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B craTtse mpuBOgHNTCA OMHCAaHNE ceMelHO# cpeguseMHOMOpPcKoil auxopagku (CCJ) y aByx mokoJe-
HUIl KPBIMCKO-TaTapCKO# ceMbu (poxuresau u 6 mereii). JTO mepBoe M3 M3BECTHBIX HAM ONMUCAHHN
CCJI y npencraBuTeseii KPpIMCKO-TAaTapPCKOr0 3THOCA. B ceMbe HMeeTcst HOCUTEJIbCTBO IBYX MYTAI[Hii
rena MEFV — BeicokonmeHeTpaHTHOH P.M694V u HU3KONMEHETPAHTHOI MyTamuu/mMoJuMopdusMa

p-R202Q. ¥ GonpmimHCTBa IpeacTaBUTENEH ceMbU 3a00JieBaHHE IPEICTABJIEHO A0IOMHHAJIbHOMN
dopmoii, Takxke y OOJBIIMHCTBA MAIHEHTOB B CeMbe BO BpeMsA MPHUCTyNa OTMedYaJjach nuaped. ¥ 5
IpeacTaBUTEIEH CeMBbH B MIATOJIOTUYECKHUII IIPOIecC BOBJIE€UYEH OMMOPHO-ABUTATEIbHbII annapar. y 2
MaIUeHTOB UMeJIH MeCTO dPUTEMATO3HbIE€ BBHICBINIAHNS, HAIOMUHAIOIIHE POKEIIONO0HYI0 dpUTEMY,
pacmoJsiaraBuIyrocs B HeTUHIINYHBIX MecTaX. Bce CBIHOBBS B ceMbe UMeJIN TaKoe PeKoe IIPOosBJIeHNE,
Kak opxut. Cpean mpeacTaBuTeliell cCeMbU 0TMEYAJIOCh TAKOE ATUIINYHOE MPOSIBIeHUE 00Ie3HU, KaK
adTo3HBIH cTOMAaTHT. 3a00JIeBaHHE B CEMbe OTJINYAJIOCH TAKECTHI0 ¥ KOJIXUIMHOPE3UCTEHTHOCTHIO.
Y 3 u3 6 meteii A7 KOHTPOJA HAJ 00JIE3HBIO IOTPE0OBAJIOCH HA3HAUEHHE HHTHOUTOPA WHTEPJIeHKHU-
Hal xaHakuHyMaoba.

Knwoueevle cnoea: cemeiinas cpedu3emHoMopcKras iuxopadxa, nepuoduieckas 601e3Hb, ceMellnblil
cayuail, revenue, KAHAKUHYMAO.

Hum.: E.C. ®edopos, C.O. Canyeuna, O.B. Renabuna, M.C. Enucees, C.B. Heanosckuii. Cemeilnas cpe-
JusemHnomopcrasn auxopadxka (nepuoduieckasn 601e3Hb): meweHue 3a060/e6aHUAL Y npedcmasumedell
08yx nokoLeHuil 00HOl KpbLucKo-mamapckoil cemvu. Ileduampus. 2018; 97 (3): 83-91.
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FAMILIAL MEDITERRANEAN FEVER (RECURRENT DISEASE):
DISEASE COURSE IN TWO GENERATIONS
OF A CRIMEAN TATAR FAMILY

1V.A. Nasonova Research Institute of Rheumatology, Moscow;
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The article describes family Mediterranean fever (FMF) in two generations of the Crimean Tatar
family (parents and 6 children). This is the first of the known FMF descriptions in representatives
of the Crimean Tatar ethnos. In the family, there is a carriage of two MEFV gene mutations:
highly penetrant of p.M694V and low penetrant mutation/polymorphism of p.R202Q. In most
family members, the disease was in abdominal form, and most patients in the family had diarrhea
during disease bout. In 5 family members, a musculoskeletal system is involved in the pathological
process. 2 patients had erythematous eruptionsr esembling erythema, located atypicaly. All sons
in the family had such a rare manifestation as orchitis. Among family members there was such an
atypical disease manifestation as aphthous stomatitis. The disease in the family was characterized
by severity and colchicine resistance. In 3 out of 6 children, an inhibitor of interleukin 1
canakinumab was required to control the disease.

Keywords: familial Mediterranean fever, recurrent disease, family case, treatment, canakinumab.
Quote: E.S. Fedorov, S.O. Salugina, O.V. Zhelyabina, M.S. Eliseev, S.V. Ivanovskiy. Familial
Mediterranean fever (recurrent disease): disease course in two generations of a Crimean Tatar
family. Pediatria. 2018; 97 (3): 83-91.

CeMmeiiHasag cpegU3eMHOMODPCKAA JHUXOPagKa
(CCJI) (Familial Mediterranean Fever) miau mepu-
onuyeckad OOJIE3Hb — caMOe pPacIpPOCTPaHEHHOE
MOHOTEHHOE ayTOBOCIAJUTEJbHOe 3aboJsieBaHUE
(AB3), mepBasg m3 ONMCAHHBIX HOB30JIOTUH 3TOU
IIOCTOAHHO PACIINPAOIelicA IPYIIbl HACJIe[CTBEH-
HBIX 0OJIedHEW u TepBas, AJA KOTOPOU BBISBJIEH
npuunHHLIA reH [1-4]. CCJI — HaciexncTBeHHOE
MOHOTe€HHOe 3a00JIeBaHMEe, C ayTOCOMHO-PEIleCCUB-
HBIM MeXaHW3MOM Iepefaduu, MMeIOIee ayTOBO-
CIIAJIUTEJTbHYIO IPUPOAY, PACIIPOCTPAHEHHOE Cpenu
IIpeJICTaBUTEJIel OIpeleJIeHHBIX STHOCOB M IIPOSAB-
JIAIIIeecad IePUOAUYECKN BOSHUKAIOIIUMU HEMO-
TUBUPOBAHHBIMU IIPDUCTYIIaMM JIMXOPAAKMW, COIIPO-
BOYKIAIOMIUMUCA CUJIBHBIMU («XUPYPTUUECKUMU>» )
00JAMU B JKUBOTE U/UJIU IPYAHON KJIETKE, a TaKKe

IPYyroil CHMITOMATHKOH C IPOLOJIIKUTEIHHOCTBHIO
npuctynoB ot 6 1o 96 u. 3aboseBanme 00yCJIOBIIE-
HO MmyTanuamu rema MEFV, pacmoso:XeHHOTO Ha
16-i1 mape XpoMOCOM U KOIUPYIOIIET0 OeJI0OK TUPUH
(mapenoctpuH). Hacteim ocnoxxHeHUeM CCJI aBisa-
erca passutue AA-amuiaougosa [5, 6]. ITo cyru,
CCJI saBasieTrca MOIEJNBIO IJs M3YyUYEHUS U IIOHU-
manua AB3, Ha KOTOpoil MOTyT OBITH IIPOJEMOH-
CTPUPOBAHBLI MHOTTIE OCOOEHHOCTH, IIPUCYIIIVE BTOHN
rpynne 6osesHeii. Cpenu Bcex AB3 umenno g CCJI
B 0COOEHHOCTHU XapaKTepHa dSTHUUECKAas Ipepaciio-
JIOKEHHOCTh K Pa3BUTHUI0 YKA3aHHOU MaTOJIOTUH,
YTO IIPHUCYIIle MHOI'MM MOHOT€HHBIM HAacCJIEOCTBEH-
HBIM 3aboneBanuaM. CCJI ¢ HauboIbIIel YacTOTOMN
BCTpeuaeTcs cpeau mpeacTaBuTesieii 4 HaApPOAOB:
eBpen-cedapabl (ceBepoadprKaHCKME eBpen) — pac-



mpoctpaHeHHOCTh 1/250, wacToTa HOCUTEIHBCTBA
myranuit reia MEFV — 1/5-1/8, apabsl — pacmpo-
ctparenHocTs 1/100, wacToTa HOCUTEIbLCTBA MyTa-
nuit — 1/5, Typku — pacupoctpaneHHOCTH 1/395,
YacToTa HOCUTEeJIbCTBAa MyTaruit — 1/7, apMane —
pacmpoctparenHocTh 1/100, uacToTa HOCUTEIbLCTBA
myTanuii reia MEFV —1/4-1/5[7]. B To :xe Bpema
mo Mepe usyuenusa npobdsaemsr CCJI cTamo moHATHO,
YTO pacmpocTpaHeHWe YKa3aHHOW HO30JIOTUU He
OrPAHUYUBAETCS TOJIbKO 4 YKa3saHHBIMU 3THOCAMMU.
B mporiecce nCTOPUUYECKOTO Pa3BUTHU S YEJIOBEUECTBA
MPOUCXOAUIN MUTPAIIMA HAPOJOB U UX CMeEIIeHue.
Hemamnoe nns reHeTUYECKOTO 3a00JIeBaHUA YUCJIO
nanuenToB ¢ CCJI BcTpeuaercs B crpanax IOxHOM
Espomnsr: B I'perun [8], UTanuu, B 0cOGEHHOCTHU B ee
IOKHBIX patioHax — Anynua m Basunaukara [9, 10],
Ucnanuu [11]. Pacupocrpanernocts CCJI B EBpomne
He OrpaHMYUBAETCS TOJBKO ee Iorom. IlamueHThI
c aToil Gose3HbI0 onmmcaHbl gake B IlIBermuum [12].
Boaee Toro, mamuentsr ¢ CCJI BBIABIEHBI B TAKOM
nanmekoM ot Cpeam3eMHOMOPHA pEruoOHE, Kak
Hambsuuii BocToK — cpeau AMNOHIEB M KOPEUIEB
[13—-15]. laxke B Tako¥l AOCTATOYHO M30JHUPOBAH-
HOM 9THUYECKOUN MOMyJAINUA, KAaK I[bITaHe, BBISIB-
nens! nanueHTsl ¢ CCJI [16]. Onucanua CCJI cpeau
KPBIMCKUX TaTap B JOCTYIIHOM HaM JUTepaType He
BCTPETUJIOCH.

