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Pe3ome. Ilatorene3 HacnencTBeHHOro aHrumoHeBporuyeckoro oreka (HAO) oOycnosien
neuuutom Cl-uHruOuUTOpa, MPUBOIAAIMIMM K HEKOHTPOJIUPYEMON AaKTUBAIMH KAJTMKPEUH-KHHUHOBOTO
Kackaja, n30bITOYHOMY 00pa30BaHUIO OPaJAMKMHUHA U JeTpaJallii SHI0TEIHAIBLHOTO TIMKOKAITUKCA, YTO
OOBSICHAET PE3UCTEHTHOCTh K AaHTUTUCTAMUHHBIM mperaparaMm. JlaHHBIM KJIMHUYECKUH cirydait
MOJYEPKUBACT BAXXHOCTh KOMIUIEKCHOTO TMojaxofa K auarHoctuke HAOQO, BkiIrodaromiero aHaiau3
TCHETHYECKUX, OMOXMMHUYECKMX W KIMHHUYECKUX MAapKEpOB, a TaKKe HEO0OXOAMMOCTb IOBBILIICHUS
HACTOPO’KEHHOCTH Bpaueil MpH peIMBUPYIOMINX a0JOMHUHAIBHBIX CHHIPOMAaX y JAeTeH.

KawueBble cioBa: HacneACTBEHHBIH aHrnoorek, Cl-MHrHOMTOp, KaNTUKpEHH-KUHHUHOBAS
cucremMa, OpaJMKHHUH, SHI0TEINAIBHBIA TTTUKOKATUKC.

Resume. The pathogenesis of hereditary angioedema (HAE) is caused by C1-inhibitor deficiency,
leading to uncontrolled activation of the kallikrein-kinin cascade, excessive bradykinin production, and
degradation of the endothelial glycocalyx, which explains resistance to antihistamines. This clinical case
highlights the importance of a comprehensive approach to HAE diagnosis, including analysis of genetic,
biochemical, and clinical markers, as well as the need for increased physician awareness regarding recurrent
abdominal syndromes in children.

Keywords: hereditary angioedema, Cl-inhibitor, kallikrein-kinin system, bradykinin, endothelial
glycocalyx.

AKTyaJbHOCTD. [Ipy 1uarHocTUke HACIEICTBEHHBIX 3a00J€BAHUN CIEUAIUCTHI B
KIMHAYECKOM  MPAKTHKE  CTAJKUBAKOTCS  C  CYIIECTBEHHBIMH  TPYIHOCTSIMH,
00yCIOBJIEHHBIMU F€HETUYECKOMN T€TEePOreHHOCThIO U HECTIEIM(UYHOCTHIO CUMIITOMATHKHU
stux mnarosiorui. HacnencrBenubiii anrmoneBpotuueckuit otek (HAO) mpexacraBusier
co00Ol penkoe, HO KIMHUYECKH 3HAUYMMOE 3a00JIeBaHUE, XapaKTepU3YIoIleecs
PELUIUBUPYIOIIUMU OTEKaMH, OOYCJIOBJIEHHBIMU JA€(EKTOM PpEryJsiiuU KaJTUKPEUH-
KUHUHOBOW CUCTEMBI U U30BITOYHBIM 00pa3oBanueM Opanukununa. HAO — spkuii npumep
MaTOJIOTHUU, KOTOPAsi YACTO OITMOOUYHO HHTEPHPETUPYETCS KaK aJJIEpruiecKasi peakius uiu
XUPYPru4ecKasi NaToJOTUsl.

