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Pestome

HacaepctBennsiii aurnoorek (HAO) oTHocuTcs K opaHHBIM 3a00A€BaHUSAM, BBI3BIBAIOIIUM IIOT€HIIMAABHO JKU3HEYTIPOJKalole
OTEeKHU Pa3sANIHBIX AOKAAM3AIINH, ¥ OCTaeTCsI CePhe3HOY MPOOAEMOH KaK B IEANATPUH, TaK ¥ BO B3POCAOY KAMHUYECKOH ITPaKTHUKe, 9aCTO
CKPBIBASICH IIOA MacKaMU APYTuX 3aboreBaHui. OcoOyI0 CAOKHOCTE IpeACTaBAseT auarHoctuka HAO ¢ nopMaabHBIM ypoBHeM Cl-
uHruouropa. Lleabio AaHHOM ITyOAMKAIIUK IBASIETCSI AeMOHCTPAIUs YHUKAABHOI'O KAMHUYECKOTo cAydas coueTanuss HAO c HopMaAbHBIM
yposHeM C 1-uHruouropa y naeHTKU MOAOAOTO BO3PacTa C HAAUUKeM IaTOreHHOM MyTanuu B reHe MEFV, accolumpoBaHHOM ¢ CeMeHHOU
CPeAu3eMHOMOPCKON AMXOpaAKOH. TsykeAble aOAOMUHAABHEIE @TaKU AAUTEABHOE BpeMsI paCCMaTPUBAAUCE B paMKaxX TepalleBTHUeCKOU
MaTOAOTUHU (FAaCTPOIHTEPUT, TACTPUT, CeMelHas CpepAu3eMHOMOPCKas AUXOPaAKa), OCTPHIX XUPYPrUYeCKUX U T'MHEKOAOTMUECKHUX
3a00AeBaHNM, 4TO IIPUBEAO K ITO3AHeN BepuduKanuumu Anariosa HAO. HAO TpeOyeT cBoeBpeMeHHOU AMAaTHOCTUKY, YCTPaHeHUs (paKTOPOB,
IIPOBOLUPYIOUIUX 000CTPEHHsI 3a60AeBaHUsI U 6€30TAaraTeALHOro Ha3HaUeHUsI Tepallii, YTO 3HAaUUTEABHO YAYUIIlaeT KaueCTBO JKU3HU
ManueHTOB U I03BOASIET N30eKaTh AeTaAbHbIE HCXOABIL.

KAroueBble CAOBA: JUATrHOCMUKA, AOGOMUHAABHBLIU 00AEBOU CUHGPOM, HACA€JCMBEHHBIU AHIUOOMEK, HOPMAABHBLIU YDOBEHb
C-1 unrubumopa, ukamubanm, cemelinas cpequ3eMHOMODCKAsl AUXOPAagKa
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Summary

Hereditary angioedema (HAE) is an orphan disease that causes potentially life-threatening edema in various locations and remains serious
problem in both pediatrics and adult clinical practice often disguised as various diseases .The HAE diagnosis with normal C1 inhibitor activity
is particularly difficult. The purpose of this publication is to demonstrate unique clinical case of HAE with normal C1 inhibitor activity in young
patient with a pathogenic mutation in the MEFV gene, which is associated with familial Mediterranean fever. Severe abdominal attacks in this
patient have been regarded for a long time as a part of therapeutic pathology (gastroenteritis, gastritis, Familial Mediterranean fever), acute sur-
gical and gynecological diseases, which led to late diagnosis verification. The HAE requires timely diagnosis, elimination of factors that provoke
exacerbations and an immediate therapy administration, that significantly improves life quality of patients and helps prevent death.
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CAYYAU U3 TTPAKTUKU
CASES FROM PRACTICE

Difficulties in diagnosing Hereditary angioedema (HAE) with normal C1 inhibitor levels in a
patient with a pathogenic mutation in the MEFV gene associated with familial Mediterranean fever

BBepeHue

HacaeacTBennniti anrnooTtek (HAQO) siBasgeTcst op-
(paHHBIM >KM3HEYTPO’KAIOIUM 3a00oAeBaHUEM. JTa
IIATOAOTHSI OTHOCUTCS K IIEPBUYHBIM MMMYHOAe(U-
nutaMm 6e3 MHPeKITMOHHBIX mposiBaeHut. HAO pa3zae-
astercst Ha HAO c pecpurimrom Cl1-unrudouropa (HAO 1
u 2 tunos, HAO-1/2) u HAO c HOpMaArbHBIM YPOBHEM
Cl-unruouropa (HAO-uC1-MHTI). BcTpeuaeMoCTh
HAO cocTtaBasieT 1:10000 — 1:50000. PactipocTpaHeH-
HocTb HAO c HopMaabHBEIM ypoBHeM C 1 mHruéuropa
TOYHO He U3BecCTHa [1], 5TOT BapuaHT BCTpevyaeTCs He
yartre 10-20% ot Bcex HAO [2]. Aast HAO-1/2 xapak-
TepHa MyTanua rena SERPING1, kopupyroiero 6enok
C1-uHruouUTOp, IPU 3TOM BO3HUKAET AMOO KOAMYe-
ctBeHHBIU pecpunut Cl-unrudouropa (HAO-1), Au6o
(YHKIMOHaABHASA HETIOAHOIIEHHOCTE C 1-uHrmouTopa
(HAO-2) [3]. HacaepoBarme HAO-1/2 B 6OABIIUHCTBE
CAyYaeB IIPOUCXOAUT 10 @y TOCOMHO-AOMUHAHTHOMY
tuny [4]. Aaa HAO-uC1-MHI Tak>Ke XxapakTepeH ay-
TOCOMHO-AOMUHAHTHBIN THUIT HACAEAOBAHMST, OITMCAHbI
pasAndHBIe MyTalluM B reHax: pakropa XII, mrasmu-
HOTeHa, KWHWHOTeHa-1, aHrnomnoaTuHa-1 u aApyrue
[5]. Y papa nanuenToB ¢ HAO ¢ HOpMaAbHBIM YPOB-
HeMm Cl-uHrubuTOopa MyTalUi I'eHOB He BBIIBASIOT
[1]. B MexaHuU3Me pa3BUTHUS @HTMOOTEKOB BeAyllas
POAB OTBOAUTCS aKTUBAIIUM CBEPTHIBAIOIEN CUCTe-
MBI (KOHTAKTHOM aKTHUBAIIUM ITIOCPEACTBOM (DaKTOpa
XII) m KaAreKpenH-KUHUHOBOW CUCTEMBI 4yepes I0-
BBIIIIEHNE COCYAUCTON IIPOHUIIAEMOCTU BCAEACTBUE
oOpazoBaHusa OpapuKuHUHA [4]. [Tpu Maron3ydeHHOM
HAO-uC1-VMHI Tak>Ke IpeAlIoraraeTcs pOAb yCHUAEH-
HOM IPOAYKIIUY OpapuKKUHKUHA. OIHNCaHbI 3CTPOTeH-
3aBucuMble aurnootreku npu HAO-uC1-MHTI. IToB®I-
IIIeHHbIe YPOBHU 3CTPOTeHOB (0epeMeHHOCTh, IpUeM
koHTpanentusos) npu HAO-uC1-MHI yBeAnunBaioT
YPOBEHb aKTUBUPOBAHHOrO dakropa XlI, crocobcT-
BYIOIIIero 00pa3oBaHUIO OPAaAMKUHUHA [6].