Besycmnosuo, npobiema CCJI BaxkHa a1 Poccun
C ee MHOTOHAIIMOHAJBHBIM HacejeHueM. B marem
OIbITE, OCHOBAHHOM Ha HabJoneHUM 23 MAIleHTOB
¢ CCJI B ®enmepalbHOM PEBMATOJIOTUYECKOM IT€HT-
pe, 6oabmuHCTBO 13 HUX (78% ) mpuHamiekamo K
apMAHCKOM Hamuu. OcTaJbHble MAIIUEHTHI OBIIN
mpencraBuTenaMu HapomoB CeepHoro Kaskasa
(aBapwl, maprUHITBI, WHTYIIN/KabapauHIILI) — 3,
OIWH TAIlMeHT ObLI OT CMEIIaHHOTo Opaxka TpeKu/
rPY3UWHBI WM OJHA IEBOUYKA — PYCCKOI, MMEBIIel B
YucJie IPeIKoB apMaH u eBpeeB [17].

B sToM cOO0OIeHUM MBI XOTEJIUW TPEACTaBUTH
ManueHToB OJHON ceMbU, IPUHAJIEKAIIEH K ele
OHOMY STHOCY, MPOYKUBAIOIIEMY HA TEPPUTOPUU
P® — y KphIMCKUX TaTap. JTHOTE€HE3 dTOU HAIMU
BecbMa CJI0KeH U JI0 KOHI[A He yTouHeH. B hopmupo-
BaHIE KPBIMCKO-TATAPCKOTO 9THOCA BHECJIU BKJIA
aBTOXTOHHOE HacesieHre KpbiMa riry6oKoil JpeBHO-
CTHU — TaBPhI U KUMMEPUHIIBI, & TAaKKe CKU(BI, npa-
HOSA3BIYHBIE KOUEBHHKN CApMAaThl, I'OThI, T'YHHEI,
TPEKUM U PUMJIAHE, KOJOHU3MpoBaBinme KpbiM B
IPEBHOCTU, Xas3aphbl, TIOPKCKUI HAPOJ KbIIYaKHU
(TIoJIOBIIBI), TIEUEHETH, OOJITaPhl, UTATBAHIIHI (TEHY-
9311b1), KosloHu3upoBasine Kpeim B CpegHue Beka,
raTapo-MoHroJisl [18]. B 1475 r. mpouso1io 3aBo-
eBanue Kpreivma Typrueit. KpriMcKoe XaHCTBO ocTa-
Bajoch Baccasom Typmuum mo 1783 r. [19]. 9tu
UCTOPUUECKUE COOBITUS MPUBEIU K 3HAUUTEIHLHOMY
«BJIMBAHUIO» TYPEIIKOT0 JTHUYECKOTO 3JIeMeHTa,
I KOTOPOTO XapaKTepHa BBICOKAs pPacIpocTpa-
HEeHHOCTb MyTanuii rera M EFV, B hopMUpyomuii-
cs KPBIMCKO-TaTaAPCKUHA 9THOC.

CCJI — szaboneBaHUE C ayTOCOMHO-DPEIECCUB-
HBIM THUIIOM HACJeJOBAHWs, KOTOPHIM IPEICTaBICH
Ha puc. 1. CooTBeTCTBEHHO, O PasBUTHUA 3a60-
JieBaHUS HEOOXOAUMO HaJWyue ABYX MYTAHTHBIX

MeHOB B UJEHTUYHBIX JIOKYCAaX IMapPHBIX XPOMOCOM, a
BEPOATHOCTb POKAEHUA OOJIBHOTO peOeHKa Y POAU-
Tejel — «3MOPOBBIX» HOCHUTEJeHl MyTAHTHOTO TeHa
cocraBasgeT 25% . OgHako HeOOXOAMMO MOMHUTh,
YTO 3TA 3aKOHOMEPHOCTH HOCHUT CTATUCTUUYECKUI,
BEPOATHOCTHBIN XapaKTep: BOBMOKEH BAPUAHT, UTO
BCe IeTH y IBYX HOCUTEJel MTaTOreHHOTO TeHa Oy Ay T
3IOPOBBIMU 1 HA00OPOT — BCe ZeTH OYyAYyT CTPagaTh
COOTBETCTBYIOIMM 3a6osieBaHueM. Bojee Toro, niia
CCJI xapaKkTepHa BBICOKAs YaCTOTA Pa3BUTUA 3a060-
JeBaHUA Yy TeTePO3UTOT-HOCUTEE OHON MaTOTeH-
HOM myTarnmuu. Takuwe mammMeHTHI COCTABJIAIOT, IO
JaHHBIM Pa3JUUYHBIX CTATUCTUK, oT 16,5 1o 33,8%
[20—23]. Harre Bcero Takas CUTyaIus NMEET MECTO
y HocuTesieli Hamnbojiee PacIpPOCTPAHEHHON U HauU-
06osee maToreHHo mMyTtamuu M694V, mpuBogAaIei
K 3aMeHe MeTHMOHMWHA Ha BajauH B 694-M mojoxe-
HuUm 0eJKoBOro mponaykra reHa MEFV — mupuse
(mapeHocTpuHe). B KauecTBe OZHON M3 THUIOTE3
OTIYCKAeTCsI, YTO HEKOTOPhble BAPUAHTHI MyTaIluit
resa M EFV MoOryT uMeTh UCTUHHO HOMUHAHTHBIN
XapaKTep HaCJeLOBAHUA B ONPEIEIEHHBIX YCJIOBU-
X OKpYyeKatroeit cpensr [23].

CCJI umeeT pA STHUYECKUX 0COOEHHOCTEeH KJIU-
HUYECKUX MPOABJEHUN U TeueHWs, 3HAHUE KOTO-
PBIX CYIIIECTBEHHO IIOMOTAeT B AUATHOCTUKE 9TOI
00JIe3HN B PeaJIbHON KJIMHUYECKOU NMpPaKTUKe NaH-
Ho#1 crpausl [7, 10, 24]. YuuTsiBasg paHee CKa3aH-
HOe, MOKHO mpexmoaarath, uTo CCJI y KpeIMCKUX
TaTap AOJIXKHA OBITH OJIM)KE K TYPEIIKOMY BapuaHTY
YKa3aHHO HOB0JOTHUMN.

Jleuerue CCJI K HACTOAIIEMY BPEMEHH XOPOIIIO
paspaboraro. OCHOBOUW JieueHUS TAKUX MAl[UeH-
TOB ABJAETCA KOJXUIINH, 3((PeKTUBHO IpeaoTBpa-
IIAIONIUY PEeIUAUBUPOBaHME 3a00JIeBaHUA YV TOAA-
BJIAIONIETO OOJIBIIIMHCTBA MAIlMEHTOB U, YTO CaMoe
TJIaBHOE, TPOPOUIAKTUPYIOIIUHN PA3BUTHUE TIOTEHIT -
anbHO cMepTeabHOro ociaoykHeHua CCJI — ammio-
n03a MOYeK ¢ yacToToii, 6auskoit k 100% [7, 26,
27]. KieTouHOll MUIIEHBIO KOJXUIIUHA SBJISETCS
HelTpo(du, KOTOPHIN UTpaeT Poab OCHOBHOTO KJle-
Tounoro ¢axropa B pasButum CCJI. CBasbiBasdch
¢ OenkoM [B-TyOysamHOM, (OPMUDPYIOIIEM MUKPO-
TpyOouKM HelTpodumia, OH HAPYIIaeT MUTPAIHIO
HeliTpoduIa B TKAHU, IPEJOTBPAIIAeT ero aKThBa-
muio u aerpauyaanuio [28]. IIpogeMoucTpupoBaHa
CIOCOOHOCTL KOJIXUIIMHA IOJABJIATHL MPOAYKIIUIO
dakTopa HeKkposa omyxoiau o (PHO«w), mpocrariam-
nuHa E,, u geifikorpuena B,, cHHXaTh 9KCIPECCUIO
u pan npyrux 3Q@exToB, NPUBOSAMINX K IoAa-
BJIEHUWIO aKTHUBHOCTU BocmaseHua [28]. OxHako
CYIIIECTBYIOT KOJXWIIMH-PE3UCTEHTHBIE MAI[MeHTHI,
WCTUHHAA JOJIA KOTOPBIX He mpeBbitiiaetr 10% [25].
OmnpeeeHHYI0 TPOOJIEMY IIPEACTABIAIOT CJIyYaun
HEIIePEeHOCUMOCTH KOJXUIWHA. a4 TaKux maru-
€HTOB B KauecTBe TepameBTUYECKOIN OMIuuU pac-
CMaTPUBAIOTCA TeHHO-UHIKEeHEePHBIE OMOJIOTUYECK e
npenapatsl (CWBII). B cuny Toro, uro GyHKIUN
NUpPUHA CBA3AHBI C AaKTUBHOCTHIO MHMIAMMACOMBI
— CYIpPaMOJEKYJIAPHOTO BHYTPUKJIETOUHOTO MYJIb-
THOEIKOBOTO KOMILJIEKCA, OCYIIIECTBJIAIOIIEr0 IIpe-
BpallieHrne HeaKTUBHON (POPMBI IPOMHTEPJIEHKUHA
1 (WAJI1) B akTuBHberil UJI1, 1ubo 3a cuer momasJie-
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Jdopoewil nocumens
MymaHMHOI0 28NA

Jdopoesii oCHmeTs
MYMARMHO20 2640

Sdopossil 3dopoasie Baaenoi
HOCUmEs HoCumea FMF
HOPMAABHNX Mymanmusx (1 mawc uz 4)
sapuanmos 2eno8
(1 wanc uz 4) (2 wanca uz 4)

Puc. 1. Cxema ayTOCOMHO-PEI[eCCUBHOI'0 THIIA HACJIeJOBAHU A.

