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Pe3iome. B pabote paccmMarpuBaroTCs 3THOMATOT€HE3 M MPOOJIEMbl COBPEMEHHOW JAMArHOCTHKHU
HACJIe/ICTBEHHOTO aHTMOHEBPOTHUYECKOTO OTeKa. bl mpoBesieH aHain3 uH(opMaIuy, MpeaCcTaBICHHON B
COBPEMCHHBIX HWCTOYHHMKAX HAy4YHOW JIUTEPAaTypbl 10 JAHHOW IaTOJNOTHH. TakKe HpPUBEICH paz0oop
CEMEMHOro KJIMHUYECKOTO Cllyyash TMAIUeHTOB C HACJIEACTBEHHBIM AaHTHOHEBPOTHYECKUM OTEKOM.
Pesynbrarel paboThl 1EMOHCTPUPYIOT OCOOCHHOCTH TEUEHUS M KIIMHUUECKUX MPOSBICHUH 3a00eBaHms, a
TaK)Ke TPYIHOCTH B COBPEMEHHOMN MAarHOCTHKE JAHHOM MaTOJOTHH.

KawueBble cji0Ba: pelUIMBUPYIOIINE OTEKH, HACIECICTBCHHBIM AHTMOHEBPOTHYECKHI OTEK,
CHCTeMa KOMIUIEMEHTa, OpaJIuKUHHH.

Resume. The paper discusses the etiopathogenesis and problems of modern diagnosis of hereditary
angioneurotic edema. The analysis of the information presented in modern sources of scientific literature
about this pathology was carried out. An analysis of the family clinical case of patients with hereditary
angioneurotic edema is also provided. The results of the work demonstrate the features of the course and
clinical manifestations of the disease, as well as difficulties in the modern diagnosis of this pathology.

Keywords: recurrent edema, hereditary angioneurotic edema, complement system, bradykinin.

AkTtyanabHocTh. HacnenactBennsiii anrnoneBporudeckuii otek (HAO) - 3To oueHb
penKoe, TeHeTUYECKH IETEPMUHUPOBAHHOE 3a00JIEBAHNE, KOTOPOE BCTPEYAETCSI C YACTOTOM
1:10000-1:150000 yenoBek cpeau HaceleHUs IO MHUPOBOM craructuke BO3, uyTo
COOTBETCTBYET KpuTepusiM ophaHHbIX (penkux) 3adoneBanuil. Jlannas pabora HampaBieHa
Ha TMOBBIIIEHUE OCBEJOMJICHHOCTU CTYAEHTOB, IMPAaKTUKYIOIIMX Bpadei, a Takxke Ha
[PUBJIEYEHUE BHUMAHMS K PEAKUM 3a00J€BaHUSAM, KOTOPbIE MOTYT MacCKHUpPOBaThCS IOJ
paznuyHble naToaoruu. CIoKHOCTh BO3HUKHOBEHUS TAKOrO pojia 3a00JIEBAHUIM COCTOUT HE
TOJIBKO B X JICYEHHH, A TAK)KE U B JUATHOCTUKE, TaK KaK peaKue 3a00JIeBaHUsI MOTYT OBITh
OLIMOOYHO MPHUHATHI 32 COBEPILIEHHO JpYyrue 3a00JEBaHUS CO CXOKEH CHUMITOMATHKOW
BBUJy OTCYTCTBHUSI OIbITA BEACHHUS TAKUX MALKUEHTOB Y PA3JIMYHBIX CHELHUAIUCTOB.
3arpyaHEeHHasT JUArHOCTHKAa MOXKET CTaTh NPUYMHOM TSKENBIX OCIOKHEHWH, Jaxke
MPUBECTH K JieTallbHOMY ucxoay. [lonqoOHbIe 3a001eBanus TpeOyIOT 3HaHUSI ONPEAEIEHHOTO
CUMIITOMOKOMILIEKCA,  MOXTOMY 1 MX  H3y4YeHUus  Haumbojee  METOAMYECKHU
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1eTIeCO00PA3HBIM SIBIIIETCS METOJ] pa30opa KIMHUYECKOTO cliydasl y MalueHTOB ¢ JaHHOU
MaTOJIOTUEH.

