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Pe3siome

Beedenue. Ilepuoaunueckas 00JIe3Hb, UM ceMeliHas CpeIn3eMHOMOpPCKast 00JIe3Hb, — MOHOT€HHOE HacJIeACTBEHHOE 3a00IeBaHNE
C ayTOCOMHO-PELIECCUBHBIM TUITOM HACJIeAOBaHU I, KOTOPOE XapaKTepU3yeTCsl CIIOHTAHHBIMM BO3BPAaTHBIMU MPUCTYTAMU JUXOPaIKKU
1 aCenTUYECKUM BOCTIaJIeHUEM CEPO3HBIX 000J109eK — MOJUCEPO3UTOB: IEPUTOHMTA, TIJIeBpUTa, CMHOBUTOB. OCHOBHOE 1 Hanbosee
TSIKEJIOe eT0 OCJIOKHEHNE — CUCTEeMHBIN aMUJION 03, B YaCTHOCTU, aMUJIONIHAST HepomaTusi ¢ IpOrpeccupyromieil XxpOHNIeCKOit
IMOYEYHOM HEeIOCTATOYHOCTHIO TIPU OTCYTCTBUH JIeUeHUST. BTopoe ocokKHeHMe TIepruognIecKoil 60JIe3HN — clTacuHas 00Jie3Hb, HEpeI-
KO C pa3BUTHEM TOHKOKHUIIIEYHON HETTPOXOAUMOCTH U Oecruronus. 3aboieBaHre HanboJjiee paclIpoOCTPaHEHO CPeaH ITPeaCcTaBUTENIeH
IpeBHUX HaponoB CpenrM3eMHOMOPBS U Yallle BCTpevaeTcs y eBpeeB-cedapaoB, apMsiH, apaboB, TPEKOB, TYPOK, HaponoB KaBkasa.
Pesyavbmamei. B cTaThe MpencTaBieHbl COBpEMEHHbIE MOIXO/bI K STUOMATOreHe3y, AMarHOCTUKE U JICUSHU IO CEMEITHOM cpearn3eMHOMOPCKOM
JIUXOpaaKHU (MEPUOANYECKOI 00IE3HM), PACCMOTPEHBI KJITMHUKO-T€HETUYECKHE aCIEKThI, a TAK3Ke MPUBEAECHBI TPY KIMHUUECKUX CITydast
13 COOCTBEHHBIX HaOMfoeH . VI3ydyeHbl HallMOHATbHBIN COCTAB M CEMEHBIN aHaMHe3 TTAIlMeHTOB [JTST BBISICHEHUST YaCTOTHI CEMEMHBIX
CJlyyaeB JaHHOTO 3a00JieBaHus1. B rpymmy Boiin 26 maiiMeHToB B Bo3pacte ot 16 10 74 niet, u3 Hux 14 MmyxuuH (54%) u 12 xeHuiuH (46%),
HaXOIMBIIMXCS HAa 00CIeN0BaHUM B TacTpoaHTeposiornyeckom otneneHuu ['bY «Pecnybnukanckas KimHuueckasi 0oabHuia Pecriyonuku
Harectan» B mepuon 2011-2021 rr. Bce manmeHTH MOCTYUIN B OTACACHHUE B MEXKTTPUCTYTTHOM MEPUOJIE C XKaJlo0aMu Ha MepuoaudYecKu
MOBTOPSIOLLIMECS TTPUCTYTBl MHTEHCUBHBIX a0IOMUHaJIbHBIX 00J1eii, COnpoBOXK Aatolrecs ¢pedpuibHOi Tuxopankoit. [Ipu npoBeaeHun
OOIIEKJIMHNYECKOTO 1 JTaG0paTOPHO-MHCTPYMEHTAJIBHOTO UCCIISIOBAHMSI M C YIeTOM TaHHBIX aHaMHe3a Obljla UCKJTIOYeHA pyTast aTo-
JIOTUSI ¥ BBICTABJICH TUATHO3 «TIepUoanIecKast 00JIe3Hb» C UCITOJIb30BAaHEM TMaTHOCTUIECKUX KPUTepreB KITMHUKY Tenb Xaromepa.
KuroueBbie ci10Ba: cemeiiHast cpeqn3eMHOMOpPCKas IMXopanka, nepuoanyeckas 0onesub, reH MEFV, kputepuu Tenb Xaliomepa, KOJIXULAH.
Jlna nurupoBanus: DcenoB D. M., AxmenoBa ®. /1., Ak6uena [1. C., Abacosa A. C. Posib reHeTMUeCKX (DAKTOPOB B ITaTOTeHE3e
U TEYEHU U CeMEMHOM cpenn3eMHOMOPCKOI TMXopaaku (IepruoandecKoit 6ose3nn) y xutenaeit Pecnyoauku darecran. Jlevammii
Bpau. 2024; 1 (27): 60-63. https://doi.org/10.51793/0S.2024.27.1.009
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Abstract