HUS HOPMAaJbHBIM BapHMaHTOM NHUPUHA AKTUBHO-
cTu mH(pIaMMacoMbl, Ju60 IyTeM (POPMUPOBAHUS
CaMOCTOATEJIbHON NMMPUHOBON MHMIaMacoOMBbI, CTa-
HOBUTCA TOHATHO, IIOYEMY IIpenapaTaMy IIEPBOTrO
Beibopa y nanmenTos CCJI B paay I'MBII asasaioTcsa
uaruburtopsr WUJI1 [29]. B P® cpegu sTtux mpemna-
paToB JOCTYIIeH KaHAKMHYyMal, IIOKA3aBIINHI CBOIO
BBICOKYIO 9()(EKTUBHOCTD ¥ JAHHBIX ITAIUEHTOB U
3aperucTpupoBaHHBII B Poccuu 1o mokasaHmAM
CCJI c 2016 r. [30, 31]. B kauecTBe anbTepHATUBEI,
0COOEHHO Yy MAIMeHTOB, NMEIIINX B KINHUYECKO
KapTUHE B UKCJIe BeAYIIIUX IIPOABJIEHUN TOPaKeHe
CyCTaBOB, MOTYT pacCMaTPUBATHCA HUHTUOUTOPHI
dPHOo0: nupaukcumabd, agaauMymad, dTaHEePIenT
u ap. [29, 32, 33].

Mgz nmpeacrasasiem csou Habaogenus CCJI y 8
IpeACTaBUTENIEN ABYX ITOKOJIEHUN KPBIMCKO-TaTap-
CKOU ceMbH, B KOTOPOU OTell, MaTh U UX 6 mgereit
6oabpubl CCJI. Huarnos CCJI y mereii craBujcsA C
ucmnosb3oBanuem KpurepueB F. Yalcinkaya (2009)
[34], a y Bapocabix — kpurepues A. Livnech (1997)
[35]. PomocioBHas aToOil ceMbu IIpefcTaBiIeHa Ha
puc. 2. ¥V 4 ee mpejcTaBuUTeJIel OTMeUYaJINCh PEe3u-
CTEHTHOCTh K MAaKCHMAaJbHBIM TepaleBTUYECKUM
J03aM KOJXUIIUHA, & TaK/Ke HeIIePEHOCUMOCTD MaK-
CUMAaJILHOH 03Bl YV OOHOM M3 Jouepeii, UTO IIOTpPe-
6oBaso npumenenus y 3 gereit T'MIBII. 9tu mamu-
eHThI ObLIN 00cyiemoBaubl cranuoHapHo B @PI'BHY
HUUWP um. B.A. HaconoBoii. IIpuBoguM mX MCTO-
puu 6GoJie3HM!.

HMesoura X., 2008 roma poxxgenus, 9 ser (pebe-
HOK Ne 2 Ha puc. 2). I'ocnuranusupoBasace B8 @PI'BHY
HUWP um. B.A. HacouoBoii B ssuBape 2018 r. BoibsHa
C BO3pacTa 3 smer. 3aboseBanue IIpOTEeKaeT B BUOe IIepu-
onnueckux (3 pasa B Mecsdll) MOABEMOB TeMIIePATyPBI
Tesa M0 (peOPUABHBIX IUQPP, IPOLOIKUTEIHHOCTHIO OT
1 10 4—5 nueii, CONPOBOMKIAIOIINXCA CUJIBHBIMU 0OJIA-
MU B JKHMBOTE U OOJIAMU B I"py,HHOI';I KJIeTKe IIpu BOOXe,

TOIIIHOTOM, PBOTOM, ONyXaHWeM U 0OJIAMU B KOJIEHHBIX U
rOJIEHOCTOITHBIX CyCTaBax, OOJSIMH B IATKAX, SIU30IU-
YeCKM — IIOSBJICHMEM SPUTEMATO3HBLIX MATeH. B mediore
s3abosieBanus B 2011 r. ObLia BBIIOJHEHA AIIIEHAIKTO-
MUS B CBASU C IIPEANOJATaBIINMCA JUATHO30M «OCTPBIHA
aAlIeHIUIUT», UTO HE MPUBEJO K MpPEeKpPaIlleHuio IIPU-
cTymnoB. IlepuoguuecKu penuINBUPYIOIINe S3BbI CJIM-
3UCTOI 000JOUKHU IIOJIOCTU PTa, COBIANAIOIINE C SIU30-
mamu guxopagku. CO9 B moment araku 41—60 mm/d,
BHe ataku — 4—7 mMm/4. IIpu MOJEKyasaApHO-TeHEeTUUe-
ckoMm mcciaenoBauuu rema MEFV (ucciemoBaubl Bce 10
9K30HOB) BBIABJIEHBI MyTaruu p. M694V (10-if 9x30H) B
TOMO3UTOTHOM cocTossHUY u p.R202Q (2-if 9K30H) B roMO-
3UTOTHOM cOCTOAHUH. [[MarHo3 ObLI TOCTABJEH Yepes
5 jer or Hauajsia 6osiesHu. C asrycra 2016 r. mosyuaer
KOJIXUIIMH B CTAPTOBOI m03e 1 MI' B CyTKU, KOTOpAas CTy-
meHyaTo OblLjIa yBeJaudyeHa 0 2 MI' B CyTKU. IlocienHion0
nosy moayuaet 1,5 roga. Hecmorpsa Ha aT0, 3a601eBaHme
penunuBupyer. IIpu obciieqoBaHuy B cTalloHape obpa-
meHo BHuMaHUe Ha moBeienue ATAT 50,4 Ex/n (Hopma
8—41 Exn/n) u ACT — 56 Exn/x (mopma 0—38 Ex/x), cuu-
JKeHHe CBLIBOPOTOUHOTO JKejiesa 5,3 MKMOJb/J (HOpMa
6,6—29 MmKMoOJB/01) U1 heppuTuHa 8 MK/ (HopMma 20—150
MKT /7). OcTarbHbIe TOKA3aTe N OMOXUMUYECKOTO aHAaI -
3a KpoBu B HopMme. Koaryaorpamma — 6e3 CyIecTBeHHBIX
oTkJoHeHuii. Iloxkasarenu remMorJao0nHA, JEHKOIUTOB,
JIeNKOIUTAPHON (POPMYJIbI, TPOMOOIIMITOB HOPMAJIbHBIE.
Pesmatougusiii haxTop (PP) m anTMHYKJIeapHbIil hak-
Top (AH®) orpuriatenbubie. Tunuposanue HLA I Kiac-
ca: A3, A19(31), B15(62), B18, Cw3, Cw7, Bw6. 9XOKT,
V3U BHYTpPEeHHUX OPraHoB, 530(haroracTpomyomeHOCKO-
nusa 0e3 MaTOJOTUUYECKUX OTKJIOHeHWH. ¥Y3U KOoJIeHHBIX
¥ T'OJIEHOCTOIIHBIX CYyCTaBOB — B HOpMe. OCMOTD OKyJINCTA
— 0e3 maroJsioruu. B ¢BsA3u ¢ Hea(PPEeKTUBHOCTHIO TepaIn
koaxurtmaom 24.01.2018 mauajo JeueHre HHIMOUTOPOM
NJI1 kanakuHyMaboM B fo3e 3 MT'/KTI. B 6MoXuMHUUYecKoM
aHaJIM3e KPOBU IOCJIe BBeJeHUA KaHAKMHyMa0a IMpPou30-
nia Hopmasusanusa yposaeit AJIAT u AcAT. B Treuenue
1 mecsIa 1mocJjie UHBEKIUY PEeIUAUBOB 3a00/ieBaHUS He
0TMEYaJioCh.

Hesoura Au., 2009 roma poxxgeHus, 8 ser (pebe-
HOK N 3 Ha puc. 2). I'ocnuranusuposanacs B ®PI'BHY
HUUP um. B.A. Haconosoit B heBpasie 2018 r. BoisHa
c Bospacta 6 uer. [{e6Gi0T XPOHOJOTMYECKHU CBA3aH C

A.A.1978 r.p.
[e6ioT 5 net
leHotun:
pM694V

B reTepo
3UrOTHOCTb
COCTOAHUN

(nccnepoBaH .

TONbKO 10- i
3K30H)

A.A.1986 r.p.