Heab: mnpoaHanu3upoBaTh HATUONATOTEHE3 U  OCOOCHHOCTH  KIMHUYECKUX
nposiBneHnii HAO Ha OCHOBaHMM PETPOCHEKTUBHOTO U3YUYEHUS! KIMHUYECKOTO CiIydas C
aKIICHTOM Ha OpaJUKUHUH-OMOCPEAOBAHHBIE MEXAaHU3Mbl M POJb JHAOTEIUAIBHOU

TUC)YHKIIUN.
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l. Ilpoananu3upoBarh  3THOJIOTHIO, TMATOT€HE3 W  KIMHUYECKYIO  KapTHHY
HACJIEJICTBEHHOTO AHTMOHEBPOTHUYECKOTO OTEKA.

2. IlpoananuzupoBaTh ocobeHHocTH TeueHus HAO Ha npumepe KIMHHUYECKOTO
ciy4as.

MarepuaJjnbl 1 MeToabI. B paboTe HCMOIB30BaATNCh COBPEMEHHBIE JaHHBIE HAYUYHOU
nutepaTypsl o mnatodusuonorudeckux acnekrtax HAOQO. IlpoBelneH peTpOCHEKTHUBHBIM
aHaJgu3 KUCTOpUU OOJIe3HU MalueHTa, HaOmronaBiierocs B Y3 «4-s ropojckas JeTcKas
KIIMHU4YecKasi OonbHULIa». KpuTepuem BKIIOUYEHHUS TAlMEHTA B KCCIEIOBAHUE SIBISIICA
nedext B cucteMe KoMiuieMeHTa, MaHudectupyromuii HAO. Bce wuccnegoBanus
MIPOBOJIMIIUCH C COOJIOACHUEM TIPaBUI OMOMEIMITMHCKON 3THKH (COXpaHEHHE BpadyeOHOU
TalHbI ¥ KOHQUACHIIUATIBHOCTh HH(OPMAITUN).