Background. Periodic illness, or familial Mediterranean fever, is a monogenic hereditary disease with an autosomal recessive mode of
inheritance, which is characterized by spontaneous recurrent attacks of fever and aseptic inflammation of the serous membranes — poly-
serositis: peritonitis, pleurisy, synovitis. Its main and most severe complication is systemic amyloidosis, in particular, amyloid nephropathy
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with progressive chronic renal failure in the absence of treatment. The second complication of periodic illness, is adhesive disease, often
with the development of small bowel obstruction and infertility. The disease is most common among representatives of the ancient peoples
of the Mediterranean and is more common among Sephardic Jews, Armenians, Arabs, Greeks, Turks, Caucasian peoples.

Results. The article presents modern approaches to the etiopathogenesis, diagnosis and treatment of familial Mediterranean fever (peri-
odic illness), considers the clinical and genetic aspects, and also presents clinical cases from our own observations. Studied the ethnic
composition and family history of patients to find out the frequency of family cases of this disease. The group consisted of 26 patients aged
16 to 74 years, including 14 men (54%) and 12 women (46%), who were examined in the gastroenterology department of the Republican
Clinical Hospital of the Republic of Dagestan in the period 2011-2021. All patients were admitted to the department in the interictal
period with complaints — of recurrent attacks of intense abdominal pain accompanied by febrile fever. When conducting general clinical
and laboratory-instrumental research and taking into account the data of the anamnesis, another pathology was excluded and a diagnosis
of «periodic illness» was made using the diagnostic criteria of the Tel Hashomer clinic.

Keywords: autoinflammatory diseases, familial Mediterranean fever, periodic illness, MEFV gene, AA amyloidosis, Tel Hashomer
criteria, colchicine.
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emeitHas cpenuseMHomopcekas inuxopanka (CCJI), unu nepu-