[Neb6tot 3 ropa
. len MEFV He

nccneposanca

! 2 3 4 5 6
Ac.11 net X.9 net An.8 net A6.7 n An.5 net C.3 roga
ﬂEVGDOT Aebior Le6iot [Le6iot [e6rot [le6rot
1-wiron 3 ropa 6 net 1ron 1,5 ropa 1,5 ropa
KUSHM. Texorun leHoTun: leHoTun: leHotun leHoTun:
Tenotun: p-M694V PM694V PM694V P.M694V PM694V
pME9aV romo- B reTepo BreTepo romo- B retepo

B retepc- 3UrOTHOCTb
3UrOTHOCTb p.R202Q
COCTOAHUM romo-
(VICCI'IeI:lOBaH 3UrOTHOCTb
ToNbKO 10- 1

3K30H)

3UrOTHOCTb
cocToAHUN

3UrOTHOCTL 3UrOTHOCT
COCTOAHUN p.R202Q (uccneposaH
(nccneposaH (nccnepoBaH romo- TONbKO 10- 1
TONbKO 10- 11 TONbKO 10- 1 3UrOTHOCTb 3K30H)
3K30H) 3K30H)

3UrOTHOCTb

Puc. 2. PogocioBHasa cembu A.




BakmuHanueii. 3abosieBaHne MPOTEKAeT B BUIE IMOBTO-
pAOIIUXCA UYepe3 Kakable 1—2 Heaeau MOAHEMOB TeM-
nepaTypsl Tena go 40 9C mpomomxuTenbHOCTHIO 2 AHA,
COMIPOBOXKIAIONINXCS CUIBHBIMU OOJIAMU B JKUBOTE, PBO-
TO#, GOJAMU B MKPOHOKHBIX MBIIIIAX, CYII[eCTBEHHBIM
noseimesuem CO9 u CPB. U3 Bcex meTeil mMmeer camoe
TsKes0e TeueHue 3a60IeBaHnA ¢ MUHUMAJIbHBIMU UHTEP-
BaJaMMU MeXKAy arakaMu. MOoOJeKyJapHO-TeHeTHudYecKoe
ucciaenosanue resa MEFV (ucciemoBad Toabko 10-it
9K30H) BRIABUIO MyTamuio p.M694V B rerepo3smroTHom
cocrosHuu. uaruos mocrtasieH B mae 2017 r. (uepes 2
roga ot HauvaJsa 3aboseBanusi). C mas 2017 r. moaydaer
KOJXUIIUH B CTApTOBO# m03e 1 Mr B cyTKU. B cBsA3u C
orcyTcTBUEeM 3(derTa A03a CTYyIIeHUYaTO YBEJIUUHBAIACH
Kaxaeie 3 mec Ha 0,5 Mr B cyTKu u ObLIa JoBeaeHa 10 2
Mr B cyTKHu. Ha ()oHe yKasaHHOM [03bI BBHIABJIEHO ITOBBI-
mreune yposueil AJTAT u AcAT Gosee 3 BepXHUX I'PAHMUI],
HOPMBI, YTO TOTPe60BAaIO BDEMEHHOM OTMEHbI KOJXUIIMHA
C IOCJIeAYIOIIIMM BO30OHOBJIEHUEM B J03e 1 MT B CYTKH.
B crammonap moctynuiaa BHe obGocTpeHus. Ilpm (usu-
KaJbHOM OOCJIeJOBaHWHM II0 BHYTPEHHUM opraHam 0e3
natosoruu. Bece cycraBsl coxpaHubl. [Ipu o6caeqoBanun
B cTanuoHape BHe oboctperus CO9 25 mm/u, CPB 6,89
mr/xa (Hopma 0—5 mr/ma). B KauHnyecKoM aHan3e KPOBU
ToKasaTeJiu TeMOTJIO0NHA, JIEHKOIIUTOB, JeHKoIuTapHasa
dopmysa, TPOMOOIIUTEI B IpeeaXx HOPMAJIbHBIX 3HAUE-
Huit. B 6uoxumunueckom ananuse kposu AnAT 45,2 en/n
(mopma 8—41 en/m). OcranbHble TMOKA3aTeIn OMOXUMU-
YecKOro aHa/im3a KPOBU B HOpMe. JyIeKTpodopes 6eIKOB
CBIBODOTKYM KPOBU: IIOBBINIEHUE O;-TJI00YIMHOB 5,69%
(mopma 2—5,5%), ambda-2-rmobyauusr 12,89% (Hopma
6—11,7%). Koarynorpamma — moBbimenue PK®M mo 9
(mopma <4). P® — orpunarenbubiiti, AH® 1/160 kpam-
yatoro cBeueHus (Hopma go 1/160). B obirem amanuse
MOYM JIEMKOIUTEI 12—15 B moJie 3peHus, aHAJIN3 MOUU
no Heuunopenko: nedkonursl 21 600 B 1 mua (Hopma
mo 4000), spurpormutsr 1000 B 1 ma (mopma mo 1000).
ITIporennypunu Her. OXOKT 6e3 maToJOrMYeCKUX OTKJIO-
HeHui. Y3V BHYTpPeHHHX OpPTraHOB: HEOOJbIIIOE YBeJIM-
yeHre pasMepoB ceieseHku 98x40 mm (Hopma: AJIMHA
mo 96,8 mm, mupuHa 10 47,7 MM), Ieperudsl JKeJITIHOTO
ny3bipsaA. OcMOTp OKysaHcTa — 0e3 maToJioruu. B ¢BA3U ¢
Hed(hHEKTUBHOCTHIO U TIJI0XO0IT IePEHOCUMOCTBIO Teparnu
KOJIXUIINHOM PEKOMEHIOBAHO HAaUaTh JiIeYeH1e MHTUOUTO-
pom MJI1 xaHaKnHyMaboM B 03€ 3 MT'/KT.

Manvuurx An., 2013 roga posxaenus, 4 et (pedGeHOK
Ne 5 ma puc. 2). l'ocnuranusupoBasics 8 PT'BHY HUUP
um. B.A. Haconosoii B suBape 2018 r. BoJsien ¢ Bo3pacra
mpuMepHO 6 MecsIeB, KOTJa CTAJN OTMEUAThCS ITOBTO-
paforuecs GeOpuabHbIe 3MM30AbI (2—3 OHA), COIPOBO-
JKAAOIIMEeC 9PUTEMATO3HBIMY BBICHITIAHUSIMU, PACIIeHNU-
BaBIlIecs Kak moBTopHble nHPeKnuu. C Hoaopa 2015 r.
(Bo3pacT 2 roja) SUU30bl YUYACTUJINCH, CTAJU COIPOBO-
JKIAThCA CUJIBHBIME 00JIAMY B sxkuBoTe. B mexadpe 2015 r.
IpU OUYEePeIHOM SIU30[e MPOUM3BeJeHa JamapoCKOIrye-
CcKasd alleHJdKTOMHUsSA, He MPUBEAIIad K IPeKpPaIeHnio
aTak. ATaKu COIPOBOKIAINCH MTOBBINIEHNEM 0CTPO(dhaso-
BbIX MapkepoB (COI 40 mm/u). C mapra 2016 r. sTTM304BI
yuactuanuchb. B uiose 2016 r. ¢peOpUIbHBIA SIIU301 10
40 0C, cOmpPOBOMKAABIINMCA KPYIHLIMUA SPUTEMATO3HbI-
MU OSTHAMHU C TOCJEAYIOIIUM IOABJIEHUEM CHJIbHBIX
6oJsieit B »KMBOTE, OTEKOM M GOJAMU B JIEBOM KOJIEHHOM