Kanmanuecku HAO mnposgBasieTcsa penUAUBUDY-
IOIIUMU @HTHOOTEKaMU Pa3AMYHON AOKAAM3allUY,
B TOM YHCAE AAPUHTEAABHBIMU M aOAOMUHAABHBIMU
arakamu Oe3 kKpanuBHUIEL [3]. Cpear TAIUEHTOB C
HAO c HopMaabHBIM ypoBHeM C1-mHruouTopa npe-
00OAQAQIOT JKEHIIIVWHBL, Y KOTOPHIX Yallle HAaOAIOAQIOT-
CsT OTEKU AMIIQ, OTMEUYalOTCs TakyKe AapUHTeaAbHbIe
(oTek ropTaHm) 1 aOAOMUHAABHEBIE aTaKu [7]. OcTphle
npuctynsl HAO BO3HUKAIOT CIIOHTAHHO UAU IIOA BO3-
AEMCTBUEM TPUTTEPOB: CTpecc, TpaBMa (0KOAO 50%
CAydYaeB), Pa3AMYHbIE XUPYPTUUYECKUE BMeIlaTeAb-
CTBa, BUPYCHBle MH(QEKIUU, BO3AEUCTBHE XOAOAQ,
IIpUeM HeKOTOPHIX IIperapaToB (3CTPOTreHCOAePIKa-
1Ie OpaAbHBIe KOHTPAIEeNTUBHI, 3aMeCTHUTeAbHAs
ropMoHaAbHas Tepanus, narnoutops AIT®) [3, 6].
OTekn MepAANeHHO HapacTaloT, UX CPeAHSIS ITPOAOA-
KUTEABHOCTb A0 2 — 4 CYTOK. BOABIIMHCTBO OCTPHBIX
cayyaeB HAO paspemiatorcs B TeueHue 1 —2 AHel
[6]. B Aeuenrn 6PaAVKMHUHOBLIX @HTHOOTEKOB Ma-
203 (PeKTUBHBI TATOKOKOpTUKocTepouabl (IKC) u
QHTUTUCTaMUHHBIE IIpeliapaThl.

CemMeliHag cpepan3eMHOMOPCKasa Auxopaaka (CCA)
SABASETCS ayTOBOCIIAAMTEABHBIM 3a00A€BaHUEM M
IPeACTaBAdeT COOOM HAaCAeACTBEHHOE MOHOTeHHOe
3ab0AeBaHMe C ayTOCOMHO-PeIeCCUBHBIM TUIIOM Ha-
caepoBanud [8]. B mupe 3apeructpupoBato 6oaee 100
ThIC. marmeHToB ¢ CCA. Han6oaee uacto CCA BcTpe-
YaeTcs CpeAr UeThIpeX 3THOCOB CPEAN3eMHOMOPCKO-
ro 6accenHa: eBpeun-cedapabl, apadbl, TYPKH, apMAHe
[8]. OpHAKO M3-3a MACCOBOTO IepeMeIleHUsT HaCeAe-
HUA U3 BHAEMUYHBIX PAUOHOB B HACTOMAIIee BpeMs OT-
MeuaeTcsl pOCT YUCAEHHOCTH NanueHTOB B EBpore,
CeBepnolt AMepuke, Anonuu [9,10]. CunraeTcs, 4To
sTroAorundeckuM pakropom CCA BBICTyIIaeT MyTa-
nusa reHa MEFV, AOKaAM30BaHHOI'O Ha KOPOTKOM IIAe-
ye 16-11 mapsl xpoMocoM. 'er MEFV kopupyeTt 6eArok
nupuH [10]. [TupuH nprHUMaeT y4acTHe B PeTyAIIIUN
9KCIIPECCUU IPOBOCIAAUTEABHOTO IIMTOKMHA MA-1,
obecrniedrBaeT CHUJKEHUE BOCIIAAUTEABHOT'O OTBETA.
Myramnuu reia MEFV nDpuBoAgT K CUHTE3Y Ae(PeKT-
HBIX MOAEKyA NUpHHa. KAMHHWYecKue IIPOsSBAEHUSA
BKAIOUAIOT IPEUMYIIIECTBEHHO CIIOHTaHHBIE STTU30ABI
HEeUTPOPUABLHOTO BOCITaAEHNS B OPIOITHOM ITOAOCTH
U APYTHX MecTax [8, 9].

CCA xapaKTepusyeTcs PellUAUBUPYIOIIUMU CTe-
PEOTUIIHBIMU KPATKOBPEMEHHBIMU BOCTIAAUTEABHEI-
MM @TaKaMH, KOTOPBIE IIPOXOAAT CIIOHTAHHO B TeUEHHE
1 — 4 AHeM 1 He OCTaBASIOT KaKUX-ANOO ITOCAEACTBUM.
HaumnHag ¢ pAeTCTBa, y HaljeHTOB HaOAIOAQIOTCS Ca-
MOCTOSITEABHO pa3peliarouecs IPUCTYIIBl AUXOPaA-
KU, CUABHBIE OOAM B JKUBOTE, TPYAU UAU CyCTaBax C
CUCTEMHOMN BOCIIAAUTEABHOM peaKIjuel, [IOBLIIIeHNe
0CTPO(a30BEBIX ITOKA3aTEAEH (AEHMKOIIUTO3 C HEUTPO-
durbHBIM cABUTOM BAeBO, COJ, CPB) [8]. [Tepruoanu-
HOCTB He IBASETCS CTPOIOM, y HEA€UEHBIX IallUeHTOB
3MU30ABI AMXOPAAKH MOT'YT BO3HUKATB OT OAHOTO pa3a
B HEAEAIO AO OAHOTO pa3sa B TpU-YeThIpe Mecdlla u 60-
Aee [11]. MaeHTHOUITMPOBAHO HECKOABKO TPUITEPOB!
CTPECCOBBIE COOBITHSA, BO3AENCTBIE XOAOAQ, MEHCTPY-
AABHBIM IIUKA B IIyOepTaTHOM U IIOCTIIyOepPTaTHOM
Bo3pacTe [12,13]. B kAuHnmYecKoM KapTUHE BOCTIaAU-
TEABHOM aTaKU AMXOPAAKA U IIEPUTOHUT SABASIOTCSI
HanboAee PaCIPOCTPAHEHHBIMU IIPOSIBACHUSAMU. \U-
XOpaAKa 0OOBIYHO HaUMHAETCS BHE3AITHO, Pe3KO0 BO3pa-
CTaeT B TeueHHe HeCKOABKMX YaCOB 1 CIIOHTaHHO IIPO-
XOAUT B TOT JKe AeHb. [lepuTOoHeaAbHbIe CUMIITOMBI
HAYWHAIOTCS AOKAABHO 1 OBICTPO PACIIPOCTPAHAIOTCS
110 BceMy KUBOTY. HecMOTps Ha BBIpa’KeHHOCTh CUM-
NITOMATUKU, BCe TIPU3HAKU ITEPUTOHUTA TTOAHOCTDLIO
IPOXOAAT 0€3 MOCAEACTBUU B TeueHue 24 — 72 9acos,
XOTSI MTHOTAQ HAOAIOAQETCS Pa3BUTHE CIIa€YHOM DOAE3-
HU [8]. CycTaBHOM CUHAPOM IIPOSBAGETCS KaK BHe-
3aIlHO BO3HUKAIOIAgd O0OAe3HEHHOCTh, IIPUIIYXAOCTh
CYCTaBOB, 3aTparuBaiollasg OAUH WUAU ABa KPYIIHBIX
CyCTaBa HUJKHUX KOHeuHocTel [11].

KanHnyeckui caydan
CoueTaHus AByX pepkux 3aboaeBannit HAO-uC1-
MHTI u CCA He BCTpedyaAoCh B Hallle KAUMHUYECKOMU
NIPaKTHKe, Ad ¥ B AOCTYIIHOM HaM AUTepaType II0A00-
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TPyAHOCTH AHATHOCTHKE HACAGACTBEHHOTO aHTHOOTEKa C HOpMaALHEIM ypoBHeM C 1 naruouTopa y marmentkn CAYYAN M3 TIPAKTUKI

¢ naToreHHou MyTanuel B rene MEFV, acconumpoBaHHON ¢ CeMeMHOM CpeAn3eMHOMOPCKOM AMXOPAAKOMN

CASES FROM PRACTICE

HBIX OIIMCAHUU MBI He HAIlIAU. B TO )Ke BpeM4 y nalu-
eHTOB ¢ HAO MOryT OBITH COIyTCTBYIOIE HO30A0-
'Y, KOTOPBIE «OTBAEKAIOT» IIPAKTUKYIOIIUX Bpadyen
OT ITIOCTAHOBKM OCHOBHOT'O 3a00AEBaHUS.