onuueckas 6ose3Hb (I1b), — 1aBHO U3BECTHOE MPAKTUKY-

IOIIM MeIMKaM U HayYHBIM UCCIIENIOBATENSIM CTpaaHue,

STHUOJIOTUIO U TTATOTeHe3 KOTOPOTo YIaaoch paciindpoBaThb
JUiIb B KoHIE XX Beka [1]. OTBeTCTBEHHBIM 3a pa3BUTHE JAHHOTO
3a00sieBaHMsI ObLT Ha3BaH reH MEFV (ab0peBuarypa siB/IsieTcst COKpa-
1IEHWEeM OT Ha3BaHuUsl Oosie3HU — Mediterranian Fever), oTKpbIThIi
B 1997 r. TeH pacrofioxeH Ha KOPOTKOM Tutede 16-ii mapbl XpOMOCOM
U KOIMPYeT OeNTOK MTUPUH (MapeHOCTPUH), KOTOPBIN SIBIISIETCST PETYJIIsI-
TopoM crietirduyeckoii mHGIaMMacoMbl NALP3 — BHyTpUKJIETOYHO-
ro O6eJIKOBOT0 KOMILJIEKCa, 00ECMeuBaloIIero CMHTE3 MHTEpJIeHKHA-
1B (UJI-1B) u snumuHanmio naroreHoB. [TnpruHo-1HGbI1aMMacOMHBbI I
KOMTILJIEKC SIBJISIETCS TIPENMKTOPOM Pa3BUTHST aMIJIONI03a (TTpe-
HMMYIIECTBEHHO 1Movek) B 25-40% cityuaeB. K HacTosiiieMy BpeMeHU
n3BecTHO 6os1ee 300 moBpexxneHmit reHa MEFV, 3 HUX uaeHTudu-
uKpoBaHo § MyTauuii. C TUTIOM MyTallU¥ aCCOLIMMPOBAHBI KIIMHUYE-
CKMe MPOSIBJIEHU S, TSIKECTh TeueHU st U TporHo3 6osiesHu. [pu CCJI
BO3MOXHO OTCYTCTBUE U3BECTHBIX MyTalnii reHa MEFV. Cuutaercs,
YTO ITUPUH SIBJISIETCST Ga30BBIM PETYIISITOPOM BOCTIAJINTETHHOTO OTBE-
Ta HEUTPODUIIOB. YCTAaHOBJIEHO, YTO TTPU PA3IMIHBIX HAPYIIEHUSIX
€ro MpONyKIINU, 00sI3aHHBIX MyTallnu reHa, pa3susaercs CCJL. 'en
9KCIpeccupyeTcs He B TMMGOLUTAX, a B KJIETKaX (harounuTapHoi
CUCTeMBbI (HeiTpoduiax, TYYHbBIX U ACHIPUTHBIX KJIETKaX), KOTO-
pBbIe ¥ CTAHOBSITCST OCHOBHBIM CyO'beKTOM BOCIAJIEHUSI, TO €CTh 3/1eCh
K TTaToreHe3y 60J1e3HU MOIKITI0YeHBI 60JIee IPEeBHUE CUCTEMBI BOC-
MMaJINTETHLHOTO OTBeTa (BPOKAEHHBI UMMYHUTET). YJacTue ryMo-
pasbHOTO MK T-KJIETOYHOTO UMMYHUTETA HOCHUT OTTOCPENOBAHHBIH,
BTOPUYHBIN XapakTep. BaskHO OTMETUTD, UTO 0Opa3oBaHME AaHTUTEIT
(KaK rpuv ayTOMMMYHHbIX 00JIE3HSIX) HE XapaKTepHO. PertuanBbl Boc-
MaJUTEeIbHBIX aTaK TeHETUYEeCKY IETePMITHUPOBAHBI, 3aITyCKAIOTCST
daroumTaMu 1 peau3yoTcs MyTeM YCTOMYMBOI TUTIEPITPOTYKITUN
WNJI-1 v npyrux npoBocnaauTeabHbIX HIUTOKMHOB. Ha 311X paznnuu-
SIX OCHOBBIBAETCSI CYIIIECTBYIOIIEE B HACTOSIIIEE BPEMSI pa3rpaHueHue
ayTOMMMYHHBIX 1 ayTOBOCTIAIUTEIbHBIX 00JIE3HEH, K YUUCTY TIOCE-
Hux otHocuTcs M CCJI. Pa3rajmka KJio4eBoi posiu ITPOBOCIIAIUTE b~
HBIX [IMTOKWHOB MO3BOJINJIa OOHAPYKUTh (D (EeKTUBHBIE CPEICTBA
IUTST JIedeHU ST 3a00JIeBaHU ST, B YaCTHOCTH, IMNPOKO MCTIONb3YIOTCST
TIperiapaThl COBpeMEHHOI aHTUIIN TOKITHOBO Teparnui [2]. 3BecTHO
HaJIMIre STHUYECKON MPenpacrioNokeHHOCTH! K TaHHO 001e3H1
Cpeau UL ONpeeIeHHBIX STHUUYECKUX TPYTII, YTO CBUAETEICTBY-
€T 0 MOHOTEHHOCTHU U HaCJIeICTBEHHOM XapaKTepe 3a001eBaHUsI.
C Haub6osbieit yacrotoit CCJI BecTpeuaeTcst cpeiy npencTaBuTesiei
4 HapoOB: y eBpeeB-cedapioB (ceBepoaprkaHcKue eBpen, B XV B.
nokuHyBIMe Mcranuio) pacpocTpaHeHHOCTD 3a00JIeBaHUSI COCTAB-
nstet 1:250; y apa6os — 1:100, Typok — 1:395; apmsa — 1:90-100 [3].
B Poccun nmanbpma nepeHctBa o 3adoneBaemoctu CCJI npuHaa-
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JiexuT apMsiHaMm. [1pu nccienoBanuu B @enepasbHOM peBMaTOJO-
TUUYECKOM LIEHTPE HallMOHaIbHOTO cocTaBa 23 mauneHToB ¢ CCJI
GoabIIHCTBO (78%) MprHAIIEKAIN K apMSIHCKOIM HALIMH, OCTAJIbHbIE
obuu npeacrasurensimu CesepHoro Kapkasa [4]. Y GonblIHCTBA
60bHbBIX (10 90%) HanboJIee YacToi cunTaeTcs mytarus M694V,
Jokanusyoiasics B 10-m ak3oHe reHa M EFV, koTopasi 3aKJ1104aeT-
Ccs1 B 3aMeHe BaJIHA Ha METUOHWH B 694-M TMOJIOXEHU U 1 00pasyeT
rartotuniel A, B, F, G u ap. [5]. UMeHHO 3Ta MyTaIus, Kak CduTaloT,
COIPOBOXIAETCS HAMOOJIee TSKEIBIM TeUeHHUEeM O0JIE3HU, C YaCTHIMHU
pelManBaMU, UHTEHCHBHBIM OOJIEBBIM CHHIPOMOM, BHICOKOI JTXO-
PpaKoii ¥ pe3UCTEHTHOCTBIO K KOMXUIMHY [1]. Takue ataku 60/1e3HU,
C Hallleil TOYKH 3peHUsl, PaKTUUIECKU SBIISTIOTCST «IITATOKMHOBBIM
IITOPMOM», C TIPOSIBJICHUSIMU HE TOJIBKO CUCTEMHO BOCTIATUTEITb-
HOI peakIIy (JIUXOPaaK1), HO U MECTHOTO BOCITaJICHUS (CEpO3UTOB
Y CHHOBUTOB). B HacTos11Iee BpeMsI CyIIIeCTBYET ellle KaK MUHUMYM
7 pa3nuuHbIX MyTaLuii reHa MEFV, noKaau3yIommxcst He TOJIbKO
B 10-M 9K30He, HO 1 B IPYTUX yyacTKax reHa. Tak, COOOIIAIOT O BbISIB-
JIeHUU UHOM, OoJiee penkoit B Poccun myTtanuu/monumopdusme
R202Q (2-i1 5K30H) KaK B TOMO3UTOTHOM, TaK U T€TepO3UTOTHOM
COCTOSITHUM, a TaKKe B COUCTAHWU C BbIIIIEHA3BAaHHON ITMPOKO
n3BecTHOI MyTatueit M694V (B 10-M 9K30He) y IpeCcTaBUTENEl CeMbI
KpbIMCKUX Tatap [6]. OmHako ornrcaHa yactast BCTpe4aeMOCTh TOMO-
3UroTHOi MyTtaiuu p. R202Q'y 43% nauentos ¢ CCJI B Typuuu [6],
YTO MOXET OOBSICHUTD HAaJIMYMe ITOU MyTallK Y KPIMCKO-TaTap-
CKOli ceMbU U OJIM30CTh OMMUCAHHOTO ceMeitHoro BapuaHTa [1b
K TypelikoMmy. HecMoTpst Ha o01enpuHSITOe Ha3BaHUe OOJIC3HU,
B KOTOPOM OTpakeH CeMEMHBII, HAaCJIeICTBEHHBIN XapaKTep MaTo-
JIOTUM, B IUTEPATypPe Mbl BCTPETUJIN pa3HOPEUYMBBIC TaHHBIC.
Tak, HanmpuMep, 1O pe3ybTaTaM UCCIeI0BaHMsI, TPOBEACHHOTO
B DenepaibHOM peBMaTOIOrMYeCKOM LIEHTPE, CeMEMHbBIII aHaMHe3
1o CCJI 65171 OTSTOIIECH TOJBKO Y 21,7% manueHToB [4], Torna Kak B
ApMEHMH 3TOT MoKasatesib coctapisiet 48,2% [3]. CCJI — ato Hacnen-
CTBEHHOE 3a00JIeBaHNE C Ay TOCOMHO-PELIECCMBHBIM MEXaHU3MOM
HacJIeoBaHM s, a 3HaYuT, 115 pa3suTust CJ1J1 y pebeHka HeoOXonumo
HaJM4yKe NByX MyTAaHTHBIX T€HOB B UIGHTUYHBIX JIOKYCaX MapHBIX
XPOMOCOM Y POIUTEIIEH, TPUIEM BEPOSTHOCTb POXKICHMST OOJIBHOTO
pebeHKa y «3I0POBbIX» HOCUTEIEi MyTaHTHOTO I'eHa cocTaBisteT 25%,
XOTSI 3Ta 3aKOHOMEPHOCTh HOCUT CTaTUCTUYECKUIA, BEPOSITHOCTHBII
xapakTep. OmHaKo 1Mo JaHHBIM psiaa aBTopoB, st CCJI xapakTepHa
BbICOKAs YaCTOTA Pa3BUTHSI 3a00JIEBaHUS Y TETEPO3UTOT — HOCUTENIEI
OIHO ITATOreHHOM MYy TaLlMK: TAKKE MAIllMeHThI COCTABIISIOT OT 16%
10 33,8%. 1o nannbiM B. B. Pameena [2], camast BbIcOKast 4acToTa rete-
PO3UTOTHOTO HOCUTETLCTBA MyTaHTHOTO reHa [1b oTMeuaetcst cpenn
apMsIH (KaxIblil cenbMoii) 1 eBpeeB-cedapaoB (KaXKIblii BOCBMOIA).
Ecnm B nepuon CCCP HanboJbliree YMciio 60IbHBIX COCTABIISIITNA
apmsiHe [10], To B XXI Beke HauboJbiee pacnpocrpaHenne CCJI
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cpenu HaceneHUst PO otMeuaeTcst cpenu HaponHocTeir CeBepHOTro
KaBkasa, B TOM unciie cpei KOpeHHbIX 3THOCcOB JlarectaHa [8].
ITo3TOMY HaC MHTEPECOBAJIO U3yUeHHE HAIIMOHAJIBHOTO COCTaBa
u ceMeiiHoro anamHe3a rmaureHToB ¢ CCJI 1St BEISICHEHUS 4aCTO-
ThI CEMEHBIX CJIy4aeB JaHHOro 3a00jeBaHus. B rpymiy Boiu
26 maieHToB B Bo3pacTte oT 16 10 74 jieT, u3 Hux 14 Mmyx4uuH (54%)
u 12 xeH1uH (46%), HAXOMUBIIMXCS HAa 0OCSIOBAaHUM B FaCTPOIH-
Teposiornyeckom otaenenuu ['bY «PecnybnukaHckas KiinHu4ecKas
6ompaMIA Pecryonmuku Jdarectan» B iepuon 2011-2021 rr.