cycraBe, noseiiienremM CPB ma 5-it genp araku go 131
MT/J. ATaK¥W CTEPEOTHUNHBI, MOBTOPAOTCI 3—4 pasa B
MecCsI, TPOABIAIOTCA IOAbeMaMy TeMIIePaTypPhl TeJaa 10
bebpuabHBIX TGP, COMPOBOKAAIOIIMMUCT WHTEHCUB-
HBIMU 0OJIIMU B JKMBOTE, TOIIIHOTOM, IOBTOPHOII PBOTOI,
nuapeeii, spUTEMATO3HBIMU IATHAMU Ha KOHEUHOCTIX
U ATOAUIIAX, TMIOKPACHEHWEM U OIyXaHWeM MOIIIOHKH U
TIOJIOBOTO YJIeHA, MEePUOAUUYECKU COIPOBOMKIAIOITUMUCS
HEeMHOTOUYNCJeHHBIMU 00JIe3HEeHHBIMHU sS3BaMHU BO DTy,
IpU psAfe NPUCTYIOB — ONMyxXaHWe 000MX KOJIEHHBIX U
IPaBOTO T'OJIEHOCTOIHOTO CyCTaBOB. IIpM MOJEKYJIAPHO-
reLeTuyeckoM wuccienoBanuu resa MEFV (uccienmoBa-
HBI Bce 10 5K30HOB) BhIABJIEeHbI MyTanuu p.M694V(10-it
9K30H) B TOMO3UTOTHOM cocTosaHnu u p.R202Q (2-it
9K30H) B TOMO3UTOTHOM COCTOAHUH. [[MarHO3 IOCTaBIeH
yepes 2 rojga ot Hauaja 3abonaeBanusd. C asrycra 2016 r.
TmoJiyyaeT KOJXUIIUMH B cTapToBoi mose 0,5 MI' B CyTKH,
KOTopasi B CBS3U C IPOAOJIKAIOIIMMCS PeIUAUBUPOBA-
HUeM 3a00JieBaHUA CTYIEHYATO IMOBBINIANACH KaKAbIE 3
mecaAna Ha 0,5 Mr B CyTKHU W JOBeJeHa [0 2 MI' B CyTKHU.
IIpuemM MaKCUMaJBHON M03bI KOJXUIIMHA HE MPEKPATUI
aTakK, HO COKDPATHJ UX MPOAOJIKUTEIbHOCTH OO0 OILHOTO
IHS U YMEHBIINJI BHIPAKeHHOCTh CUMIITOMAaTUKU. B cTa-
IIMOHAD TOCTYIHUJ BHe obocTpeHusa. [Ipu GusUKaIBHOM
o0cIeJoBaHUM 110 BHYTPEHHUM OpraHaMm 0e3 IaTOJIOTUH.
Bce cycTaBbl coxpaHHBI. B KIMHUYECKOM aHaIn3e KPOBU
TIOKa3aTeJu reMoryIo0nHa, JeHKOIUTOB, JeHKOIuTapHas
dopmysa, TPOMOOIIUTEI B Ipeiesiax HOPMAJIbHBIX 3HAUE-
Huit. B 6uoxumuueckom ananuse kposu: ACT 52,2 En/n
(zopma 0—38 Ex/n), AJIT 47,5 Ex/n (Hopma 0—41 Ex/xn),
depputur 10 mrr/ua (zopma 20—300 mir/ma). OcraabHbIE
TMOKasaTean OMOXMMHYECKOTO aHajn3a KPOBU B HODME.
AuexTpodopes 6ETKOB CHIBOPOTKY KPOBHU, KOATyJIOTDAM-
Ma — 0e3 maToJornyeckux orkjaonenuii. P® u AH® orpu-
narenbHble. TunupoBanme HLA I kiacca: A2, A9 (24),
B12 (44), B35, Cw4, Cwb, Bw46. O6muit anaans Mouu
6e3 marosoruu. OXOKI' 6e3 marosmoruu. Y3U BHYTpeH-
HUX OPraHOB: HEOOJIbIIIOe YBeJUUEeHNEe Pa3MepPOB MeUueH!
— mpaBasd goud 99 mm (Hopma 92—94,5 Mmm), JeBad L0OaA
— 43 MM; 1Ieperuobl JKeJTUHOro nys3sipa. OcMOTp OKyJIHCTa
— 6e3 maroJsioruu. B ¢BaA3u ¢ Hed(PHEKTUBHOCTHIO TEPATINU
Koaxurtmaom 24.01.2018 mauaTo JieueHrne HHIMOUTOPOM
NJI1 xamakuHYyMaO0M B J03€ 3 MT/KT.

Kpome Tpex BBIIIIEONMCAHHBLIX IEeTeil, B ceMbe
ecTh elmfe 3 pebeHKa, YV KOTOPBHIX KOJXHUIMHOTE-
panud B MaKCUMAaJIbHBIX TepalleBTUYECKUX [103axX
OTHOCHUTEJbHO KOHTPOJIUPYyeT 3abosieBanue. KpaTko
MPUBOAUM UX UCTOPUU OOJIE3HU.

Hesoura Ac., 2006 roma pokaenus, 12 jer (pebe-
HOK Ne 1 ma pwuc. 2). BoipHa ¢ mepBoro rojga XU3HU.
CranuonapHo He obcaemoBaiachk. ATaku B Buze (peOpuiib-
HOIl JIMXOPaAKuU, 0oJiell B »KMBOTE, AUaper, apTparuil
MIPONOJIKUTEIbHOCTRI0 2—4 nHA. YacToTa aTak o0 HasHa-
yeHUA KoaxuimHa — 1 pas B 2—3 mecsna. MoeKyasapHo-
reHeTuueckoe wuccienoBanue rena MEFV (ucciemoBan
TobKO 10-i 9K30H) BBIABUIO MyTanuio p.M694V B rere-
PO3UTOTHOM cocToaHMH. [lnarHos mocrasieH yepes 10 get
oT Havasia 6ose3Hu. [loydyaer KOJIXUIUH 2 MT B CYTKH.

Manvuur A6., 2010 roga pokgeHus, 7 Jjet (pebe-
HOK Ne 4 ma puc. 2). CramuoHapHo He 00CJIeI0BAJICH.
Bosen ¢ Bospacra 1 rox. 3aboJsieBaHre IPOTEKAET B BULE
nepuoguyeckux (1 pas B 1—1,5 mecsma) moabeMoOB TeM-
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mepaTypbl Teja n0 GeOpPUIbHBIX UMD, COMPOBOKIAIO-
IMUXCS WHTEHCUBHBIMU OOJIAMU B JKUBOTE, TOIIHOTOM,
TIOBTOPHOM PBOTOM, quapeeii, SpUTEeMAaTOSHBIMH IATHAMU
Ha KOHEYHOCTAX W ATOAUIAX, TIOKPACHEHNEM U OMyXaHu-
eM MOIITOHKY ¥ II0JIOBOTO UJieHa, COMPOBOKIAIOIITUMUCS
noseiieHreM CO3 u CPB. MosekynspHO-reHeTuYecKoe
uccaenosauue rema MEFV (ucciaemoBad ToJbKO 10-it
9K30H) BBIABUJIO MyTanuoo p.M694V B rerepo3suroTHOM
cocrosauuu. Juaruos mocrtasieH B mae 2017 r. (uepes 6
JeT oT Hauaja 3abosieBanus). C masg 2017 r. mosyuaer
KOJIXUITMH B CTAPTOBOI 03e 1 MT B CYTKU, KOTOpas ObLIa
CTYIIeHYAaTO MOBHIIIEHA 10 2 MT' B CYyTKHU. JacToTa pernuimn-
BOB yMeHbIIUIach 10 1 B 3—4 mecsdra.

Manvyux C., 2014 roga posxaenus, 3 roga (pebeHOK
Ne 6 ma puc. 2). CranuonapHo He obcaenoBasica. BoseH
¢ Bospacra 1,5 jger. Ataku 1 pas B 2 mMecsra, IIPOSABJIA-
IOTCS TOAbeMaMU TeMIIepaTyphbl Tesa 00 (heOPUIBHBIX
1udp, COMPOBOKIAIOIIUMUCT UHTEHCUBHBIMY OOJISIMU B
JKWBOTE, TOIITHOTOM, PBOTOI, Auapeei, spUTeMaTO3HBIMU
MATHAMM HA KOHEUHOCTSX U STOAUIIAX, MOKPACHEHWEM
¥ OIyXaHWeM MOIIOHKK ¥ IIOJIOBOTO UJieHa, COMPOBO-
K paromnuiica noseimmerreM CO9 u CPB. Mosaekyisapuo-
reHeTuueckoe wuccienoBaHue rena MEFV (ucciemoBan
TONbKO 10-i1 9K30H) BBIABUIO MyTauio p.M694V B rere-
pO3UTOTHOM cocTosgHuu. [[narHos mocraBjeH uyepes 1,5
rojga ot Havajsia 3aboseBanusa. C maa 2017 r. mosyuaer
KOJIXUIITMH B cTapToBO# mose 0,5 Mr B CyTKM, KOoTOpas
ObLyIa JOBeJeHa A0 1 MT B CYTKHU uepe3 3 MecsIla Iocje
VHUIAAIIAY TePamnuu.

Takoke oba pomurensa B cembe crpamaior CCJI.
Huaruos y poaureseit 667 yCTaHOBJIEH IIOCJIE TOTO,
Kak s3aboJieBaHre OBIJIO AUATHOCTUPOBAHO Yy AETeH.
Orer, o6cienosan cranuonapuo 8 ®I'BHY HUUP
um. B.A. HaconoBoii.

Omey A.A., 1978 roma poxkzenua (39 uer).
IIpensasaser :Kano0bl HA IEPUOAUYECKU ITOBTOPSAIOIIIE-
ca (1—2 pasza B 1 MecsI) suu304bI IMOBBINIEHUS TEMIIE-
patypsl Tena 1o 39 9C ¢ 03HOG0OM, COIPOBOMKIAIOIIIECS
nuapeeir 1o 10 pas B CyTKM, PBOTOI, SpUTEMaTO3HOMN
CBITIHIO Ha KOYKe TYJOBUINA M KOHEUHOCTEH, ITPOJOJIIKI-
TeJbHOCTRI0O 3—4 nHs. Takske oTMeuaroTcs Kaao0bl Ha
60sin, IPUITYXaHUe B CycTaBax CTOI, KMCTel, KOJeHHBIX,
IJIeUeBBIX, JYUe3alsiCTHBIX CYCTaBax, Ta300eJpPEeHHBIX
cycTaBax, 0OJMM B TOSCHUYHOM 00J1aCTH, ITOBBIIICHUE
aprepuanbHoro gasaenus (All), cepanebuenue, aBaiue
6o B 00JIaCTU cepAlla, He CBA3AHHBIE ¢ (GUIUUECKON
Harpy3Koi.