INanuenTtka I1., 18 AeT, cTypAeHTKA KOAAEAKA, PYC-
ckag, xureapHuna CaukT-IleTepOypre, HAXOAUAACH
Ha CTallMOHAaPHOM OOCAEAOBAHUM U A€UEHUHN B KAMHU-
ke HVU peBmarororum u aaneprororun (HUU PuA)
[ICIToI'MY um. akaa. M. I'1. ITaBAaoBa.

W3 nepeHeceHHBIX 3a00A€BAHUN: ACTCKHAE HH(EK-
UMY (BeTpsHAas OCIla, CKapaaTuHa), yactble OPBU, aH-
TUHBI, TAUMOPUTHI, UCTUTHL. DIUAEMUOAOTUYECKUN
U aAAePTOAOTHYECKUM aHaMHe3 0e3 0COOEHHOCTEN.
HacaeacTBEHHOCTB OTATOIEHA, CO CTOPOHBI OTI]A —
10 CaXapHOMY AabeTy 2 TUIIQ, PaKy JKeAYAKQ; CO CTO-
POHBI MAaTEPU — II0 PEBMATOAOTHUUECKOM ITaTOAOTUU
(CKB, peBMaTOUAHBIN apTPHUT). Y OaOYIIKHU IO MaTe-
PUHCKOM AWMHUM OTMEYaAUuCh aHTMOOTEKU HESICHOU
3TUOAOTUU C AeOr0TOM B 40-AeTHEM Bo3pacTe. [lanu-
€HTKa KyPUT BEUIILI B TeUueHue 2 AeT. [mHeKoAoThYe-
CKMU aHAMHe3: MeHCTpyanuu ¢ 11 AeT, yCTaHOBUAUCH
Ccpasy, peryaspHsle, 0e300Ae3HEeHHEBIE, 10 5 6 AHEH,
nukA 29 pHeit. BepemennocTel 0. [MHeKOAOTHYECKTIE
3a00AeBaHUS: IePEHEeCAA alIOIIAEKCUIO aunYHuKa. Ho-
BYIO KOPOHaBUPYCHYIO MH(EKIINIO He IePEeHOCHAQ],
He NpUBUBaAACh. [Ipy HOCTYNAEHUM NPEAbBSIBASIAA
JKaAOOBI Ha CIIOHTAHHBIE OTEKHU A3BIKQ, I'yO, TAOTKH,
0e3 3yAQ, He KYIIUPYIOLIUeCsa IPUEMOM LeTUPU3UHA,
a TaK)Xe Ha peluAUBUPYIOIIUe IPUCTYIBl AUPPy3-
HBIX CXBATKOOOPA3HBIX OOAEU B KMUBOTE BBICOKOU
WHTEHCUBHOCTH, COIPOBOJKAAQIOITUXCS PBOTOH, TPU-
HOCAIIer He3HauuTeAbHOe oOAerdyeHue. [TopoOHBIE
SIU30ABI OOAEU B JKUBOTE AAUTEABHOCTBIO OOA€ee Cy-
TOK, BO3HUKAAU U KYIIMPOBAAUCH CIIOHTAHHO, Pa3BU-
BaAUCH B IOCAEAHVIE MECSIIHI TIepeA TOCTIUTaA3aIuen
cuactoToi 1 pa3 B 14 AHeN; THOTAQ COIIPOBOKAAAUCH
cHU>XKeHueM A/\, 0OMOpOKaMu.

BrepBble aOAOMUHAABHBIN OOAEBOM CHUHAPOM Pa3-
BUACA B 1 5-AeTHEM BO3PACTe, IIOCAYIKUA IIOBOAOM AAS
TOCIUTAAN3AIWH. BOAU COIIPOBOKAQANCH AUXOPAAKOM
B TeUEHUE ABYX AHEU, U3MEHEHUN B reMorpaMmMe He
OTMeYaA0Ch. [Tpu AMarHoCcTUYeCKOM AAIIapOCKOIINHU
BBISIBAEHA allOMAEKCHS IIPABOT0 AMYHUKA.

B nocaepytoieM y narieHTKN PeIUAUBUPOBAAU
abAOMUHAABHBIE aTaKU. HacToTa aTak HapacTasa C
IEePUOANYHOCTEIO OT | pa3a B 6 MecsleB AO 2 HEACAD.
[NanmeHTKa MHOTOKPATHO TOCIIUTAAU3UPOBAaHA B Pa3-
AMYHBIE CTAIlMOHAPHI I'OPOAA C AMATHO30M: KOCTPBIA
SKUBOT», IIPEATIONATAANCH Pa3AMYHBIE AWATHO3BI:
OCTpasi XUpypruieckas U TMHEKOAOTHUYeCKasl I1aTo-
AOTUH, OCTPHIY TaCTPOIHTEPUT.

BBITTIOAHSAMCH TIOBTOPHBIE WHCTPYMEHTAAbHBIE
nccaepoBanua (OLAC, Y3U OFBII, KT OFBII), aama-
POCKoIIMYecKre BMellaTeAbCTBa. [ Ipu o0caep0BaHUN
BBIIBACHBI O4aru NH(PEKIUU (XPOHUYECKUU TOH3UA-
AUT, IOAYYaAd OUITUAAUTHOIIPOMUAAKTHKY, BBISIBAEHEI
aHTHUTeAA K BUpycaMm repueca (BOB, reprec 6 tumna),
TIATOAOTUS JKEAYAOUHO-KUIIIEUYHOTO TPaKTa (XpOHU-
YeCKHUU racTpopyopeHuT, HP He acconumpoBaHHEIN).

I[TpoBOAMAMICH KYPCBI CUMIITOMATUYECKOM TEPAINH,
BKAIOYAsi aHTUOMOTHUKHN. AOAOMUHAABHBIE aTaKH CO-
MIPOBOJKAQAMCH TOLUIHOTOW, MHOTOKPATHOM PBOTOM,
HWHOTAQ IOBBILIEHUEM TeMIIePATyPhI TeAd A0 heOpUAB-
vbi nudgp (37,7 C), octpoda3oBbIMU U3MEHEHUSIMU
B reMorpamMme (IOBBIIIEHNE YPOBHSI ACUKOLUTOB AO
22,4 x109/a, CPB po 3u0pM). [To pAarHBIM Y3U OBITu
KT OBIT, maroro Tasa BEIIBASIAUCH BBIIIOTHL B OPIOLII-
HYIO IIOAOCTB U MaAbIl Ta3 (00beMoM 500 — 1000 ma).
OaHOKpaTHO Ha BbIcOTe ataku 110 pAaHHBIM KT OBIT
HapsAy C aCLIUTOM OBIAO OIIMCAHO YTOALLLEHUE CTEHKU
TOHKOM KUIIKU.

B cBfA3M ¢ THHEKOAOTMYECKOU MATOAOTHMEN (amo-
IIAEKCU IUYHUKA B aHaMHe3e) MalueHTKa BCe 3TO
BpeMs HaOAIOAQAACh Y THHEKOAOTIA IO MECTY JKUTEAb-
CTBa M IIPUHUAMAaAQA IOCTOSHHYIO TEPAIIHIO SCTPOTEH-
COAEPJKAIIIUM IIperapaToM «AsKec IIAI0OC» OoAee 2 AeT.
ChaepyeT OTMETUTD, YTO IIOCAE€ Ha3HAYEeHUA AQHHOTO
npenapara IIpUCTyIIbl aOAOMUHAABHBIX OOAEH y4aCTH-
AMCB M CTAAU HOCUTDH PETYASIPHBIN XapaKTep.