Bce mauyeHThI MOCTYIIMIN B OTAEIEHNE B MEXIIPUCTYITHOM
MEPUOIE C 3KaJ00aMu Ha MIEPUOANIECK U TOBTOPSIOIINECS TIPUCTY-
bl ”HTEHCUBHBIX a0MOMUHAIbHBIX 00JIei1, COITPOBOXK AAIOIINECS
be6pubHOI Txopankoii. [Ipu mpoBeaeH N OOIIEKTNHIIECKOTO
1 JTabOpaTOPHO-UHCTPYMEHTAIHHOTO UCCIENOBAHMS U C YUETOM
JMaHHBIX aHaMHe3a OblJTa UCKJTI0UeHa pyTasi MaToJOT sl U BBICTaB-
steH nuarHo3 I1b ¢ ucnonb3oBaHMEM IMATHOCTUYECKUX KPUTE-
pueB KauHuku Teapb Xamomepa [9]. [AnuTeabHOCTh 3a001eBaHU S
K MOMEHTY MOCTAaHOBKM JMarHo3a coctaBuja ot 2 1o 70 jieT, 4To
TOBOPUT O MO3[IHEeI TOCTAaHOBKE MrarHo3a. HanmoHanbHast mpu-
HaJJIeKHOCTh: aBapiibl — 6, aHauell — 1, a3epOaiiXKaHIIbl (THIYE-
CKUe TypKu) — 3, apMsiHUH — 1, eBpen — 2, upaHelr — 1, makisl — 4,
JIE3TUHBI — 3, TapTUHIIBI — 3, KYMBIKH — 2.

