT B IETCKOM Bo3pacTe. B mpencraBieHHOM citydae 3a0oJieBaHue AeOIOTHPOBAIIO B
6 J1eT B BUJI€ CYCTaBHOTO CHHJpoMa (IOpa)k€HHe KOJIEHHOTO CycTaBa, apTpajiruu). B nanpHeiimem
y JI€BOYKHM HAOIIONAINCh JIMXOpaJKa, CyCTaBHOW CHHJIPOM, JuM(poaneHonaTHsl, BOCHIAIUTEIbHbIE
M3MEHEHUsI B KPOBH, YTO IMOCIYKUJIO OCHOBAaHUEM JJIsl IpOBeeHus quddepeHunaIbHOl Tuarto-
CTHKU peBMaTuyeckux 3abosneBaHuil. [Ipu olieHKe MMEOMMXCS KIMHUKO—aHAMHECTUYECKUX JaH-
HBIX 10 TMarHOCTUYECKUM KpuTepusM nepuoanyeckoit 6oneznu Tel-Hashomer B mpencraBienHoM
HaOJII0JIEHUH OIpe/ieeHbl 2 O0IbIINX KPUTEPHS: PEUUIUBUPYIOLINE SIU30/bl JIUXOPAIKH, COIIPO-
BOXK/IAOLIMECS CUHOBUTOM, XOPOILIUN OTBET Ha Tepamnuio KOJXUIMHOM. [Ipu nHTepnperanuu Kiu-
HUKO—aHAMHECTUYECKUX JAHHBIX MO JUarHOCTHYecKuM kputepusm Livneh, y neBouku Habmrona-
torcs 1 OonbiIoil KpuTepuil (TUMUYHBIN NPUCTYI: U30JUPOBAaHHAS JIMXOPAJKa) U 2 MallbIX KpUTe-
pusi (apTpuT/ apTpasiruu, XOpOIIMK OTBET HA TEpamuio KOJXUIMHOM). [Ipu olieHKe nMeromuxcs
JAHHBIX COTJIAaCHO mnenuaTpuyeckuMm kputepusiM F. Yalcinkaya, y naHHOW manueHTKH ompese-
JISIOTCS 2 KpUTEPHS: JINXOpajiKa, apTpuT.

Takum oOpa3om, y 1aHHON manMeHTku AuarHo3 «llepuoanueckast 60J€3Hb» COOTBETCTBYET
HMMEIOLIUMCS TMarHOCTUYECKUM KpuTepusM. Takke 1eBoYKa 10 3THUYECKONW MPUHAIEHKHOCTU OT-
HOCUTCSI K «TpyHIe pucka» 1o mnepuoanyeckoi Oose3Hu. [IpoBeneHHOE MOJIEKYISIPHO—
IeHETUYECKOE UCCIIEJOBAaHUE MTO3BOJIMIIO YTOYHHUTD IMArHO3 U Ha3HAYUTh 3PPEKTUBHYIO ITaTOTeHe-
TUYECKYIO TEPANHNI0 KOJIXUIIUHOM.

3akiaoueHue. JlaHHOE KIIMHUYECKOE HAOIIOACHNE MOKA3hIBACT CIIOXKHBIN THAarHOCTHYCCKUM
MOUCK Yy JeTel ¢ mepuoanyeckou Oose3Hbro. IlpencraBieHHBIN Ciiydail ©MEeT 1EeIbl0 00paTHTh
BHMMAaHHE Bpayeil Ha MalMEHTOB C «HEOOBIYHBIM) T€UEHHEM 3a00JIeBaHUs [l CBOEBPEMEHHON JTH-
arHOCTUKHU CEMENHON CpeIM3eMHOMOPCKOM JINXOpaJKU U Ha3HaueHUs 3 (PEKTUBHOTO JICUEHHUSI.
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