3a rop, A0 MOCTYIIACHUSA B HAIlly KAMHUKY Y Ialy-
€HTKHU AeOI0TUPOBAAU TepudeprudecKrie aHTUOOTEKH
0e3 KpalnuBHUIIEL, 10 IOBOAY KOTOPBIX HA3HAYaAUCh
BBICOKHUE AO3BI QaHTUTMCTAMUHHBIX IIPEIapaToB, CUC-
TeMmHBIe [[KC (aekcamMeTasoH) 0e3 3HaUMMOT'O KAMHU-
geckoro addekra. KOHCyABTUPOBaHa PEBMATOAOIOM.
BEIIOAHEHO UMMYHOAOTHYECKOE OOCAEAOBAHUE: aH-
tuTera K ACAHK, C4, CH50 B HOpMe, HeOOABILIOE I10-
BoireHue C3. Beina BeIsiBAeHA MyTanusa B rene MEFV
PK695R. YcTanoBaeH prarao3 « CemMelHast Cpepu3eM-
HOMOPCKas AMXOpaAKa». B cBSI3u ¢ mpeaATionaraeMbIM
AMArHO30M CEeMEUHOU CpepAM3eMHOMOPCKOM AUXO-
PaAKHA y AQHHOM NAIMEHTKU ObIAd MHUIIMUPOBAHA
Tepanusg KoAxuimaom. Ha oHe KoaxuiuHa yactoTra
IIPUCTYIOB U UX IIPOAOAKUTEABHOCTb YBEAUUUAACH,
HO MHTEHCUBHOCTb HECKOABKO CHU3MAACh. boaeBoU
aOAOMUHAABHBIY CMHAPOM PELVAMBUPOBAA Oe3 Au-
XOPAAKHU M yBEAUUEHUS OCTPO(PA30BBIX ITIOKA3aTEAEH.
B cBa3m c nosiBUBIIENCS AUapeel A03a KOAXMIIUHA
OblAa CHUJKEHA. B OAMH W3 IPUCTYIIOB BBOAUAACH
AnakunHpa (pPeKOMOMHAHTHBIN aHTAarOHUCT PerelTo-
pa mHTepAelikKuHa-1B) Ne3 B TeueHre Tpex AHeH, Ha
¢doHe yero OBIAO OTMEYEHO HEKOTOPOe CHUJKEHHe
IIPOAOAKUTEABHOCTHU IIPUCTYIIOB AO CYTOK O€e3 u3me-
HEHU UX YaCTOTEL B CBA3M C HETUIIMYHBIM TEUYEHUEM,
Hed(P(PEeKTUBHOCTBIO KOAXMIIUHA OBIAO BBICKA3aHO
comHeHue 0 poau CCA B pa3BUTUH aOAOMUHAABHOI'O
CHUHAPOMA, KOAXUIIUH ObIA OTMeHeH. Ha amOyaaTop-
HOM 3Tale OAHOKPATHO Ha BBICOTE aTaKWU IIPOBOAU-
AOCH 0OCAeAOBaHNEe Ha KOAMUYEeCTBO M aKTUBHOCTE C1
UHIMOUTOPA, OTKAOHEHUU OT HOPMBL HE BBISIBACHO.

TakuMm 006pa3oM, aOAOMUHAABHBIM OOAEBOU CUH-
APOM C MHOTOKPATHOW PBOTOM B IIOCAEAHUE MECSIIBI
Iepep rOCIUTAAU3alMel B HAlly KAMHUKY HAOAO-
AAACS PETYASIPHO yJKe C IIEPUOAUYHOCTBIO 1 pa3 B 2
Hepean. Taxoke 3a 2023 1. cyMMapHO y IaLeHTKU Pa3-
BUAOCH OKOAO 8 3ITM30A0B @HTMOOTEKOB OOAACTHU AUTIA.

Ilpm nmocTrymaeHWM IO AQHHBIM OOBEKTUBHOI'O
ocMoOTpa (BHe IpuUCTyna aOAOMMHAABHBEIX OOAeN):
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COCTOSTHUE YAOBAETBOPUTEABHOE, TEAOCAOKeHUe
HOPMOCTEHHUYECKOe, TeMIlepaTypa TeAa B IIpeApenax
"HopM. ['To opranam u cucremam 6e3 OTKAOHeHU. ['e-
MOAWHAMHUUEeCKU CTaOUABHA.

[1pu rabopaTOpHOM OOCAEAOBAHUN: AQHHBIE KAM-
HUYeCKOro M OMOXMMHYEeCKOI'O aHaAM30B KPOBU B
pepeAax pedepeHCHBIX 3HaueHn. B o01mem aHaanse
Mouu: 6erok — 0,047 r/A. AHaAM3 MOYM Ha CYyTOUYHYIO
IIPOTENHYPHIO, AeTKHe Kalllla U AIMOAQ eIl UMMY-
HOTAOOYAMHOB — B IIpeAeAax HOpMBL. Konmporpamma
— 0e3 maTororuu. YpoBeHb (pubpunorena — 3,39
r/A (HopMa). MiMmyHOraoOyaunsl: IgE — 216,0 ME/
MA (0,0 — 165,0). Yposuu IgA, IgM, IgG, LIUK, CHA50,
C3, C4, koanuecTBeHHasa U PyHKIIMOHAABHAS OlLleHKA
Cl-unru6burtopa, PO, AHIIA B npepenrax pedepeHc-
HBIX 3HaueHuU. YpoBeHb AH® — 320, uMMyHOOAOT
QHTHUHYKAEApHBIX aHTUTeA — 0Oe3 maroaoruu. OH-
komapkepsl: NSE — 6,3 mxr/a (0,0—18,3), CA-15-3
— 4,1E/Mma (0,0—31,3), CA-19-9 — 15,3 E/™mA (0,0 —
35,0), A®IT — 1,50 ur/ma (0,00—9,00), POA — 0,4
ur/ma (0,0 —10,0). O6paiaro Ha cebs1 BHUMaHHeE I10-
BhIlIeHue ypoBHst CA—125—63,7 E/ma (0,0 — 35,0).
BrrigBaeHBl aHTUTeAra K AaMOAuam 1:100, aHTUTeAa
K APYTUM TeABMUHTaAM M IIPOCTEMHIINM — OTpHUIla-
TeABbHBIE. YMepeHHBIU pocT Staphylococcus aureus
IIpY IIOCEBE OTAEASIEMOTO M3 HOCQ, YMEePEeHHBIHN POCT
Streptococcus mitis/Streptococcus oralis mpu mocese
OTAEAsIEMOTro U3 3eBa. TUTP aHTUCTPeNnTOAN3MHA «O»
coctaBua 314 IU/mL. O6Hapys>KeHbl TOKCUHBEL A 1 B
Clostridium difficile B kane.

YuuThiBass HOPMaAbHBIE IIOKa3aTeAU CHCTeMBbI
KOMIIAeMEeHTq, B ToM uncAe C1-mHruouTopa, HaAu4me
OTSATONIEHHOM HACAEACTBEHHOCTHU II0 @aHTHMOOTEeKaM,
OBINO CAEAQHO IIPEAIIOAOSKEHNE O HAAMYHMY Y ITal[ieH-
Tk HAO ¢ HOpManbHBIM ypoBHeM Cl-uHrudburopa.
KoncyaprupoBaHna aareprororoM. OTMeHeH Ipela-
paT «AJKecC IIAIOC» B CBSA3U C BEPOSATHOCTBIO PA3BUTHUSA
QHTMOOTEKOB U3-3a IpHUeMa 3CTPOTeHCOAEP KAIAX
IIpernaparoB.

I'To npuunHe noseiienus yposHa CA-125 po 63,7
E/ma (HOpMa 0,0 p0 35,0 E/MA) nanimeHTKa 6b1Aa KOH-
CYABTHPOBAaHA TMHEKOAOTOM. Brinmoanero Y3 mano-
ro taza — 0e3 nmatororuu. Takke OBIA AAOOPATOPHO
OLleHEeH ypoOBeHb OHKoMapkepa HE 4, paccumraH
nHAeKC Roma — 0e3 OTKAOHEHUM OT HOPMEL BhIA
onpepeneH ypoBeHb CA-125 uepes Hepearo OT mep-
BOTroO 3a60pa, KOTOpkI# coctaBua 21,3 E/MA (HOpMa).
Takum o6pasom, noseiireHre CA-125 paceHeHO Kak
(mHecnenuduueckoe Ha doHe nmaTororun KKT.