BrisiBACHBI cenyoonie 0COOEHHOCTU TCUCHUS:

e B9 cayyasx (34,6%) oTMedeH ceMeHBII, a B OCTaJbHBIX —
CIIopaJnyecKMii XapakTep 60JIe3HH;

e BaHaMHe3e y 37 % GOMbHBIX UMEJINCh HEOOOCHOBAHHBIE OITe-
paTUBHbBIC BMEIIATEIbCTBA, B TOM YKCJIe TOBTOPHBIE;

® TOJIBKO 3 MalMeHTa yXKe 3HaJIM O CBOEM JUarH03€e, OCTalb-
HBIM €r0 BHICTABUJIM BIIEPBbIE, HECMOTPS Ha JJIMTEIbHBIN CTaxK
60JIe3HU, YTO TOBOPUT O COXPAHSIIOLIEMCS y IIMPOKOI0 Kpyra
Bpaueii HemoctatouHoM 3HaHuU o CCJI.

KAMHUYECKUE NPUMEPDbI CEMEHHbIX CAYYAEB CCA

1. boavnasn /. 3., 16 aem, asapka.

Boneer ¢ nercTBa, 3a601eBaHKe TOrIA MIPOSIBISLIOCH PEIKUMU
HEMHTEHCHBHBIMU OOJISIMU B XKMBOTE, HO B HACTOSIIIIEE BPEMSI OTME-
qaeT yJallleHHe TPUCTYIIOB, CBSI3aHHOE C TTyOepTaTHBIM IEPUOIOM.
ZKano6sl B MOMEHT OcMOTpa Ha 3-4-THEeBHBIE TIPUCTY Bl a0I0OMU-
HaJIbHBIX 00JICH, COIMMPOBOXKAAIOLINECS AUapeeii, TOLTHOTOM, PBO-
TOM, AU3YpHEii, TOJIOBHBIMU UJIM CYCTABHBIMM OOJISIMU U TIOBBITIIE-
HueM TeMIiepaTyphl 10 38,5 °C. 3a BpeMs MpuCTyTia TepsieT B Bece
110 4-5 KT, 00JI1 HUYEM He KYITUPYIOTCSI, B 3TO BpeMsi 00JIbHAasI ITOJIHO-
CTBIO TEPSIET AIMETUT M aKTUBHOCTD. YacToTa MOTOGHBIX IITU30I0B —
1-2 pa3a B MecsI11, TTepei TUM 3a CYyTKU IeBYIIIKa YYBCTBYET CKOPOE
HaCTYTUICHUE TIPUCTYTIA B BUIE TTpoapoMa (ITOSIBIISIETCS YyBCTBO
HaMpsIKEHU ST, TOJIOBHASI 00JIb, CBETOOOSI3Hb, O0IIAST CJTA00CTH).
B MeXXTIpuCTYHBIIM MepUo MalIMeHTKY HUYEero He OECTIOKOUT, CBSI3U
C MECSITYHBIM LIMKJIOM HE OTMeUaeT, MecsiuHble ¢ 12 JIeT, ycTaHOBU-
JIMCh CPasy, MPOIOJIKAIOTCS TT0 4-5 THEI.