Bosnen ¢ Bospacra 5 ser. B me6iore — MOBTOPHBIE
anu304b6l (PeOPUIBHOM JUXOPAAKH C O3HOOOM, GOJAMH
B sKuBoOTe, nuapeeii. C Bospacra 18 jer cranu 6Gecroko-
UTh JaBAlINe, IePUOIUYECKU KOJoIue 601 B 00JaCT
cepAIia, He CBs3aHHbIEe ¢ GUBUUECKOM HATPY3KO U cep.-
mebuenre. B 19 Jser oTrmMeuasioch pasBUTHE BBLIPAYKEH-
HOTO CHUMMETPUYHOTO OTeKa HIKHUX KOHEUHOCTEH 10
6eapa, COIPOBOMKAAOIIETOCS TOBBINIEHNEM TeMIIePATYPHI
Teja, 03HOOOM, cepAlebueHueM. JleueHue He moJIydad.
C sToro BO3pacTa cTaju 6GeCIIOKOUTH OOJM B CycTaBax:
CTOI, KHCTeil, KOJEeHHBIX CyCTaBaX, IIJIE€UEBBIX, Jyde-
3alsACTHBIX CyCTaBax, Taso0eApPeHHBIX CycTaBax, 000-
cTpenusa 2—4 pasa B I'ofi, He JIEUUJICS, He 00caem0BajICs.
C 26 sreT 6eCOKOAT JKI'yune 00K B IOSICHUYHOM 006J1acT
¢ uppaauanueit B 6epo U ATOANUYHYIO 00JIaCTh, JeUeHUe
He mosryuas. C 27 jgeT npu 00X B CyCcTaBaxX W IIOBBIIIIE-

HAU TeMIIepaTyphbl TeJia CAMOCTOSTEJIbHO Hadyal Kypco-
BOII IIpHEM MeJOKCHUKaMa BHYTPUMBIIIIEUHO ¢ 9(PPEeKTOM.
OTMeuasioch JBa MPUCTYIIa BhIPAKEHHbBIX 00JIeii B OPIOLII-
HO¥ IIOJIOCTH, COIPOBOKIAIOIIUXCS IOTEepPeil CO3HAHUA.
Bo Bpemsa GheOpUIbHBIX aTaK IPU JIa00PATOPHOM 00CJIe0-
BaHUU oTMeuasoch moseimenre COJ. BHe aTaku mmokasa-
Teau octpodasosoro orBera (COJ, CPB) HopMmantusyioTes.
Huaruos CCJI 6511 moctaBiaed B 2016 r. (B 36 set, uepes
31 rox ot Hauasa Gosesnu). C 3TOr0 BpeMeHU IOJyUaeT
KOJIXUIIWH B f03€ 2 MT/cyT. MOJIeKyJIAPHO-TeHETUYECKOoe
ucciaenosauue rema MEFV (ucciaemoBad ToJbKO 10-it
9K30H) BBIABUJIO MyTanuoo p.M694V B rerepo3uroTHOM
COCTOSTHUU.

B mae 2017 r. Buepssle rociuTanusuposan B ®I'BHY
HUUP um. B.A. HacoHOBOII B MEKIIPUCTYIIHOM II€PHOIE.
B crammonape mokasaTesid OOII[ero aHajns3a KpPoBU 06es
MaToJIOTUYeCKUX OTKJOHeHHu#, CO9 3 mMm/u. B O6moxu-
MHUYECKOM aHaJI3e KPOBU OTMEUEHO IIOBBIIIIEHNE YPOB-
HA TII0K03bI 9,96 MMmoub/a (HopMma 3,9—6,4 MMosb/ 1),
AnAT 59,1 Eg/n (mopma 8—41 Ex/xa), ramma-I'TII 119
en/n (mopma 5—15 exn/n), sHaueHue mokasareseii AcAT,
III®, =xojaecTepuHa, TPUTJIUIEPUIOB, KpPEaTUHHUHA,
MOUYEBHMHBI, ODOIIEro KaJbI[is, 00Iero OejlKa B HOpPMe.
ITokasaTesn saexkTpodopesa OEJTKOB CHIBOPOTKHU KPOBU
B HopMe. P® u AH® orpunarenbusie. CPB BHe aTaku
2,5 mr/n (mopma [0 5 Mr/ja), B MOMEHT aTaKW B CTaIlU-
onape — 6,1 mr/a. HLA I kmacca: A9 (24), 19 (31), B12
(44), 18, Cw 5, Cw 7; Bw 4, Bw 6. Penrremorpamma
OpraHoOB IPYAHON KJIETKU 0e3 IMaTOJOTMYEeCKUX OTKJIOHE-
auii. IKT: nudpdysubie usmenenus B muokapge. 9XOKTI":
cucCTOJNYecKass (PYHKIUA MHOKapAa O00UX KeIymou-
KOB HE3HAUHWTEJLHO CHH)KeHa. HapyleHue IUAaCTOJIU-
YecKON (PYHKIMU MHUOKapAa IIPaBOr0 JKeJyJouKa II0
I Tuny. Yrtoamenue (rumeprpodus) MHUOKapAa JIEBOTO
JKeJaymouKa. 930(aroracTpoayoeHOCKONINs: II0BepPX-
HOCTHBIN aHTPAJbHBINA racTput. ¥ 3M OPIOIITHOM IOJIOCTH:
rermaToMerajins, NPU3HAKHU JKUPOBOTO Temarosa, yseJ
pereHepanuu, Ieperud KeJYHOrO Iy3bIps, MPU3HAKU
KaJbKyJe3HOro xoJjerucrura. IlpusHaxu auddysHbIX
V3MEHEeHUH IOMKeJTyI0uHOol Keesnbl. Y3 TasobenpeH-
HBIX CYCTaBOB: HEOOJBIIION OTEK M YyTOJIIeHHEe B MecTe
MPUKPEIJIEHUS CYXOMKUJINNA B MPOEKIIUU OOJIBIIIOrO Bep-
TeJia, B OCTAJILHOM 0e3 3HAUMMBIX nsMeHenuii. ¥Y3U crom:
mpaBas cTomna — HeOOJbIIINe JereHepaTuBHbIe N3MeHeH A
CyCTaBOB CBOJ[a CTOIILI, HEOOJIBIIION OCTEO(PUT IIATOUHOTO
Oyrpa, HeOOJbIIINE TEeHIOBAIrMHUTHI crudarejeil CTOI,
JeBas croma — (popMUpYIOIleecs CMeIlleHIe OCH CycTa-
Ba, HeOOJbIIIME [JereHepaTHUBHbLIE M3MEHEHHs CYCTaBOB
CBOJla CTOIIBI, HEOOJIBIIION OCTeO(UT IIATOUHOro Oyrpa,
HE3HAUYUTEJbHOEe KOJNUYECTBO »KUIKOCTU B IIOJIOCTU T'OJie-
HOCTOITHOTO CycTaBa. BeIcTaB/ieH JUarHos: ceMeliHas cpe-
IU3eMHOMOPCKAas JUXopaaKka. AprepruajbHas Mr'amIepTeH-
susa 2 craguu, I cremenn. CaxapHblil guaber 2-ro TUMA.
HKenmunokamenHuas 00JIe3Hb, KAJIbKYJIE€3HbBIN XOJIEI[UCTHUT.

Mamwv 1986 roga posxgenusa (31 rox), GosbHa C
3-JeTHero Bospacra. ATaKM MPOSABJIAITCA JUXOPATKOH
1 OOJIAMU B KMBOTE IIPOAOJIIKUTEJIBHOCTBIO 2—4 mHA.
Yacrora arak 3—4 pasa B roa. Ormerujia HEKOTOpPOe
yuaienue ataxk mocye I GepemenHocTr. MoJeKyJIsapHO-
reHeTUYecKoe uccienoBanue reHa MEFV He BBIIIOJHS-
snock. CramuoHapHo He obciegoBasiachk. [[marsos mocras-
JIEeH IIoCcJIe TOro, Kak 3abojieBaHue ObLI0 JUAarHOCTUPOBAHO
y mereii (uepes 27 set ot ge6rota). C aBrycra 2016 r. mosy-



HaeT KOJIXUIIUH 2 MI‘/CyT, YTO IIPUBEJIO K SBHAYUTEJIBHOMY
YPEXEeHUIO IIPUCTYIIOB, KOTOPbIE CTaJIX IIPOTEKATh JIerdue.