B KauecTBe AeueHUST KAOCTPUAUAABHOM UH(PEKITUI
OblAa MHUIIUMPOBAHA Tepanus MeTpoHUAA30A0M IO
500 mr 3 pasa B cyTkH B TedeHue 10 pHEN.

B rAmHMKe nanieHTKa HaOAIOAAAACEH TAK Ke IICUXO0-
TepaleBTOM, IPOBOAUAUCEH 6eCeAbl O BaJKHOCTHU 3A0-
poBoro odpasa KM3HH, B TOM YHCAe IIpeKpalleHun
KypEeHUs, UCIIOAB30BAHUS BEUIIOB.

B nepBriii peHBb Tepanmuu MeTpoHUAA30A0M (BpeMs
COBIIAAO C IIpeATIonaraeMou ouepepHo atakor HAQO)
K Beuepy IaliieHTKa CTaAd OTMedaTh TOITHOTY C IIOCAe-

AVIOIIUM IIPUCOEAMHEHUEM AUMD(PY3HBIX UHTEHCUB-
HBIX OOAEM B JKUBOTE, TPEXKPATHOM PBOTHL. BHYyTpH-
MBIIIEYHOE BBEAEHUE ApOTaBepuHa — 0e3 addekra.
KoHcyabTHpOBaHa XUPYProM, TMHEKOAOIOM — OCTPOU
IIATOAOTHHU He BBIABACHO. DKCTPEHHO BBIIIOAHEHO Y3
OBI1, Y3/ opranoB Manoro Ta3a: BEIIBAEHO MUHUMAaAb-
HO€ KOAMYECTBO CBOOOAHOU KUMAKOCTU. AabopaTop-
HBIEe AQHHBIE — B IIpeAeAax pedepeHCHBIX 3HAYeHNU
(rerikonuThl, CPB, CO3). Ha doHe BBepeHMS CIa3MO-
AUTHKOB OOAEBOM CUHAPOM 4YaCTUYHO OBbIA KYIIUPOBAH.
UYepes 12 yacoB nanueHTKa OTMETHAA YXYALLIEHHE Ca-
MOUYYBCTBHUSA B BUAE YCUAEHUSA AOAOMUHANBHOI'O OOA€-
BOT'O CHUHAPOMQ, COIIPOBOSKAQIOIITETOCSI MHOTOKPATHOM
PBOTOM. DKCTPEHHO BBIIOAHEHO KOHTPOABHOe Y3
OPIOLIHOM IIOAOCTU C OCMOTPOM KMIIIEYHUKA: B DIIU-
racTpPaAbHOM OOAACTH CTEHKU TOHKOM KUIIKHU OBIAU
yroaueHsl A0 0,7—0,8 cm (HOopMa po 0,2 cm) 3a cuer
CAU3UCTO-TIOACAU3UCTOTO CAOS, MBIIIEUHBIU CAOU He
yToAllleH. IleTAM TOHKOU KHUIIKU pacCIIMpeHBl, 0e3
IIPU3HAKOB MaATHUKOOOPA3HOM IIEePUCTAABTUKHY, Ha-
PY’KHBIU AaMeTP TOHKOM KUIIKK 2,2 cMm. O00p0YHAA
KUIIIKA: BOCXOASIINM OTAeA — cTeHKu 0,2 cM, cAou-
CTOCTb COXPaHeHa, 9XOI'€HHOCTh CPEAHSIS, TayCTparis
BbIpaKeHa. [IpocBeT kumku pacmuper. Hapy>XHbIA
auamerp 3,8 cm. Hucxopdamui oTaen — CTEHKU He
yroatenst (0,17 0,18 cM), CAOMCTOCTBL COXpaHEHa, 3XO0-
TeHHOCTBb CPEAHS, raycTpanys BeIpakeHa. CBOOOAHAA
SKUAKOCTB: II0A ITPABOM AOAeH ITeueHU AO 1,0 cM; y yraa
paBou AoAU 1edyeHu 3,0 CM; Hap MOYEBBIM ITy3bIPEM
A0 10 cM; MeXXIIeTeABHO — TOHKHE IIOAOCKH; II0 A€BO-
MY (PAQHKY TOAIIUHOM A0 2,0 ¢M; 10 IpaBOMy (PAGHKY
TOAITUHOM AO 2,0 cM. [TapakullleyHble U3MEHEHUS He
BBIABACHEL [ [pM3HAKOB CTEHOTUYECKUX U3MEHEHUN He
BBISIBAEHO (puc. 1, 2).

B cBs13u c npepnionaraeMbIM reHe30M aOAOMUHAAD-
HOro 6oaeBoro cmHApoMa B pamkax HAO 1o >ku3HeH-
HBIM [IOKa3aHUAM OBIA BBEAEH IIpemnapat MkatubaHT
(ceneKTUBHBIM KOHKYPEHTHBIU @HTAaTOHUCT PELeNnTO-
poB OpapvkuHMHA THHA 2) 30 MI' TOAKOKHO C IIOAO-
JKUTEABHBIM 3(P(EKTOM B BUAE IIOAHOTO KYIIMPOBa-
HUs OOAEBOT'0 CHHAPOMEQ, a TaKKe AUCIIEIITUIEeCKOTO
cuHApoMa uepe3 20 MUH. IIOCAe UHBEKINU. Takxke
B pamMkax AedueHusa HAO BBIIOAHEHO IlepeArBaHUe
CBE’Ke3aMOpPO’KEeHHOU ITAa3Mbl KDOBH.

Ha caepaytromye cyTku MaljieHTKa B YAOBAETBOPHU-
TEABHOM COCTOSTHUM. [1py manbIanum >KUBOTa OTMe-
Yanach OCTATOYHAsA HEBBIP@KEHHAsA OOAE3HEHHOCTH B
OKoAoIyTnoyHoun ooaacTu. [Tpu Y3 kuleuHrka B Au-
HaMUKe: IIeTAU TOHKOU KUK A0 0,13 — 0,2 cM, mpocBeT
B IIPEACAAX HOPMBL, Oe3 IPU3HAKOB MasTHUKOOOPa3HOU
nepuctarbTUKU. O00AOUYHASA KUIIIKA: BOCXOAAIIUN OT-
Aen — cTeHKu 0,2 cM, CAOUCTOCTb COXPaHeHa, dXOreH-
HOCTb CPEeAHsIsl, TaycTpalys BblpakeHa. [IpocBeT He
pacmmpeH. Hucxopdmmm oTaer — CTEHKH He YTOA-
IIeHbI, CAOUCTOCTh COXPAHEHa, 9XOI€HHOCTh CPEAHSIS,
raycrpanus BelpakeHa. CBOOOAHASA JKUAKOCTE: HaA MO-
4eBBIM ITy3bIpeM A0 6 cM. [TapakullieyHble U3MeHEeHUS
He BBIsIBAeHBL. OTMedanach TOAOKUTEAbHAs AMHaMUKa
(puc. 3, 4).
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Puc. 1, puc. 2. Y3H-kapmuna moHKoU KUWKU HA pOHe amaku
Fig.1, fig. 2. USI picture of the small intestine against the background of the attack

Puc. 3, puc. 4. Y3M-kapmuna moHKoOU KUWKU Yepe3 CymKu nocAe BBegeHnus Mkamubanma
Fig.3, fig. 4. USI picture of the small intestine one day after Icatibant administration

[Tpu KoHTpOAe Y3U KullleuHNKa Ha S-e CYyTKHU I10-
CAe IIPUCTYTIAa: CTEeHKU KUIIIeUHUKA He U3MeHeHbl, He
YTOAIIIeHBl BO BCEX OCMOTPEHHBIX OTAeAaX. BapuaHT
HOPMBL.