Pesyabrarel U uX o00cy:kaeHue. HacimenCcTBEHHBI aHTMOHEBPOTUYECKHM OTEK
pa3BuBaeTcs Beaenacteue myrtanuii B reHe SERPINGI1, kogupyromem Cl-uHruéurop, 4to
MPUBOJUT OO K cHikeHuto ero npoaykuuu (HAO 1), nubo k cuHTe3y QPyHKIMOHAIBHO
HeaktuBHOM Motiekynbl (HAO 1I). Ilatorenes HAO TecHo cBsizaH C¢ AeUIMTOM HIH
muchynkuueir Cl-unruburopa (C1-INH), ocHOBHOTO (hHU3MOIOTHYECKOTO HHTHOUTOpA
aktuBupoBaHHOrO (hakTopa XII (dhakTopa Xaremana), mia3sMeHHOT0 KAIJTMKPEUHA U IPYTUX
CEpUHOBBIX TMpoTea3 [l]. B oTCyTcTBHE aJeKBaTHOTO HWHTHOUPOBAHUSA MPOUCXOJUT
HEKOHTPOJUpYyeMasi aKTHUBALIUSI KOHTAKTHOW CUCTEMBI KPOBH, YTO MPUBOJIUT K MACCUBHOMY
oOpazoBaHul0 OpagukuHuHA. bpagukuHuH, B3auMoaeucTByss ¢ B2-peunentopamu Ha
MOBEPXHOCTH HJIOTEIUATBHBIX KIETOK, yepe3 (G-0enok aktuBupyet dochonunazy C, 4to
MPUBOJUT K TMOBBIIMICHUIO BHYTPUKIECTOYHOTO KaJbIUS U CTUMYJISIIIUM CHHTE3a OKCHJIA
a30Ta U MPOCTAIMKIIMHA, BbI3bIBAsA pacciabiieHue TIaJKUX MBI COCYJIOB U yBEIUYEHUE
UX npoHuniaemMoctu. [1oBbIIIEHHAsT cOCyIUCTasi MPOHUIIAEMOCTh 00YCIIOBIIEHA HE TOJBKO
MNPSIMBIM JIEUCTBUEM OpaJUKUHUHA, HO U €ro CIOCOOHOCTHIO MHIYIIMPOBAThH JErpaaaliio
SHJOTENHAIBHOTO TJIMKOKAJIMKCA Yepe3 aKTUBAIMI0O MaTPUKCHBIX METaJUIONPOTEHHA3
(MMP-2 u MMP-9), 4To npuBOIUT K OTEPE renapancyibdara U pa3pyluIeHUIO 3a[UTHOTO
Oaprepa sHpoTenus [2]. AHanu3 KIMHAYECKUX HAOJIOJEHHWI BBISBUJ TUIHUYHBIE IS
HACIIEJICTBEHHOTO  AHTMOHEBPOTHUECKOTO  OT€KAa  CUMIITOMBI,  MPOSIBISIONIUECS
pEeLUIMBUPYIONIUMU MPUCTYTIAMU OTEKOB C XapaKTepHOM Jokanu3anuen. Yaie otmeuaercs
MOpaKeHUEe MATKUX TKAaHEW JUIa, JUCTATbHBIX OTIEIOB KOHEUHOCTEH, a TAaK:Ke Pa3BUTHE
OMAaCHBIX JJIs1 )KU3HU OTEKOB TOPTAHU U MYUUTENIbHBIX a0JOMUHAIbHBIX OoJieid. Ocoboro
BHUMAaHUS 3acCiIy’KUBaeT BO3pACTHasl JWHAMHUKA 3a00JieBaHUSI — IMEpBbIe KIMHUYECKHUE
MpU3HAKU B OOJBIIMHCTBE CIy4aeB JEOIOTUPYIOT B PAHHEM IIKOJHHOM BO3pacTe, 4TO
HEPEJKO COBMAJAET C MEPHUOJIOM aJaNnTalliid K HOBBIM COLIMAIIBLHBIM YCJIOBUSIM. BaKHbIM
MaTOr€HETUYECKUM AaCTEKTOM SIBIISETCS BBISIBJICHUE MPOBOLMPYIOMKX (aKTOPOB, Cpeau
KOTOPBIX OCOOYIH0 pOJb UIPAIOT ICHUXO3MOIMOHAIBHOE  HANpsKEHUE, OCTpbIe
MH(EKIIMOHHBIE TMPOIECChl, MEXaHHYECKHUE TMOBPEXKICHUS TKaHEH. OTU TPUTTEPHI
crocoOCTBYIOT MaHU(ecTanuu 3a00€BaHUsl, OMpPeaeisisi BaprabelbHOCTh KIMHUYECKON
KapTUHbBL. B KiinHN4ecko npaktuke ObU1 3adukcupoBan ciaydait nanueHtku M. (2010 rona
POXJIEHUS.), Y KOTOPON HACJIEIACTBEHHBIM aHTMOHeBpoTHyeckuil otek 1 Tuma (D84.1 mo
MKB-10) Obu1 quarHOCTUPOBAH JIMIIL B Bo3pacTe 13 JieT, HeCMOTpsL Ha TO YTO IEpPBbIC
CUMIITOMBI 3a00JIeBaHUSI MPOSBWINCH 3HAYUTENILHO paHbllie - B 6-7-T€THEM BO3pacTe.
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XapakTepHO, 4YTO KIMHHMYECKass KapTHHA MPUCTYNOB OTJIMYAJIach BBIPAKEHHBIM
npeoOnagaHreM a0JOMUHAIBHOTO CHHAPOMA, KOTOPBIM MPOSIBISIICS HWHTEHCUBHBIM
OOJIEBBIM CHUHAPOMOM M PELUAMBUPYIOIIEH PBOTOM, TOr/Aa Kak mnepudepuyeckue OTEKH
JUIA U KOHEYHOCTEN BCTPEYAIUCh 3HAYUTEIBHO PEXE, YTO MOTJIO BBOJAUTH B 3a0ITyKICHUE
IIpY MEPBUYHOM AuarHoctuke (puc.l, 2).