Heab: mpoaHanu3upoOBaTh MAaTOTEHETHUYECKUE U STUOJIOTUYECKHE OCOOEHHOCTHU
HACIIEJICTBEHHOTO AaHTMOHEBPOTHUYECKOTO OTEKa, BapualeIbHOCTh MPOSBICHUM MU €ro
TE€YEHHUE Ha MPUMEPE CEMENHOTO KIMHUYECKOTO CITyuas.

3agaun:

1. PaccMOTpeTh 3THONOTHIO, MATOT€HE3 U KIMHUYECKYI0 KapTHUHY HACIEICTBEHHOTO
AHTMOHEBPOTUYECKOTO OTEKA.

2. I3yunTh OCOOCHHOCTH TE€UYEHHUSI HACJIEICTBEHHOIO0 aHTMOHEBPOTHYECKOTO OTEKa
Ha MpUMepe KIMHUYECKHUX CITy4YaeB.

MarepuaJjbl 1 MeToabI. B paboTe MCMOIB30BaTNCh COBPEMEHHBIE JaHHBIE HAYYHOU
nutepaTypsl o mnatodusmonorndeckux acnekrax HAO. IlpoBenéH peTpoCreKTUBHBIM
aHaJu3 MEIUIIMHCKUX KapT ABYX MallMEHTOB, KPOBHBIX POJICTBEHHUKOB, HAOJIIOJaBIINXCS B
V3 «4-s ropojackas netckas KiuHudeckas oonpHuay u Y3 «10-s ropoackasi KIMHUYECKas
OonbHHIIAY. B nccnenoBanue BKIOUEHBI NalMeHThl ¢ quarnozoM HAO-1 (mepBslil Tum) ¢
pa3IMYHOM JIOKANM3alMen OTEKOB. B XoJe MEIMIMHCKOTO HWHTEPBBIO M aHaAIW3a
MEUIIMHCKUX KapT ObLIM MOAPOOHO M3Y4YEHBI kKajaoObl, aHAMHE3 3a00JieBaHUs, MEpPBbIC
MPOSIBJICHUSI ¥ KJIIMHUYECKasl KapTUHA, PE3YyIbTaThl 1a00paTOPHBIX METOJIOB HCCIICIOBAHUS
(konumuecTBeHHOEe W (yHKIMOHAIbHOE wucciegoBaHue Cl-KOMIOHEHTa KOMIUIMMEHTA,
kanwuisipHoe cekBeHupoBanue reHa SERPINGI1). Bce uccnenoBanusi mpoOBOAMINCH €
COOJIIOICHUEM TIpaBUJl OMOMEAUIIMHCKON STUKU (COXpaHEHHE BpauyeOHOU TailHBl U
KOH(MUIACHIIUAIBHOCTh HHGOPMAITUN).