[Tpu MOAEKYASIPHO-TeHeTH4eCKOM UCCAEAOBAHUN
myTanui reda SERPING1 He ob6Hapy>keHo. Mccaepo-
BaHUe [IaTOIeHHBIX MyTallui APYIMX reHOB He IIpO-
BOAMUAOCH B CBSI3U C OTCYTCTBHEM BO3MO>KHOCTH OIl-
peAeAeHUs B IepUoA 0OCAEAOBAHMS 110 OeCIAATHBIM
IIporpaMMaM.

TakuM 06pa3zoM, OCHOBHBIM 3aKAIOYUTEABHBIM
AuarHo3oM aBasgacst: HAO ¢ HopMaAbHBEIM YPOBHEM
Cl-uHruburopa (KAMHUYECKU U UHCTPYMEHTAABHO),
110 AQHHBIM onpocHmKa — AE-QoL — 48,5, ¢ abao-
MMHAABHBIMU aTakaMu U Iepudepudeckumu AO.
AbpoMuHaAbHAS aTaka oT 27.02.2024 r. (KynupoBaHa
UKaTuOAHTOM).

ConyTCTBYIOIIUM AMArHO3: ITIaTOreHHas MyTalus
B reHe MEFV pK695R. XpoHU4ecKuil racCTpoOAyOAe-
HUT, BHe obocTpeHusa. KhocTpupuarbHasg UHMEKIU
Cl. Difficile (Tokcusbl A + B 0OHapy>KeHEI B Kaae OT

22.02.24 1.), AeTKOe TeueHUE. XPOHUYECKUU TOH3UA-
AUT, BHe o0ocTpeHnus. [lepcucrupyromas repreTu-
veckasa napeknua (IgG k BOB, repnec 6 tuma), BHe
o0oCTpeHusl.

Harreir nanyeHTKe IIpU BBIIUCKE AASL AOATOCPOY-
HOU NPO(PUAAKTHKY OBIA Ha3HaueH npenapar AaHa-
30A. Ha one Tepannu AanazoroMm 6oaee 3 MecsIieB
TIOCA€ BBIIIMCKY U3 CTallMOHapa abAOMMHAABHBIX aTaK
U nnepudepudecKruX aHrHoOTeKOB He OTMEeUYaAOCh.

[NTanmenTka Oblra BHECEHA B PEerMOHAABHBIN pe-
TUCTP PeAKUX (opdaHHBIX) 3a00AeBaHNI MUH3ApPaBa
PO, eti BHIpaH nacmiopT naruenTa c HAO, mocTaBreHa
Ha AMCIAHCEPHBIM yUeT aAAeproAOra-UMMYHOAOT],
3alIA@HUPOBAHO PETYASIPHOE TOAYUeHHMEe CPEACTB AAS
KyIIMPOBAHUS IIPUCTYIIOB U CPEACTB TPOPUAAKTUKH.

OO0cyxpeHnEe
YuursiBasg penquAUBUPYIOIIUE TsKEeAble aDAOMU-
HaAbHBIE aTaKy, IIOsIBAeHUe ITepudepriecKUX U BHY-
TPEHHUX OTEKOB, OTATOIIeHHYIO HAaCAEACTBEHHOCTD
IO @HTHMOOTeKaM, yCyryOAeHHe CHUMITOMATHUKU Ha
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¢one npueMa scTporercoapepskamux KOK, Hopmane-
Hble ypoBHU C4 1 C1-mHIrmOUTOpPa, OTCYyTCTBUE MyTa-
nuit reHa SERPING1, aHaMHecTUUYeCKU AOKa3aHHOe
orcyrcrBre adekra oT Tepanuu cucreMHbiMu ['KC n
QHTUTUCTAaMUHHBIMY IIpelapaTaMy, IIOAHBIN perpecc
KAMHUYECKUX U MTHCTPYMEHTAABHBIX IIPOSIBACHUY a0-
AOMMHAABHOM aTaKu Ha poHe Tepanuu MikaTubanTom
y IallMeHTKU ObIA AnarHoctupoBaH HAO ¢ HopMaab-
HBIM ypoBHeM Cl-mHruéuropa.

Haanune xapakrepHoli Ard CCA TaTOreHHOU MY-
Tauuu resa MEFV pK695R, HecOMHEHHO, 3aTPyAHSANO
cBoeBpeMeHHYI0 AuarHocTuKy HAO. IloayuenHEIE
poKazaTenbcTBa poan HAO B renese abAOMUHAADB-
HBIX aTaK, OTCYTCTBUE KOPPEASIIUYN IIPUCTYIIa C BOC-
IIAAMTEABHBIMM M3MEHEHUSIMHU KPOBU (IOBTOPHO Ha
BeicoTe aTaku — CPB, CO3 B HOpMe), HOpMAAbHBIU
IoKa3aTeAb uHTepAelkuHa 18 (cemerictBo MA-1) n
HEe3HQYMUMOE€ IMIOBBIIIEHNE CEBIBOPOTOYHOI'O KAABIIPO-
TekTHuHa (S100 A8/A9) po 3,37 MKr/MA (<2,90) Ha BHI-
COTe IIPUCTYIIa ACAAAO AUATHO3 @y TOBOCIIAAMTEABHOI'O
3a00AeBaHUSA CEMEUHOM CPEAU3EMHOMOPCKOM AUXO-
PaAKHM ManOBEPOSITHBIM. Kpome 3Toro, y narueHTKH
He BeIgBAeHBI AT K AcAHK (NcX) kaacca lgG u antu-
HyKA€apHBIE aHTUTEeAA (MMMYHOOAOT).

Haanune s1mM30A0B AUXOPAAKH, HE BCETAA COIIPO-
BOJKAQIOIUX AOAOMUHAABHBIE QTaKW, TAKKE 3aTPYA-
HSIANO AMATHOCTUKY. Y TaIlMeHTKHU BBIIBAEHBI O4Yaru
XPOHUYECKOU UHPEKINN (XPOHUYECKUN TOH3UAAUT,
reprernyeckas vHQeKnus), a rakke naexnus JKKT

(knocTpupAuarbHag UH@eKUd). B HameM KanHuue-
CKOM CAy4Yae y allueHTKU IPeoOAapAan AOAOMUHAND-
HBle aTaky, Ieprudeprieckre aHTHOOTEKH He COBIIa-
AAAU C OOAEBBIM CUHAPOMOM B JKUBOTE. TpurrepaMu
HAO BeICTyHAAU: OpPAABHBEIE 3CTPOrE€HCOAEPIKALITE
KOHTpAIeNTUBL, WHQEKIUHU: CTPENTOKOKKOBAs,
reprernyeckasd. ITalmeHTKa MOAOAOTO BO3pacTa He-
CKOABKO MeCsII1eB Ha AOTOCIIUTAALHOM 3Talle PaclieHu-
Baaach Kak crpapatommast CCA B CBA3U C BBIIBACHUEM
reHerndyeckoro mapkepa MEFVpK695R u Haauyu-
€M KAMHUYECKUX CUMIITOMOB, @ UMEHHO BBIIIOTOB B
OPIOIIHYIO IIOAOCTD, MAABIN Ta3, SIIU30A0B AUXOPAAKH,
XapaKTepHOU AAUTEABHOCTBIO IIPUCTYIIOB.

AQHHBIM KAMHUYECKUM CAyYal IIOKa3an CAOXK-
HOCTH ArarHOCTUKA HAO ¢ HOpMaAbHBIM yPOBHEM
C1l-uaruduropa. AuLIbL BO3MOKHOCTE (pukcanum AO
WHCTPYMEHTAaABHBIMM MeTOAAMU (Y3 KullleyHuKa) B
COIIOCTaBAEHUHU C TUIITUYHON KAMHUYECKOM KAPTUHOU
1 aHaMHeCTUYeCKUMHU AQHHBIMU II03BOAMAM YCTAaHO-
BUTB IPABUABHBINU AuarHo3. Metop Y3 pocTynieH B
IIOAMKAMHUYECKOMN INpaKTuke. VccaepoBaHUe pea-
kux reHetndeckux myranuui HAO-uC1-MHI (renos:
naasmuHoreHa, XII pakropa cBepThEIBAaHUSI KPOBUY, aH-
TUIIO3THHA- 1, KuHMHOTreHa 1, MmuodepanHa, heparan
sulfate (HS)-glucosamine 3-O-sulfotransferase 6) B
Hacrosaulee BpeMa no OMC He pocrtynHo. [ToaTomy
AMATrHO3 IIOCTAaBAECH C YY€TOM AMAaTHOCTUYECKUX KPHU-
TepueB 0e3 TeHETUYECKOT'O TIOATBEPIKACHUS, YKa3aH-
HBIX B Ta0OA. 1.