O6cy:xxmenue

HamHoe HaOIIOMeHNE, ¢ HAIlell TOUKU 3peHud,
IIPECTABJISIET NHTEPEC 10 CIENYIOIINM IPUUYNHAM.
CCJI aBasiercsad MOHOT€HHBIM HACJeLCTBEHHBIM
3a00JieBaHUEM C HTHUYECKOU IPEIPaCIOIOMKEHHO-
creio. Cpengu nammenTos B Poccuu, B T.4. II0 HAIIIAM
IaHHBIM, IIPeobJafaioT JUIA apMAHCKOIN HAIIMO-
HaabHOCTH [17]. TaksKe cpeau MAIIeHTOB MOJKHO
BCTPETUTL MpeAcTaBuTeseil HapomoB CeBepHOro
KaBkasa, rpekoB, rpysuH [17]. M3BecTHa mocra-
TOYHO CcyIlecTBeHHas pacupoctpaHenuHocts CCJI
cpenu asepbamimxkanies [36]. Onucanus CCJI y
mpeAcTaBUTENeH KPBIMCKO-TATAPCKOT0 HApoaa HaM
He BCTpeuasoch. B To ke BpeMs B 9TOI MOMYJIAINH,
C YUETOM ee 9THOTeHe3a U CBA3BIO C TYPEIKUM 3THO-
COM, IMO-BUAMMOMY, MOYKHO OXKHIATL CYIIECTBEH-
HO# PACIPOCTPAHEHHOCTH HOCHUTEJILCTBA MYTAIIUI
rega M EFV u, ctajo ObITh, 3HAUNTEJILHON YaCTOThI
BCTPEUYAEMOCTU YKA3aHHON HO30JIOTUU, UTO MOKET
IIPECTABIATEL BaKHYIO IIPOOJIEeMY AJIA 3paBOOXPa-
HeHUS JAHHOTO PermoHa. XOoTdA y:Ke caMo Ha3BaHUe
3a00JIeBaHUA IIPEAII0JIATAET, UTO CeMelHbIe CIyuan
[IJIsI HerO TUIINYHEI, B HAIIINX COOCTBEHHBIX HA0JII0-
IeHUsaX, OCHOBAHHBIX Ha pabore B PenepasbHOM
peBMaTOJIOTUYECKOM IIeHTpe, MOKAa3bIBalOT, UTO
cemelinniii anamues o CCJI ObLIT OTAIOIIEH TOJb-
kKo y 21,7% unabmiomaBiuxcsa marnueHToB [17]. Msr
BBIIBUJIM OJHY apMSAHCKYIO CEMbIO, I'leé YKAa3aHHBIM
3a00JieBaAHMEM CTPAJAJIA MaTh W JBOE €€ ChIHOBE.
Hannable PecniybIMKaHCKOTO IETCKOTO IIeHTpa Iepu-
oxmuecKoii 6ose3nu Pecniy6muKu ApMeHUs — peru-
OHAa C BBICOKOI pacmpoctparHeHHocTbio CCJI, yKaswI-
BAIOT HA OTATOINEHHBINM ceMeHHbIN anHaMmue3 y 48,2%
HAOJIIOMaBITNXCA HAIMEHTOB [7]. ¥V UJeHOB OIMCHI-
BaeMoll HaMM CeMbH BBIABJIEHA caMas PacIIpocTpa-
HeHHas 1 BLICOKO IIeHeTpaHTHAaA MyTanusa p.M694V,
peapaciojarampInas K 6ojee TAKEJIOMY TEUEHUIO, a
TaksKe MyTamus/moaumopdusm p.R202Q. 3uauenue
TmocJenHell HeOJHO3HAYHO: B MCCIEIOBAHUM, BBITIOJ-
HeHHOM B Cepbuu Ha 100 yCJIOBHO 3J0POBBIX MHIU-
BUAYYMAaX, TeTEePO3UTOTHOE HOCUTEJILCTBO JTOM
myTanuu Berpedaercsa v 45%, a 10% wuccaexyemoit
TPYNOIIBGI MMEJIW TOMO3UI'OTHOE HOCHUTEJILCTBO IaH-
HOUM MmyTaunuu/monuMopdusma. OZHAKO ITUMU Ke
aBTOpaMU IIOKAa3aH IIPOBOCIIAJUTEJILHBLIN XapakTep
p-R202Q: mammeHTBbI, IOM3UTOTHBLIE II0 MaHHOMY
MOJINMOP(PU3MY, Uallle PasBUBAIN PEIUAUBUPYIO-
e SUu304bl (PeOPUIBbHON JUXOopamgKu, Iuddys-
HBIX 0OJIeil B JKMBOTE, IIEPUTOHUTA, YTOMJISEMOCTH
II0 CPAaBHEHHUIO C MHIWBUAYYMAMMN, He NMEBIINMU
usmeHenuii B reue MEFV [37]. Bosiee Toro, y romo-
surotHbix mo p.R202Q ommcaHo pasBuTHE IIPOBOC-
TMaJUTeJIbHOTO (PeHOTUIIa, COOTBETCTBOBABIIIETO Kap-
e CCJI, BKJIIOUABIIEro JUXOPAAKy, CEPO3UTHI
u mouHoaptput y 43% mnamuentoB B Typruu [38].
B mamem HabaogeHun u3 7 IpeacTaBUTe/Iel CeMbH,
Y KOTOPBIX BBITIOJTHEHO MOJIEKYJISIPHO-TeHeTUYECKOe
uccaenosanue rema MEFV, nBoe (metu Ne 2 m Ne
5) GbLIM TOMOBUTOTHBEI IO MyTaruam p.M694V u
p-R202Q, a 5 aBnanuch reTepo3uUroTaMu MO MyTa-

muu p.M694V. ToabKko y 2 mereii ObII MCCIeIOBAH
BEChb I'€H, 4 Y OCTAJIbHBIX MHAIMEHTOB II0 OPraHmu3a-
IIMOHHO-TEXHUYECKUM IIPUUYMHAM I[IOUCK MyTaIluii
orpaHWYMICA TOJAbKO 10-M 5K30HOM, Toe cocCpemo-
TOYEHO OOJILIITMHCTBO HamboJiee PaCIPOCTPAHEHHBIX
myTanuii. MOXKHO IPEAIIONIOKUTD, YTO CPEIN TeX U3
HIUX, Y KOT'O BBIABUJIACH M€TEPO3UTOTHOCTD II0 MYTa-
muu p.M694V, Bo 2-M 5K30HE TaKiKe IIPUCYTCTBO-
Basa MmyTamnusa/moaumopdusm p.R202Q, xoropas
MOTJIa BHECTH CBOM BKJIAJ B PA3BUTHE KJINHUUYECKO-
ro ¢enorumna sabomeBanusd. Cienyer oTMETUTDH, YTO
cpenu 3 Hambojee TAMKEJIbIX IAIMEHTOB B CeMbe,
KOTOpbIM IoTpeboBajsioch HasHauenue ['MIBII (metu
Ne 2, 3, 5 Ha puc. 2), n1Boe OBLIM TOMOSUTOTHBI II0
obenM MyTalusiM M OOUH PeOEHOK — TeTepo3urora
mo myTtarnuu p.M694V (peberok Ne 3 ma puc. 2), mpu
TOM YTO 2-i1 9K30H y Hee He MCCJIe0BaJICs. ITO ABJI-
eTcsA MILTIOCTPAIUell TOT0, YTO ITOJHOH KOPPeIauu
MeKy TeHOTHUIIOM U (DEHOTHUIIOM HeT.

T'oBops 0 KIMHUUYECKOIN KapTuHe 3a00JieBaHUS
Yy HAIIUX MAINeHTOB, CJIeAyeT 00paTUTh BHUMAHNE
Ha mpeobsamanue abmoMuHaJIbHONW (OPMBI 3a60-
JeBaHUA — y 7 u3 8 mpeacTaBuUTeNied ceMelicTBa, U
TOJBKO y OAHOUM AeBouku (peberox N 2 Ha puc. 2)
BO BpeMs aTaK MMeJiach TaKyKe KapTUHA ILJIEBPU-
Ta. OcCO0eHHOCTHIO HABGIIOAEHUS ABUIOCH PA3BUTHE
y OOJIBIIIMHCTBA IIPEICTABUTEJIel CeMbU BO BpeMs
aTak Hapsay ¢ 0OJIAMY B JKMBOTE BHIPAMKEHHOI qua-
peu, a TakyKe HaJIWYMe TAKOr0 HETUIIUUHOTO [JIA
CCJI mposaBseHusi, Kak adTO3HBIN cTOMATUT y 2
nanueHToB (metu Ne 2, 5 Ha puc. 2), ABIABIIUXCA
rOMO3UTOTAMU IO ABYM MYyTamuAM. OTO IPOSABJE-
HUEe XapaKTepHO [JIA APYroi HO30JIOTHH, PACIIPO-
CTPAHEHHOW CPeay BOCTOYHBIX THOCOB — 00JIe3HU
Bexuera, kotopas moxket couerathesa ¢ CCJL. Ho uu
OJIVH U3 HAIINX MallMeHTOB KPUTEPUSIM 3TOro 3a00-
JIeBaHU He YIOBJIETBOPSI. VI3MeHeHUs B aHAIN3aX
MOUYM B BUe JEUKOIUTYPUHU y AeBOUKU Au (pebe-
HOK Ne 3 Ha puc. 2) BeposATHee BCero o0yCJIOBJIE-
HBI COIIYTCTBYIOINEH MHMEKIMeidl MOUYeBLIBOAAIIIIX
nyteii. Tem He MeHee, HEJIb3s IOJHOCTHIO MCKJIIO-
YUTH BO3MOYKHOCTH HEAMUJIOUAHOTO IIOPaKeHUs
MoYeK B paMKaxX OCHOBHOTO 3abosieBauus. OTBETUTH
OKOHUYATeJHbHOTO Ha BOIPOC O reHe3e OOHAPYIKEH-
HBIX MU3MEHEHUWH MO3BOJUT AasibHelilnee HabJIoze-
HUeE 3a MallMeHTKOU C OIeHKOI OTBeTa Ha JieueHue
kKanakuaymaoom. CienyeT OTMETUTh, UTO Y 0OJIb-
IIMHCTBA IIpeacTaBuTeseil cembpu (orelr, getu Ne 1,
2, 3, 5 Ha puc. 2) UMeJU IPOABJIEHUA CO CTOPOHBI
OIIOPHO-ABUIaTEJIBLHOIO AallllapaTa B BHUAEe HHTEH-
CHUBHBLIX apTPaJruii, KOPOTKUX SIU30L0B aPTPU-
TOB CYCTABOB HHUKHHNX KOHEUHOCTEH (KOJEHHBIX,
TOJIEHOCTOIIHBIX), Muanruii. Ilo faHHBEIM KPYIIHOTO
uccaenoBanus CCJI B TypenKoii momyasiiuu, 4acTo-
Ta YKasaHHBIX POSBJIEHUIN HOCTATOYHO BHICOKA:
TakK, apTpajruu orMmeueHsl v 49,7% , apTpuTel — y
47,4% u muanrun —y 39,6% [25]. O6paiiero BHU-
MaHNUe Ha HaJluuue y ABYX ChbIHOBell (metu Ne 4 u 5
Ha puc. 2) BO BpeMs aTaK 3PUTEMATO3HBLIX CHIMIEH,
HEKOTOPBIM 00pa30oM HAIOMUHAIOIINX POKEIoo06-
"yt sputemy mpu CCJI, H0 BO3BHHUKABIIINUX B HETH-
MUYHBIX IJId Hee MecTax (puc. 3). B yike ymoMmuuas-
meMcsa KPYIIHOM TYPEIKOM HCCJIeNOBAHUU BBISIB-
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JIEHO [IOCTOBEpPHOEe IpeobjafaHue 3TOr0 IIPOsABJIe-
HUA y JUI MysKcKoro moja (M/x%=23,1% /18,4%)
[25]. Bce meTm MyKCKOro Imojla BO BpeMsdA aTak
UMeJIu TPU3HAKW TAKOT'O0 HEYacTOr'o MPOABJIEHUST,
Kak opxurt (puc. 4), BCTPEUAIIUINCI B PA3JIUUHBIX
MOMyJIANUAX ¢ yacToroi 3—25% [7].