PesyabTaTrhl M ux o0cyxaeHue. HacnenCcTBEHHbIW aHTMOHEBPOTUYECKUNA OTEK —
ayTOCOMHO-JTOMUHAHTHOE HACJIEICTBEHHOE 3a00JIEBaHUE, €r0 PACIPOCTPAHEHHOCTh MOXKET
pa3nuaThCs B pa3HbIX PETMOHAX, B MUPOBOI cratucTuke BO3 BcTpeyaroieecs ¢ 4acTOTOM
1:10000-1:150000 yenoBexk Ha HaceJeHUE, YTO COOTBETCTBYET KpUTEpUsIM Op(haHHBIX
(penkux) 3a0oneBanuii [1]. Ilo coBpeMeHHOM Knaccuukaiuu BeIIEIAIOT A8€ Tpynisl HAO
[3]. B nepByto rpynmy, BbIICICHHYIO HA OCHOBE KOJIMYECTBEHHOTO MU (DYHKIIMOHATIHLHOTO
nedunura Cl-unruduropa (C1-UHI') otnocsat: HAO-1 (85% cnydaeB) — oTmedaeTcs
KonmuecTBeHHbIN HegoctaTok Cl-mnruburopa (menee 30% ot Hopmbl). HAO-2 (15%
ClIy4aeB) — OoTMedaeTcsi PyHKIMOHAIbHBIN HeqocTaTOK C1-uHrubuTopa, mpu HOpMaIbHOM
WJIU TIOBBIIIEHHOM KOJIMYECTBEHHOM COJIEPKAHUU B KPOBU (CHIDKEHUE (DYHKIIMOHABHOU
akTUBHOCTU MeHee 50% oT HopMbl). B ocHOBE epBOro U BTOPOro TUIOB JIEXKAT MYTallMHU B
rene, koaupywomem Cl-unrubutop — CINH (SERPINGI1), pacnonoxennom Ha 11-i
xpomocome B peruone 11qll-ql3.1. Bo Bropyro rpynmy otHocat HAO ¢ HOpMaIbHBIM
ypoBHEM M (yHKIMOHATLHOM akTuBHOCTHIO: HAO-3 (1% ciyuaeB) — mpu KOTOpOM
ypoBeHb Cl-uHrubuTopa v ero GyHKIHsS y MallMeHTOB COOTBETCTBYET HOPME WMIIU CJIErKa
MOBBILIEHBI, HO PAa3BUBAECTCA NONHasg KinHW4Yeckas kaptuHa HAO [2]. B marorenese
3a0071€BaHUSl KIIFOYEBBIM 3BEHOM SBISIETCA (POPMHUPOBAHUE HIHU30/IMUECKUX OTEKOB
CIIM3UCTBIX/TIOJCAUZUCTBIX 000JI0YEK M TIYOOKHUX CJIOEB JEpMbl JIIO0OH JOKaIu3aluy,
BKJIIOYAsi KOHEYHOCTH, JIMIIO0 ¥ TOPTaHb, KOTOPHIE, KaK MPABUIIO, HE CBSI3aHBI C ATOJIOTHEN
BHYTpeHHHX opraHoB [1]. Otexu mioTHble, OObIYHO Oe300i1e3HeHHBIe, 0e3 3yna. K ux
Pa3BUTUIO TMPUBOJUT BPEMEHHOE YBEIMYECHHE COCYAUCTON MPOHUIIAEMOCTH, KOTOpas
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BbI3BaHa BBICBOOOXK/ICHHMEM BA30aKTUBHBIX MEAMATOPOB, BEAYIIYIO POJIb CPEAN KOTOPBIX
urpaeT OpaJIUKWHHUH. BpajuKuHUH, CBSI3BIBASICh CO CBOMMH PELENTOPaMU, BBI3BIBAET
pacuIMpeHre CoCy0B, MOBBIIICHHE UX MPOHUIAEMOCTH U U PyHAUPOBaAHUE TIIIA3MbI BO
BHEKJIETOYHOE MPOCTPAHCTBO. Mexanusm pasutusa oreka npu HAO wu B3anmopencTsue
CHCTEM B €T0 Pa3BUTHH IPEJICTaBICH Ha cxeMe Huxke (puc. 1).

Knaccuseckuii nyTs aKTvBaLiA cumTems
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Puc. 1 — B3anmopelicTBre CUCTEM OpraHu3Ma npu (OpMUPOBAHUHU OTEKa