PekoMeHAQIIUY AASI IPAKTUYECKOTO IIPUMEHEHUS
B HacToOsIIIIee BpeMsi CYIIIeCTBYIOT CAEAYIOIIE ANarHoCTHYecKre Kpurepuu HAO:

Tabauma 1

Anarnocruyeckue kpurepuu HAO [14]
Table 1

Diagnostic criteria for HAE [14]

IIajMeHTa B CeMbe aTaKn

AOIIOAHUTEABHBIV KPUTEPUU:
CeMeUHBI aHaMHe3

> | KpuTepus:

AKTUBHOCTHU IIPU ITIOBTOPHOM
HNCCAEAOBAHUU

rere SERPING1

Kpurepun HAO c apedpunurom Cl-unruduropa HAO c HopMaabHBIM ypoBHeM Cl-IHTUGHTOpPa
AVarHOCTUKH

AnarHoctuyeckue | >1 Kpurepus: >1 KpuTepusi:

KpUTEepuu » PenmupuBupytomnye nepudepudeckue | « PeruausBupyronine nepudepudeckue AO

AASL TIEPBOTO AO » Penupusupyronjue abAOMUHAABHBIE ATAKKA
obcaepyeMoOro * PenimpuBupytomne abAOMUHAABHBIE » AO BepxXHUX ABIXaTeABHBIX ITyTeN

+ AO BepXHUX ABIXaTeAbHBIX ITyTeN

u UAU UX CHUJKeHMe AMarHOCTHYEeCKU He3HaYMMO.
AMArHOCTHYECKHU 3HaUUMOe CHUKeHUe u

C1-VHT u/mAn ero pyHKIMOHAABHOMN > | KpUTepus:

AKTHUBHOCTH * HaAW4YMe CeMEUHOro aHaMHe3a 3a00AeBaHus
u (cHMITOMEI DOAEE UEM Y 2-X YUAEHOB CEMBHU)

* AMVAarHOCTUYEeCKHU 3HaYMMOe CHUKeHHe
C1-VHT u/uAu ero GyHKIIMOHAABHOMN

* BBISIBA€HNE IaTOTreHHOM MyTaluu B

AOIIONHUTEABHBIN KPUTEPUN: CEMEMHBIN aHaMHEe3
u

yposenb C1-MIHI" u ero yHKIIMOHAABHOU
aKTHUBHOCTHU B ABYX UCCAEAOBAHUSX He CHUJKEHH],

* BBISIBAGHUE IIaTOT€HHOM MYTaIluU B OAHOM U3
reHoB: nAa3MuHoreHa, XII dakropa ceepThiBaHUA
KPOBH, @HTUIIOATHHA- 1, KHHMHOTreHa-1,
muodepanHa, heparan sulfate (HS)-glucosamine
3-O-sulfotransferase 6
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Boaslryro poas B natorerede HAO wurparor ouaru
UH@EKIINY, IIpUeM 3CTPOTeHCOoAEePIKAlllUX IIperapa-
TOB, BpEAHBIE IIPUBBIYKU (KypeHHUe), IICUXO3MOIINO-
HanbHBIE (bakTOpEL, TaTororusd XKKT. BeraeaeHue Bcex
TPUITEPOB U UX BO3MOJKHOE YCTPAHEHUE UTPAET BasK-
HYIO POAB B IpodmrakTrke uaedeHnnu HAO. ITTaruenTy
¢ HAO Heo0X0AMMO 4eTKO 3HaTh 000 BCEX TPUITEPAX
CBOET0 3a00AEBAHUA C LIEABIO MAKCUMAABHOT'O OTPAHU-
YEeHUS UX BO3AECUCTBUSA A TPOPUAAKTUKY IIPUCTYIIOB.
Tak>ke He PEKOMEHAYeTCS UCIIOAB30BaHUe IIperapa-
TOB M3 Ipynnbl UHIEOUTOPOoB AIID U aHTAaroHUCTOB
penenTopoB aHruoreH3uHa I, 3cTporeHoB B CBA3HU C
PHCKOM BO3HUKHOBEHUS JKU3HEYTIPOFKAIOIIAX OTEKOB.
Y 80% nanuenTok ¢ HAO HaOAropaeTCsa yXyAlLEHUE
TeueHUs 3a00AreBaHMd Ha (DOHE IIpHeMa 3CTPOreHOB
(BKArOYAst KOMOMHMPOBAHHBIE IIpenapaThl). B Hamem
KAVMHHYECKOM CAydYae MallieHTKa IIoAydara Ha aMOoy-
AQTOPHOM 3Talle IIpernapaThl, COAep’KaHNe 3CTPOTeHb!,
Oonee 1 ropQ, ¥ OHU OBIAM OTMEHEHHI IIPU T'OCITUTAAN-
sanuu. [Tanuentam ¢ HAO pekoMeHpAyeTCs IpoBeAe-
HUe BaKIMHAIUU B COOTBETCTBUHU ¢ HaloHaAbBHBIM
KaneHAApeM NMPOMUAAKTUYECKUX IIPUBUBOK AAS TTPO-
(bMAAKTUKU BaKIIMHOYIIPaBAgeMbIX HHPeKInit. Ocobo
Ba’KHA BaKI[MHAIMS OT renlaTuTa B And CHUDKeHUS pu-
CKa 3apa’keHus B pe3yAbTaTe TPAHCMUCCHUU C IIpela-
paTamMu KPOBH (B OCOOEHHOCTH CBEKE3aMOPOKEHHOMU
nAasMmel) [14].

Crpecc MOXKeT 9BASAThCSA Tpurrepom arak HAO, B To
ke Bpema HAO npoBonupyeT TpeBOJKHOE COCTOSTHUE
nanueHTkU. HAO, Kak moTeHITUaAbHO WHBAAUAUSZY-
pyolee 3a00AeBaHUe, MOJKET CYILIECTBEHHO BAUATH
Ha pa3AnYHBIE ACIEeKTHI KA4eCTBa JKU3HU NallUeHTaq,
B YaCTHOCTH, 9MOIIMOHAABHOE COCTOSTHHE, Kapbepy U
IOAYYEHHe 00pa30BaHUs, a TAK)Ke Ha ero pelleHue
OTHOCHUTEABHO pOXKAeHUs AeTeid. CBoeBpeMeHHas
OCBEAOMAEHHOCTH IIaIJHeHTa O CBOeM 3a00AeBaHUH,
ofOeclieyeHure MIpenapaTaMy AN KyIIUPOBaHUS IIPU-
crynoB HAO u npoduUAaKTUKU aTaK, HECOMHEHHO,
YAYUIIUT IICUX03MOILMOHAABHOE COCTOSTHUE TTallueH-
TKHU. PeKoMeHAyeM KOHCYABTAIIUIO IICUXOTepaleBTa
AQHHOM KaTeropuu nanueHToB. Heo0xoauMbL 6ecepbl
C MalleHTaMU O Ba’KHOCTH 3A0POBOIo 00pasa JKU3HU.