Puc. 2 — Otex 1eBoii KUCTH NanueHTKU M. moclie aKTUBHBIX IHChbMEHHBIX JIBHXKECHUI

Orexkn npu HAO xapakTepusyrOTCs MEIJICHHBIM HApaCTAHUEM M Pa3pECLICHUEM,
IJIOTHOM KOHCUCTEHIMEN, 0€300J1€3HEHHOCThIO M OTCYTCTBUEM 3Y/a.

OcoObIi1 UHTEpEC MPEACTABIIAET aHAIU3 TPOBOLUPYIOUIUX (PAKTOPOB, CPEIU KOTOPBIX
YETKO TMPOCICKUBAIACH CBA3b C mepeHeceHHbiMu OPBU u ncuxosMonMOHaIbHBIM
HallpsDKEHWEM, YTO  COIVIaCyeTCsl C  HM3BECTHBIMM  MEXAHM3MaMHM  IAaTOTEHE3a
HACJIEJICTBEHHOIO aHTMOHEBPOTHYECKOro oreka. llpu npoBeneHun yriayOia€HHOTO
JUArHOCTUYECKOIO MOUCKa B PecrnyOiMKaHCKOM HayYHO-NIPAKTHUYECKOM LEHTPE AETCKOM
OHKOJIOTMH, TeMaTojaorun 1 uMMmyHosioruu 10 mapra 2023 roga Obutd NOJTy4EeHbl BaXKHbIE
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JTUArHOCTUYECKHE  JaHHbIE, KOTOpPbIE  TO3BOJMWIA  BepUDUIIMPOBATH  JIUATHO3
HACJIEJICTBEHHOTO AHTMOHEBPOTHYECKOrO OTEKa | Tuna. MOJEKyIspHO-TEHETUYECKOE
WCCIIEIOBAHHUE, BBIMOJHEHHOE METOJIOM KAalNWUIPHOTO CEKBEHHPOBAHUS, BBISBUIIO
HaJu4yue reTepo3uroTHOM MyTraunu B cenbMoM 3Kk30HE reHa SERPINGI. IlapamiensHo
MPOBEAEHHOE MCCIEAOBAHUE CUCTEMbl KOMIUIEMEHTA MPOJEMOHCTPUPOBAIIO BBIPAXKEHHOE
cHIKeHue KoHueHTpauu C4-kommnonenTa 110 0,035 /1, 4To 0Ka3anock CyIeCTBEHHO HUXKE
Bo3pacTHo Hopmbl (0,13-0,46 r/n s geredt no 14 ner), 4TO CBUIETEILCTBYET O
MOCTOSTHHOM aKTUBAIIMU KJIACCHUYECKOTO MyTH KOMIUIeMeHTa BcieacTtBue aeduiura Cl-
uHruouropa. COBOKYIHOCTh MOJYYEHHBIX PE3yJIbTATOB - KaK BBISIBICHHE MAaTOTE€HHOIO
reHetndeckoro Bapuanta B reHe SERPINGI, tak u xapaktepHble U3MEHEHHSI B CUCTEME
KOMIUJIEMEHTAa - HE TOJBKO TMOATBEPAWIIA KIMHUYECKUW JIMATHO3 HACIIEICTBEHHOTO
AHTMOHEBPOTUYECKOTO OTEKA | THMNa, HO U MPOJEMOHCTPUPOBAIa BaXKHOCTh KOMIUIEKCHOTO
MOAX0/1a B JUArHOCTUKE PEAKUX 3a00J€BaHUM, KOT/1a MOJIEKYISIPHO-TEHETUYECKHE JIaHHbIC
JOTIOJIHSIFOTCST U TOATBEPKAAIOTCS pe3yJibTaTaMu OHOXMMHYECKUX HccieaoBaHuid. B
MPEJICTABJICHHOM KIIMTHUYECKOM ciy4ae MPOAEMOHCTPUPOBAHBI TUTMTUYHBIE
nuarHoctudeckue cinoxxkHoctd HAQO, Bkitouas mo3aHIO0 TUAarHOCTUKY (B CpeIHEM uepes S-
7 net oT nedrTa) U YacThle OMIMOOYHbIE HHTEPHPETAIIUU CUMIITOMOB KaK aJlJIEPIrUYECKUX
WA XHAPYPrUYECKUX COCTOAHUN. COBpEMEHHBIE MOAXOJbl K TEPAlUM BKIIOYAKOT
npuMeHeHue KouieHTpatoB Cl-unruburtopa (mpemapatr CuHpaif3) U aHTarOHUCTOB
peuenTopoB OpaJUKMHHUHA JJI1 KYNMHPOBAHUS OCTPHIX aTaK, a TaKXKe MCIOJIb30BaHUE
naHajenymaba Jusi gonarocpounoi mnpoduinaktuku [3]. HcecnemoBanue mog4YepKUBAET
HEO0OXOJIMMOCTh MOBBIIIEHUSI HACTOPOXKEHHOCTU Bpaueil B oTHoumienun HAQO, BHenpeHus