CeMeiliHBI aHaMHE3: B ceMbe elle ABoe aeteil. Crapumii 6pat
(20 7eT) TakKe ¢ IeTCTBA CTpanaeT MOJOOHBIM 3a00JIeBaHUEM,
B aHaMHe3e 4 ornepaliui (anIeHI9KTOMUSI, IBYKpaTHOE paccede-
HUE CIIaeK, XOJeIUCTIKTOMUST). Y cTapiueii cectpsl (18 eT) Takxe
OTMeYarTCcs abOMUHAbHbIE 00U, BIpaKEHHbIE B MEHbIIIEI
cTerneHM 1 6e3 TeMIepaTypHOI peakilnu.

[Tpu MoJTeKyIIpHO-TEHETMYECKOM aHaTN3¢ Y TAllMEHTKU BBISB-
JIeHa KJlaccuueckast MyTauust p. M694V B roMO3UTOTHOM COCTOSI-
HuM. HazHaueH KOJIXUIIMH B 103€ 1 MT/CyTKH, C TIOJIOXKUTETbHBIM
apdekrom. JlanbHeiilee HaOMOAEHUE B TEUEHKE rojia MoKa3aJio
ypexkeHUe YacTOThl MPUCTYIIOB A0 3-4 pa3 B roJ U YMEHbIIIEHUE
X UHTEHCUBHOCTH.

2. boavnoii M. P., 32 200a, omeu — aszepbationcaney, (3muuecKuii
MypoK), mams — pyccKasi.

C netcTBa 6€CIOKOSIT 3-THEBHBIE MTPUCTYITHI aOMOMUHATBHBIX
0oJeii, ¢c yacToToit 3-4 pasa B roa. B nocieaHue 4 roga otMevaeT
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yyalleH e MPUCTYTIOB, CHayaja yepe3 2-3 Mecs1ia, 3aTeM Jallle, Bpe-
MeHaMU 110 2 pa3 B MecsI1l, 3-4 THeBHEIE, C TEMIIePaTypHOI peakiinei.
Bbonu He KyImpyoTcst aHaIbre TUKAMU ¥ HECTEPOUIHBIMU ITPOTUBO-
BOCHATMTEIbHBIMU CPEAICTBAMH, CTTa3MOIUTUKaMK. HeomHoKpaTHO
TOCTITUTAJIM3UPOBAJICS B XUPYPTrUUECKOE OTACICHHUE C MOI03PEHNEM Ha
OCTPYI0 XMPYPru4ecKyo MaToJI0r o, OOHAPY KM BAJICS JIEHKOLIMTO3
BTIpenenax 16-20 X 10%/11 1 yMepeHHBII BEITIOT B GPIOLITHON MOJIOCTH,
B 00JIACTH ITEYSHOYHOT'0 YIJIa, OJTHAKO IO UCTeUeHU N 2-3 THel Tocie
MOCTYTUJICHUSI 00JIM CAMOCTOSITEIBHO ITPOXOIUJIN, B CBSI3U C YEM
OCTpast XUpypruvecKkasi maroorus oblaa uckiarodeHa. OocienoBaics
1 JICUUJICS B TEPAreBTUUECKMX CTAlIMOHAPAX I10 TTOBOY MaHKpeaTuTa,
KOJINTA, MOJ03PeBaI OHKOJIOrMYecKoe 3a0ojieBaHue (MepUogu-
YEeCKU BO BPeMs ITPUCTYITOB aOIOMUHAIBHBIX O0JIE 1 TMXOPaIKU
1o JaHHBIM Y 3 BBISIBIISIIIA ACILIUT B OPIOITHOM MOJIOCTH).

CeMeiTHbIIT aHaMHEe3: UMeET 3I0POBYIO CECTPY, HO Y IBOUX €€ AeTeit
(TUIeMSTHHUKOB TlalieHTa) ¢ netcTBa BhisBieHa CCJIL. [Ietu camoro
nanueHTa 310poBbl. [Ipr MOTEeKyISIpHO-TEHETUUECKOM UCCIIEA0-
BaHUU MOJIYYEH OTpULIATEIbHbBII pe3yJibTaT, OMHAKO BbISICHEHO,
YTO HE BeCh T'eH MOIBEPIcsI CEKBEHUPOBAHMIO, a TOJILKO JIUII b
10-11 9K30H, B KOTOpOM JioKam3yercs 90% MyTaluii, HO B JaAHHOM
clydae BO3MOXKHa 0oJiee penKast MyTallis 9TOro TeHa, BXOAIIast
B cocTaB ocTabHbIX 10%. JlnarHo3 ObLI BBICTABJIEH KIMHUYECKH,
C UCTIOJIb30BaHMEM TMATrHOCTUYECKUX KpUTEpUEB KIUHUKY Teab
Xaromepa, Ha3HaYeHo JieUeHUe KOJIXUIIMHOM I10 1 MT' B CYyTKH, Ha
(hoHe KOTOPOro OTMeYaICss OTYSTIIMBBII MTOJIOKUTEIBHBIN 3(DEKT.