B mesom, TeueHue sabosieBaHUA y IIpeAcCTa-
BUTeJIeH 3TON ceMbU OBLIO AOCTATOYHO TAMKEIBIM
— Jajke MaKCHUMaJbHbIE 03Bl KOJXUIIMHA HE KOH-
TPOJIUPOBaIN 3a00J€BaHMe IIOJHOCThIO, a V 3 Hau-
6ojiee TsoKeJbIX mamueHToB (metum Ne 2, 3 u 5 Ha
puc. 2) BO3HHUKJIA HEOOXOAMMOCTHL B Ha3HAYEHUU
T'UBII — uaruouropa NJI1 kamakuunymabda ¢ mepBo-
HavaJbHO XopoIinuM sddexrom. Ilo Tsa:kecTu Teue-
HuA B HadHaueHuu tepanuu MBIl ny:xgaercs orerr,
HaIUX MaleHTOB, Y KOTOPOT'0 OAHUM 13 OCHOBHBIX
npenAatrcTBuii K HasHaueHuio ['MIBII mocay:xwmiia
BBIPaKeHHasd KOMOPOUIHOCTb, KOTOpas OTYACTHU
MOKeT OBITh CBsA3aHa C UMEIOIIUMCSA ¥ Hero XPOHU-
YeCKUM BOCIajJeHueM. Y KasaHHBIN IIperapar IJjia-
HUPYyeTCAd HAa3HAYUTH II0CJIe OIIePAaTUBHOTO M3Jjeue-
HUSA KAJIbKYJIE3HOTO XOJIEI[CTUTA.

Crenyer Tak:ke oOpaTHUTh BHUMAaHWE, UTO Y
ooabpmIMHCTBA 4jeHOB cembu auartosd CCJI 6Owla
TIOCTABJIEH CO 3HAUUTEJbHOU 3amep:kKoi. Eciu y
IIpecTaBUTeNel cTaplliero MOKOJeHus 3aep:KKa B
IMOoCTaHOBKE Auartosa cocrasmiaa 31 u 27 jet, To y
nmereit oHa cocrtaBysaiaa ot 1,5 go 10 jer. Ilpu saTom
MIPAaBUJIBHBIN MUATHO3 POAUTENAM OBLI IIOCTaBJIEH
TOJIBKO IIOCJIe TOTO, KaK 3abojeBaHme OBLIO aua-
THOCTHPOBaHO y mereil. Takas ke cuTyalnus umesia
MecTO W B APYroil HabJomaeMoil HaMU ceMbe C
CCJI, xorgma maTepu AuarHos ObLI IIOCTABJIEH IIOCJIE
TOr0, Kak 3a0oJieBaHNe BBIABJIEHO y ChIHOBEH. ITO
yKasbIiBaeT Ha HemocraTtouHoe 3Hanme CCJI mrmupo-
KUM Kpyrom Bpaueii. XoTesaoch ObI HALEATHCS, YTO
JaHHas CTaThs eIlle pa3 IpUBJeUeT BHUMAaHUE K
9TOM HO30JI0TUU, OYAEeT CIIoCOOCTBOBATEL 00JIee pPaH-
Hell TmarHocTUKe 3a00JeBaHUsA, JieYeHue KOTOPOTo
Ha CEerofHAIIHUN MeHb XOPOIIo pas3paboTaHo, B TO
BpeMsd Kak 0e3 ajeKkBaTHOro Jyieuenus nporuos CCJI

Puc. 3. 9puremarosHas cpinb y nanuenra ¢ CCJL.

Puc. 4. Opxur y nanuenta ¢ CCJIL.

KpaiiHe cepbe3eH B CBA3YU C BLICOKUM PHUCKOM Pa3BU-
TUA aMUJIOUA03a IMOYEeK U XPOHUYECKON ITOUEUHOHN
HeJOCTATOUYHOCTU.

dunancuposanue u KOHGAUKM UHMePeCcO8: A8MO-
pv. cmamvu nodmeepdunru omcymcmeue (PUHAHCOBOLU
noddepiku uccredo8arus U KOHMJIUKMA UHMEPecos, O
KOMmMopuvLX Heo6Xx00UMO COOOUWUMD.
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PEDMEPATBI

CTEHOTHYECKHUE ITOPAXEHHA U MAKCHMAJIBHBIH JJHAMETP AHEBPH3M
KOPOHAPHOH APTEPHH IIPH BOJIEBHH KABACAKH

3adaya uccaedosarus: onpedeiumdv pPAcnpocmpa-
HeHHOCMb NOCAedYIWUX CMEeHOMUYeCKUX NOPANCeHUL
HA 0CHO8e MAKCUMAJbHO20 duamempa camoii 60abULOlL
aHespu3MbL KOPOHAPHOIL apmepuu y nayueHmos c 6ouaes-
Hvlo Kasacaxu u nopozo6ozo snavenus duamempa Kopo-
HApHOIL apmepuu, C813AHH020 C PUCKOM PA36UMUS cme-
Homuwecko0zo nopasxcenus. Mamepuanvt u memoodsL uccie-
dosanus: obcaedosansvt 214 nayuenmos (160 myxcuun ),
Y KomopbLx Obl1a noO MeHbulell mepe 00HA AHESPU3MA 8
cesleKmu6Holl KopoHapHoil anzuozpamme (KAL), npose-
Odennoil yepes 100 Oneil nocae navana 6one3nu Kasacaku.
H3mepen maxcumanvhslii Ouamemp ane8pu3mvl KOPOHAP-
HOllL apmepuu 8 3 0CHOBHbLX 8emeax 6 ucxo0Hvlx KATL.
Bemeu OvLiu paszdesenvl Ha 3 zpynnvl 6 COOMEEMCMEUUL
C MAKCUMALLHbLM OUAMEMPON AHEe8PU3MbL KOPOHAPHOU
apmepuu: 6onvwoil, >8 mm; cpednuii, >6 mm, HO <8
mm; u Heboavwoii, <6 mm. ITocnedyrwuwue KAI' 6 xode
Habniodenus. Hccnedosanvl cmeHomuieckue nopaierus
6 KonmpoavHblx KA u oyeHeHa pacnpocmpaHeHHOCMb
CMeHOmuUYecKoz0 NopaxicenHus 8 Kaxc0oi zpynne Ha OCHO-
eanuu naow,adu nosepxuocmu mena (IIIIT) memodom
Kannana-Meiiepa. B danHom uccnedo8aHus JOKAAU3O-
8aHHYLIL cmeH03 >25% U noaHaAs OKKLI03US ObLAU 8KAI0Ye-

HblL KaK cmenomuyeckoe nopaxcernue. Takxice onpedenervt
moyKu omceueHus 0Js CMEeHOMULeCK0z0 NOPANCeHUs.
Pesyavmamul: cpednuil unmepsanr om ucxo0uvix KAI
0o nocnednezo KAI' cocmaensan 8 nem, maxcumym 32
200a. das IIIIT <0,5 m2 20-remmusas pacnpocmparen-
HOCMb 00bUWUX U CPEOHUX CMEeHOMUYeCKUX NOPANCeHUL
cocmasasaa 78% (n=62, 95% U, 63-89 ) u 81% (n=40;
95% U, 63—-89 ) coomsemcemeenno. Jlasa T >0,5 m2
b6onvuLue u cpedHUe CMeHOMmuLecKue Nopaxenus cocmas-
asau 82% (n=75, 95% IH, 67-91) u 40% (n=56, 95%
U, 20-64) coomeemcmeenno (p<0,0001). BuvieodwL:
moyKu omceyenus Ouamempa KOPOHAPHOIU apmepuu
6 meuenue nepsvix 100 OHeil nocne Havana 60ae3HU
Kasacaxu, npugodaujue kK cmeHomu4ecKomy noparteHuio
6 no3dnem nepuode, umeau duamemp >6,1 mm npu I1IIT
<0,5 m? u ouamempom >8 mm npu IIIIT >0,5 m2. dmu
MOUKU OMCeUeHUs COOMBemcmaeo8al Z-score He MeHee
10 npu dsymeproii axoxapduozpaduu. [Iayuenmam, nona-
darowum nod amu Kpumepuu, Heo0xo00UMbL. MULAMELbHOe
Haoba00eHue U AHMUMPOMOOmuieckas mepanus.

Etsuko Tsuda, Nobuyuki Tsujii, Yohsuke Hayama.
The Journal of Pediatrics. 2018; 194: 165—-170.
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