['uctamMuH, TPOU3BOAHBIE apPaXUAOHOBOM KHUCIOTBI M IUTOKUHBI UTPAKOT
BTOPOCTENEHHYIO POJIb MPU PAa3BUTUU HACIEICTBEHHOTO aHTHOHEBPOTHYECKOTO OTeka. K
BO3HUKHOBEHUIO OTEKOB MOTYT TIPUBECTH TpaBMbl, (U3NYECKas aKTUBHOCTb,
MICUXOAMOLIMOHATIBHBIA ~ CTPECC,  pAa3JIUYHbIE  XUPYPrHUYECKHE  BMEIIATEIbCTBA,
rOpMOHAJIbHbIE U3BMEHEHUS Ha (pOHE OEPEMEHHOCTHU, OBYJISIIUM, MEHCTPYaAIlUH, JIAKTaIlUH,
MPUEM HEKOTOPBIX JIEKAPCTBEHHBIX MpPENapaToB U yHOTpeOJIeHUEe Pa3iuyHbIX MPOIYKTOB
nutanus. Hepeako BBIABIAETCA CBSI3b C NEPEHECEHHBIMU OCTPBIMH PECHUPATOPHBIMU
MH(EKIUAMU U JPYTUMU UHPEKITMOHHBIMU 3a0071€BaHUSIMU.

Knuandeckuit cmyvait: marmentka M, 2010 roga poxnenus. [uarnos: nedext
cuctemnl kommieMenTa, HAO-1, xox mo MKb-10 - D84.1. JInarao3 ObL1 BEICTaBIeH B 13
neT. M3 aHamHe3a OCHOBHOTO 3a00JieBaHUS CIEAYeT: IMEpPBbI€ MPUCTYIbI HAYAJIUCh B
Bo3pacte 6-7 net. 3a 2023 ropx 3aperucTpupoBaHO S5 mpuctynoB. KpailHuii mpuctyn Ha
MOMEHT MCCJIEAOBAaHMUS MEOULMHCKOM KapThl pa3Buicsa 26.12.2023 roga. Bo Bpems Bcex
MPUCTYIOB MaIlMEHTKa >KajloBajach Ha abJOMUHANIbHBIE OO, PBOTY, PELUANBUPYIOIINE
OTEKH JINIA U KOHEYHOCTEHN MPOSBIISLIUCH pexe (puc. 2). Bo BpeMs Bcex MPUCTYNOB HA TeJe
MPUCYTCTBOBAJIa MUTPUpYIOIIas spuTeMa (puc. 3).

Puc. 2 — Orek kucrell pyk nauueHTku M
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Puc. 3 — Murpupyronias 3puremMa Ha ClIMHE MalMeHTKu M

Jns Bepudukanuu Auar€Ho3a METOAOM KalmWJUISIPHOTO CEKBEHHUPOBAHUSI BCEX
KOJUPYIOIIHUX PETMOHOB M MpHJIeraronmx K HuM cruiaiic-caiitoB rena SERPING1 (C1NH)
BBISIBJIEHA TE€TEPO3UIOTHAS 3aMEHA OJJHOTO HYKJICOTHA B CEbMOM SK30HE, MPUBOASIIIAS K
m3MeHenno amuHokuciIoTel: ENST00000278407.9: c¢. 1180 A->C, P. Thr394Pro
(PolyPhen2-probablydamaging 1.00). lannas myrtauus noarsepxkaaer auarno3 HAO-1.
Kpome Toro, Obul BBINOJHEH OMOXMMHUYECKHI aHAIU3 KPOBH, IO pe3yibraTaM KOTOpOTO,
MOXXHO yCTaHOBUTH CHIKeHHEe (C4-komroHeHta komiuiemeHnta 0,035 r/a (pedepeHtHbie
sHauenus (0-14 net) - 0,13-0,46 /7).

Knunnuecknii cnydait mauuentku JI. [Tanuentka JI, 1984 roga poxnaenus, sBisieTcs
Martepbio nanueHTku M. Jluaruos: nedext cucremsl kommmumenta, HAO-1, kon no MKb-
10 - D84.1. JInaruo3 Obu1 BhICTaBIIEH B Bo3pacte 39 jeT. AHamMHe3 3a00eBaHus: C BO3pacTa
6-7 5eT NMepHOJUYECKH >KajloBajach Ha aOJOMHHAJIbHbIE OOJM, MHOTOKPATHYIO PBOTY,
cmabocte. B Bo3pacte 16-17 ner BmepBble MNOSBWINCH PELUIUBUPYIOUIUE OTEKU
KOHEUHOCTEH, ObLIIM HA3HAUEHBI AHTUTUCTAMUHHBIE TTPeNapaThl, MOJIOKUTEIbHOTO 3hdeKTa
OT HUX He Habmoaana (puc. 4).
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Puc. 4 — Otek cronsl marueaTky J1