3. boavnoii A. A., 22 200a, Kymbik.

BecniokosT 2-3-1HeBHBIC TPUCTYITHI A0MOMWHAIBHBIX OOJICH,
COTIPOBOXAAIOIIMECS TeMIlepaTypHoii peakiueit o 39-40 °C.
C netcTBa OTMEUaeT peakue 6oyu B kuBote (1-2 pa3a B rom), HEMH-
TEHCUBHOTO XapakTtepa. [1o aTomy noBoay poauTeay K Bpauam He
oOpalllajJuCh, TaK KaK y cTapiiero opata (Ha 8 JieT ctapiiie) Takke
OTMeyvaJiich MoAoOHbIe 00su. B TeueHue nocnenHux 4 siet (¢ 18 jieT)
OTMeYaeT yJalleHue 60JIeBbIX PUCTYTIOB 110 1 pa3a B MecsI1, 60In
cTaJIi ”HTEHCUBHBIMM, COITPOBOXK IATUCh TIOIBEMOM TEMIIEPaTyPhl
U IIPUOOPENM PEryIsipHbIi XxapakTep. HacTymieHue mpuctyna 601b-
HOI1 OlIIYIIIaeT 3apaHee, MOsIBJISIETCSI TPOAPOM (CJ1a00CTh, IOMOTA
B TeJie, YTOMJISIEMOCTD). 2 rofia Ha3al, B Bozpacte 20 jieT, 60JbHOM Mo~
BEPICs XMPYPruIecKOMY BMEIIaTeIbCTBY — allTlIeHI9KTOMUH, TaK Kak
IIp¥ 00CIIEIOBAHNY BO BPEMSI 04ePEIHOTO ITPUCTYTIa OTMEUAJICS JIei-
KouuTo3 10 27 X 10%/11, BBICOKast CKOPOCTb OCENAHHST SPUTPOLIUTOB
U ApyTHUe MposiBIcHUsI ocTpodazoBoro orBeta. HecMoTpst Ha mpoBe-
JIEHHYIO OIepalnio, 00JeBoi MPUCTYT BO30OHOBUJICS B ITOCIeonepa-
LIMOHHOM TIEPHOJIE ellle BO BpeMsI IpebGbiBaHM s B 6obHUIIE. C 3TOr0
BPEMEHM ITPUCTYIIBI COXPAHSITUCH B TIPEXKHEM pUTMe, TIOKa 2 Mecsilia
Has3aJ 10 COBETY 3HAKOMOTO TeparieBTa O0JIbHOI He TTPOBEI MOJIEKY-
JIIPHO-TeHeTUYeCcKoe uccienoBanue rena MEFV. AHaniu3 BbISIBUI
HaJM4YKe naTojornyeckoro reHorura MEFV: roMO3UTOTHYIO MyTa-
uuio p.R761H, B pe3ysibTaTte KOTOPOIi B O€JIKOBOM ITPOAYKTE TeHa —
MU PUHE TPOM30IIIJIa 3aMeHa apruHIHA Ha TUCTUAWH B 761-M o010~
xeHuu. [leeKTHBIN reH mponyupyeT 1eheKTHbI 0eJI0K, KOTOPbIi
MMPOBOIIUPYET CUCTEMHYIO M MECTHYIO BOCTIAJTUTEIbHYIO PEAKIINIO.

B TeueHme 1ByX MecsiiieB 00JBbHOM MOTyYaeT KOJIXUIIMH B 103¢
1 MT B CyTKH, C 3TOTO BpEMEHHM ITPUCTYIIOB HE OTMEYaeT.