INanuentam ¢ HAO TpeOyeTcs IpepAOCTaBACHHUE KaK
IIpernapaToB AOATOCPOYHOU, KPATKOCPOYHOU ITPOOUAAK-
THUKH, TaK U [IpenaparoB And KynmpoBaHusa HAO. YV Bcex
TIAIIMEeHTOB C TsKeAbIMU cuMIirroMaMi HAO Ha KaskaAoM
BHU3UTE, HO He peske OAHOTO pasa B rop, CAEAYeT paccMa-
TPUBATH EAECOOOPA3HOCTH IPOBEACHUA NHAUBUAYAAD-
HO ITOAOOPaHHOM AAUTEABHOM ITPOPUAAKTUIECKOM TEePa-
mmu. [Tpu aTOM HEOOXOAMMO NIPUHUMATL BO BHUMaHUE
Takue (paKTophl, KAK aKTUBHOCTE 3a00AEBaHUS, 4aCTOTa
TIPUCTYIIOB, KaueCTBO >KMU3HU IaI[MeHTa, AOCTYITHOCTD
MEAUIIMHCKON IIOMOIIY, HEBO3MOKHOCTb AOCTV KEHMS
KOHTPOAS 3a00A€BaHUA IPU AEYEHUHN «I10 TPeOOBAHUIO»
U TpeamiouTeHus nanueHTa. CAepyeT pPeryAsipHO IIpo-
BOAUTE OLLEHKY 3(D(PeKTUBHOCTU M O€30IIaCHOCTH AOA-
TOCPOYHOM NMPOUNAKTUUECKOHN Tepanuu. A03bl U/ UAU
UHTepBaA Me>KAY BBEASHUSIMU IIPEIlapaTOB AOASKHBI ITOA-
OMpaThCs B 3aBUCUMOCTU OT KAMHUYECKOTro oTBeTa [14].

B caydae ypreHTHBIX NOPUCTYIIOB HEOOXOAMMO
UMeTh B HAAMYNM CPEACTBA AAS TEPAIIUU «II0 Tpebo-
BaHUIO». AAd KynmpoBaHud npuctynos HAO npume-
HAIOT: UKaTuOaHT; nHruoutop Cl-acTepassl 4eroBe-
Ka; CBE’KEe3aMOPOJKEHHYIO ITAa3My (IIPU OTCYTCTBUU
APYTHX CPEACTB).

AN AOATOCPOYHOU IPOPUAAKTUKU ITPOPBIBHBIX
AQTaK HUCIOAB3YIOT 110 IIOKA3aHUAM OAUH U3 CAEAYIO-
IIUX [IPEapaToB: AQHAAEAYMAaO (FTeHHO-UH)KEHEPHBIN
OMOANOIMUYEeCKUH IIpenapar, UHIr'MOUPYIOLINY IIPOTE0-
AUTHUYECKYIO aKTUBHOCTH aKTUBMPOBAHHOT'O KaAAMK-
penHa B mra3Me); uHruouTop C1l-acrepassl Y4eAOBEKQ;
AaHa30A (CHHTETUYECKUU aHAPOI'€H); TPDAaHEKCAMOBas
kucaota (Murndburop puOpuHOAU3a); IIpOrecTareHbl
(Ae3orecTpen, AMH3CTPEHOA).

Heobx0prUMO MOMHUTH O IIPOBEACHUU KPATKOCPOU-
HOU NPO(PUAAKTUKY (HAIIpUMep, IIPU IIA@HUPOBaHUM
OIlePaTHUBHBIX BMEIIATEABCTB, CTOMATOAOIMYECKUX
MaHUNyAanuu U Ap.) nanuentaM ¢ HAO. Kparkoc-
pouHas IPOMUAAKTHKA BKAIOYAET IPUMeHeHNe NHTH-
ouropa Cl-acTepassl YeAOBEKa (Y B3POCABIX U ATEU
crapure 2-x AeT); AaHa30Ad; CBEKe3aMOPOKEHHOU
IIAQ3MBI (IIPA OTCYTCTBUM APYTIHUX CPEACTB).

Hamreit nanueHTKe IIpU BBIIUCKE AAST AOATOCPOY-
HOU IPO(PUAAKTUKM OBIA Ha3HaueH penapaTr AaHa-
30A. Ha doHe Tepanuu AaHa30A0M B TedeHUe Doaee
3-x MecdLeB aOAOMUHAABHBIX aTakK U nepudepuye-
CKHUX @HTHOOTEKOB HEe OTMEeYaAO0Ch.

B cooTrBercTBuu c IlocranoBaenuem I lpaBurenn-
ctBa PO ot 26.04.2012 N 403 «O mopsinke BeAeHUS
DepeparbHOTIO PETUCTPa AUIL, CTPAAAIOIINX JKU3HEYT-
PO>KAIOMINUMU U XPOHUYECKUMHU IIPOI'PECCHUPYIOUIUMU
peakuMu (OpdaHHBIMU) 3a00A€BAHUSMHU, IIPUBOAL-
HIIUMU K COKpPAIeHUIO IIPOAOAKUTEABHOCTH JKU3HU
rpa’kAQH UAY UX MTHBAAUAHOCTH, U €TI0 PeTHOHAABHOI'O
cermeHTa» (BMecte c «IlpaBunramu BepeHus Depe-
ParBHOI'O PErucTpa AUl CTPAAAIOIINX KU3HEYTPO-
SKAIOIMMU U XPOHUYECKUMU IIPOIPeCCUPYIONIUMU
pearkuMu (OpdaHHBIMU) 3a00A€BAHUSMHU, IIPUBOAS-
HIIUMU K COKpPAIeHUIO IIPOAOAKUTEABHOCTH JKU3HU
rpa’kAQH UAY UX MTHBAAUAHOCTH, U €TI0 PeTHOHAABHOI'O
CerMeHTa») IalleHThl (BKAIOUad [alieHTOB 0e3 KAU-
HUYECKUX IIPOSIBAEHUM) AOAKHBI OBITh OOeCIIeUeHbl
npenapaTtamMu AAST TPOMUAAKTUKN M IIpernapaTamMu
AAS KYIIMPOBAHUSA OCTPBIX COCTOSTHUU. Y IalMeHTa
Ha PyKaX BCErAa AOAJKHBI OBITH IIpeliapaThl AAS KY-
NIMPOBAHUS He MeHee UeM ABYX aTaK: MKaTHOAHT UAU
nHaruourop Cl-acTepassl ueroBeka. [Ipu ucnoab3o-
BaHUHU NIpeNapaToB MallueHT AOAKEH ObITh UM BHOBD
obecreyeH.

3aKkAloueHue

TakuMm 00pasoM, IPUBEACHHBIU KAMHUYECKUM
CAyday ITOKa3an CAOKHOCTH AMArHOCTHUKM PEAKOTO
BapuaHTa HaCAEACTBEHHOI'O aHI'MOOTeKa C HOpMaAb-
HBIM ypoBHeM Cl-mHruburopa. boapmoe 3HaueHne
uMeeT paHHee BBISIBA€HHE 3TUX IallUeHTOB B CBSI3U
C BO3MOJKHOCTBIO Pa3BUTHUS IIOTEHITUAABHO JKU3HEYT-
PO>KAIOIINX OTEKOB. Ts>KeAble aOAOMUHAABHBIE aTaKU
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CAYYAU U3 TTPAKTUKU
CASES FROM PRACTICE

Difficulties in diagnosing Hereditary angioedema (HAE) with normal C1 inhibitor levels in a
patient with a pathogenic mutation in the MEFV gene associated with familial Mediterranean fever

Yy TaKUX NaIlMEeHTOB AMAUTEABHOE BpeMsl MOI'yT paclie-
HUBATBCS B paMKaX APYTUX IIATOAOTHY, B TOM YUCAE
OCTPBIX XUPYPTUYECKUX, TMHEKOAOTHYECKUX 3a00Ae-
BaHuU. [Ipu OTCYTCTBUU BO3MOSKHOCTHU IIPOBEACHUS
reHeTUIeCKOI0o MCCAEAOBaHUS BO3MOKHA TOCTaHOBKA
AMATrHO3a KpUuTepuasbHO. [ IpaBUAbHAY TPAaKTOBKA I'e-
He3a CUMIOTOMOB U BBISBA€HUE COUYETaHHOMU I1aTOAO-
'Y KpalHe Ba’KHBI AAS OIIPEAEACHUS IIOCACAYIONIeN
TAaKTUKU AeUeHUs U obeclieueHus MallieHTOB HeoO-
XOAUMBIM 00 BEMOM MEAUITMHCKOM IIOMOIIIH.
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13.
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