OTekn npoXOoAWIM CaMOCTOATENbHO, vamie Bcero 3a 2-4 pguda. llocne 4-oi

o6epemenHoctu u nepeaeceHHoro COVID-19 ormedaer pe3koe yXylIeHHe caMOYyBCTBUSA,
YBEJIMYEHHE YaCTOThI IPUCTYNOB OTEKOB, BIUIOTh J0 €KE€HEAENbHBIX. Halle BCero oTeKano
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nuno (puc. 5).

Puc. 5 — Orex nuia nanueHTKH J1

Orek pas3BHUBaJICA MEUIEHHO, B TEUEHUE 2-3 AHEW, paspemancsd OTEeK TAaKkKe
MEIJICHHO, B TeueHue Tpex aHei. [lanuentke JI 6pu10 BhITTOHEHO HccaenoBanue C1-MHI
IJ1a3Mbl KPOBH, MIPU KOTOPOM OBLIO BBISIBIIEHO CHIbKeHHE koHIeHTpauuu C1-UHT - 0,05
r/n, pedepentrpie 3HaueHus - 0,18-0,32 r/n. MetogoM KanmmUISIPHOTO CEKBEHHPOBAHUS
ceapMoro sk30Ha reHa SERPINGI1 (C1INH) B o6pasue JJHK BbisiBieHa reTepo3uroTHas
3aM€Ha  OJHOIO0  HYKJIEOTHIA, NPUBOMAIIAS K  M3MECHEHUIO  aMHUHOKHCIIOTHI:
ENST00000278407.9: c. 1180 A->C, P. Thr394Pro (PolyPhen2-probablydamaging 1.00).
BrisiBIeHHOE HaApyIIEHHWE aCCOLMUPOBAHO C BPOXKICHHBIM AHTMOHEBPOTHYECKUM OTEKOM
nepporo tuna (HAO-1). bein moarBepxkaeH mnpensaputenbHbii auarno3 HAO-1 ¢
neururom C1-UHI. SpkuM AMArHOCTUYECKUM KPUTEPUEM SIBISIETCS OTCYTCTBUE Y
nanueHToB 3¢ ¢dexTa OT aHTUTMCTAMHUHHBIX MPENapaToB, IIIIOKOKOPTUKOCTEPOUIOB U
aJpeHaJInHAa.

BbiBOAbI:

1. HacnencTBEHHBIM AHTMOHEBPOTHUYECKUN OTEK SIBIIAETCA PEIKUM T€HETHYECKUM
3a00JI€BaHUEM U XapaKTEPU3yETCsl TETEPOT€HHOCThIO KIMHUYECKUX MPOSIBIICHUM.

2. Orexn npu HAO xapaktepu3yroTcs MEIJICHHBIM HAPACTAHUEM U Pa3pELICHUEM,
IJIOTHOM KOHCUCTEHIMEHN, 0€300J1€3HEHHOCTBIO U OTCYTCTBUEM 3yJa.

3. OT™meuaeTcs HeA(DPEKTUBHOCTH AHTUTHUCTAMHHHBIX MPEINaparTos,
IIOKOKOPTUKOCTEPOUIOB U aJpEHAIINHA.

4. Ilo3nusiss win HenpaBwibHasi auarHoctuka HAQO, Hu3kas OCBEIOMJIEHHOCTH
MEIUIMHCKOTO NEPCOHAIa MOTYT MPUBECTH K TSKENIBIM OCIOKHEHUSM, BIUIOTH 10
JETAIBHOTO UCXO/IA.
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