CTaHIAPTU3UPOBAHHBIX TUATHOCTUYECKUX AIITOPUTMOB u pa3BUTHS
MYJbTHAUCUUIUIMHAPHOTO MOAX0/1a K BEACHUIO MAIIMEHTOB C JAHHOW MaTOJIOTHUEM.
BrniBoabI:

1. B ocHOBe maroreHe3a HAaCIEACTBEHHOTO AHTMOHEBPOTUYECKOTO OTEKa JICKHUT
TUCPETYJIALNS  KaJUIMKPEUH-KUHUHOBOTO Kackajaa, OOYCIOBJIEHHAs Je(PUIIMTOM WIH
(YHKIIMOHATBHON  HEMOJHOIEHHOCTHIO Cl-unruburopa,  4TO  HOPUBOAUT K
HEKOHTpoJupyemMoil axktuBanuu (akropa XaremaHa U U30BITOYHOMY OOpa30BAHUIO
OpaguKUHUHA.

2. ITatonoru4yeckoe pa3pylICeHUE 3SHAOTEIHATBHOIO TJIMKOKAJIMUKCA, COCTOSIIIErO
MPEMMYIIECTBEHHO U3 TremnapaHcyib(dara, CUHAEKaHa-1 W TUaTypOHOBOW KHUCIIOTHI,
yCyTyOJIsieT AKCTpaBa3allMI0 KUJIKOCTH M CHOCOOCTBYET (POPMHUPOBAHUIO KIMHUYECKU
BBIPAKEHHOT'O aHTHOOTEKA.

3. OgnuM u3 acnektoB narorene3a HAO sgBnsieTcss OTCYTCTBUE BOBJICUEHUS TYUHBIX
KIETOK U THUCTAMHUHOBBIX MEXAHU3MOB, UYTO OOBSCHSET PE3UCTEHTHOCTh K
AHTUTMCTAMHHHBIM MpenapaTaM U TIIFOKOKOPTUKOCTEPOUIaM.

4. YaukanbHOCTh natodusmnonoruu HAO 3akmrogaercss B TOM, 4TO, B OTJIHYHE OT
TUCTAMHUH-OMOCPEOBAHHBIX OTEKOB, MpPH OSTOM 3a00J€BaHHM OTCYTCTBYIOT 3V,
KpanuBHUIIA W J03WHOMMWINS, a TepaneBTUUecKud 3G(PEeKT AOCTUraeTcsi TOJIBKO
BO3/ICMCTBUEM Ha KAUTUKPEUH-KUHUHOBYIO CHUCTEMY, UYTO MOJYEPKUBAET HEOOXOIUMOCTh
TOYHOU nuddepeHInanbHON AMarHOCTUKU U MATOT€HETUYECKH 000CHOBAHHOTO JICUEHUSI.
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