MHTepeceH ceMeiiHblil aHaMHe3 maueHTa. Ponutenu He SIBISIIOT-
cs1 pOICTBEHHUKAaMMU, 30POBBI. B ceMbe ellie 1Boe neTeil, MaTbIuKHy.
Crapiuwuii 6pat (30 jieT) B HAaCTOS M MOMEHT TaK>Ke MPUHUMAET
KOJIXUIIHMH, C TTOJIOXUTEIbHBIM 3 dekToM. CpenHuii Opat 310~
poB. VI3 mpyrux 4sieHOB ceMbH OoJieeT TeTs (poaHasi cecTpa MaTepH,
B aHaMHe3¢ y Hee HeCKOJIbKO Ofepalinii), 6ady1ika mo JUHUU MaTe-
pH, ee pOIHbIE CecTpa M CTapIlMii Opart, a TaKKe ero 104b (IBOOPO.I-
Hasi TeTsI manueHTa). [locaenHsist Takke o6caen0Basach, IMarHos
CCJI 6B TTOATBEPK ICH MOJIEKYJISIPHO-TEHETUYECKUM aHaJIM30M
(maHHBIC HE IPEACTABJICHBI). Y IPYTUX YJICHOB CEMbU aHAJIN3 HE
MTPOBOAMJICSI, OMHAKO B TIOCJIeIHE 4-5 JIeT Bce TPUHUMAIOT KOJI-
XUIIMH, CHavaJja MpoOHO, IO COBETY TOTO e 3HAaKOMOTI'0 Bpaua,
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3aTeM, BUIST YeTKU I TTOJIOXKUTEIbHBIN 3G (HEKT, paclieHUJIN 3TO
KaK MOATBEPXKACHUE HaIN4YK s 3a001eBaHUs (OOUH U3 OONBIIMX
kputepueB Teab Xammomepa). C y4eTOM TOTO, YTO TTALIMEHT SIBJISICTCS
TOMO3UTOTOM, BEPOSITHO, 00a ero poauTesIsi ObLIN FeTEPO3UTOT-
HBIMM HOCUTEJISIMU MATOJOTMYECKOro reHa, KOTOPbIii MTPOsIBUIICS
B TPEThEM TTOKOJICHUY B BUjIe 3a00JIeBaHNUS Y IBYX IETEH 13 TpeX,
YTO TOBOPUT O BBICOKOI ITEHETPAaHTHOCTH TeHa. B cBoro ouepenb
BO BTOPOM TTOKOJICHU U TaK>K€ UMEIOTCSI OOJIbHBIE YJIEHbI CEMbU
(pomHasi ¥ IBOIOPOMHAS TETH MAllMEHTA), a B IEPBOM TTOKOJIEHUM
BCe TP WiIeHa ceMbU (6abyIiKa, ee cecTpa 1 Opat) ObLIN GOTBHBI
CCIJI. laHHBII TpUMEP UHTEPECEH TEM, YTO COACPXKUT ONUCAHUE
3a00J1eBaHM S Y HECKOJIBKMX YJIEHOB TPEX MOKOJEHU I OMHOI CEMbU
KOPEHHOM TarecTaHCKOM HaIlMOHAJIBHOCTU — KyMBIKOB. TaknM
00pa3oM, HaMM YCTaHOBJICHO, UTO, HECMOTPS Ha OOILETTPUHSITOE
Ha3BaHUE — «CeMeiHasl cpeau3eMHOMOPCKas TIMXOpaaKay», 4acToTa
CeMEIHBIX CJIyYaeB He TaK YK BeJrKa U coctaBisieT 34,6% (TpeTh)
OT OOIIIETO KOJIMYECTBa OOTbHBIX, a 3HAUNT, OOJIbIIIAS YaCTh AL~
€HTOB OTHOCUTCSI K CIIOPAIMYSCKUM MYTaIlMsIM, BO3MOXHO, He
MMEIOIIUM HaCJeACTBEHHbIN, CeMelHbIi xapakTep. 1151 cpaBHEHM S,
9TOT [TOKA3aTeIb B APMEHUM COCTABIISAET 47%, TO €CTh Y TIOJIOBUHDI
MaIMeHTOB apMSHCKOM HAIIMOHAJIBHOCTH OTMEUAETCST CEMEMHBII
XapakTep AaHHoi maTojoruu. [To HallMOHAJIBHOMY COCTaBY CpenU
MaIllMEeHTOB U3yYaeMOM TPYTIIbI ObLIN MPEACTABICHBI KaK ITOYTH
BCe KOpeHHble HallMoHaibHOCTH [larectaHa (Kpome TabacapaHIIeB,
DYTYJIbLEB, aryJibleB), TaK U MPEACTABUTE]U APYTUX STHUYECKUX
rpymi — 7 yesioBek, 27% (eBpeu, apMsiHe, a3epOaiiIskKaHIIbl — THU-
YecKue TYPKHU U MpaHIbel). HanGosbimii yaeabHbIi Bec MMETH aBap-
IIBI, BKJTIOYAs aHIWIAIIa, MX TPYIITa cocTaBuia 7 yenoBek. OmHaxo,
YUUTHIBasi MaJIy10 YUCJICHHOCTD IPYTITbI, HEBO3MOXHO C OOIBIION
BEPOSITHOCTBIO YTBEPXKIATh O OOJIBIIIEM MJIM MEHBIIIEM 3THUYECKOM
BKJIazie B 3abosieBaeMocTb CCJI Kakoli-1ubo ornpeneseHHON Hallu-
OHAJILHOCTH, 3TOT BOIPOC TPEOYET AanbHeiero usyyenus. J1B
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