


CnucaHue ,Pegku 6orecmu u aekapcmBa cupauu”
6pod 3, 2oguHa VI, ISSN 1314-3581

3

http://journal.raredis.org

HacnegcmGBeH an2uoegem |
mun — KAUHUYeH cayuail

CBemnan [lepmergkuel

Meguuuncku yHuBepcumem — MaoBguB

Peslome

HacaegcmBeHuam aHzuoegem (HAE) e nbpBuyeH umyHeH geduuum
cBbp3aH cvbc cucmemama Ha komnaemeHma. ToBa e pAgko cpewaHo 2e-
HEMUYHO 06ycA0BeHO 3aboAABaHe, YUAMO Yecmoma 3a pasAu4HUME no-
nyaauuu Bapupa om 1:50000 go 1:100 000. MpegcmaBaaBa GpeHomuneH
u3pas Ha HacaegcmBeH geduuum Ha C1-ecmepasHua uHxubumop.Om on-
ucaHume 8 aumepamypama Hakoako dopmu npeobaagaBa mosu om mun
[, npu kodmo e Haauue koauvecmBeH geduuum Ha C1 ecmepasHus UHXU-
6umop. Mpu He2o munNbm Ha yHacAegAaBaHe e aBMO30MHO-gOMUHAHMEH.
Bogew, mexaHusoM B namozeHe3ama Ha 3ab0AsBaHemo e akmuBupanemo
Ha npomeasume om cucmemama Ha komnaemenma. B kackagama om
HapyweHus ce BkalouBa u kaaukpeuH-kuHuHoBama cucmema.Kamo nocae-
guua om geticmBuemo Ha BazoakmuBHume dakmopu ce noBuwaba cogo-
Bama nponyckauBocm ¢ pas3Bumue Ha aHeuoegeM. KauHuuHama kapmuna
Ha HAE e pasHoobpasHa. B egHu cayyau gomuHupa koXHo-Au2aBuyHama
cumnmomamuka, 8 gpyau — npoABume om cmpaHa Ha CMoMalHo-4peB-
Hug mpakm, a noHakoza ce HabAlogaBam u omouu om AuzaBuuama Ha
20pHUME guXameAHU Nbmuwia.

MpucmbnHo noABABawUME ce 0mouu aHzakupam NPegumMHo egHa
cucmema, no-pagko ce HabalogaBam nposBu om cmpaHa Ha gBe cuc-
memu, a CbyemaHa u3AaBa Ha cumnmomu om HAKoAkO opzaHa/cucmemu
Ce cpewa owe no-pagko.3amoBa Bceku peaucmpupaH nogobeH cAyyal
npegcmaBaaBa uimepec 3a kauHudHama npakmuka.

TakoB e npegcmaBeHusm om Hac nauueHm.

KnloyoBu gymu: HacregcmBeH aH2uoegem, gueHOCMUYHO-mepa-
neBmuyeH ar2opumom,pekombuHaHmeH C1 — ecmepaseH uHXubumop

Hereditary Angioedema type | —
clinical case
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Abstract

Hereditary Angioedema (HAE) is a primary immune deficiency
related to the complement system.lt is a rare disease with frequency of
1:50000 to 1:100 000 in different populations. It is a phenotypic expression
of the hereditary deficiency of C1- esterase inhibitor. Several types have
been described in literature but the most common one is type 1 which
is characterized with quantitative deficiency of C1- esterase inhibitor.
The inheritance type is autosomal-dominant. A leading mechanism
in the pathogenesis of the disease is the activation of proteases of the
complement system. The kallikrein-kinin system is also involved in the
cascade of disturbances.The vascular permeability is increased leading
to angioedema as a result from the action of vasoactive factors. Clinical
manifestation of angioedema is various. In some cases skin and mucosal
symptoms prevail, in others these are the gastrointestinal problems and in
some oedema of the mucosa of upper respiratory tract has been observed.

The oedemal attacks usually involve a single system and it is rare
for them to spread to two systems and even more rare for more than
two systems. Therefore every case of the latter is interesting for clinical
practice. The presented by us patient is of the kind.
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BvBegeHue

HacaegcmBeHuam anauoegem (HAE) cnaga kom 2pyna-
ma Ha pagko cpewaHume 6oaecmu.OnucaH e 3a npbB nom B
kpaa Ha 19-mo cmoaemue [1]. [leduHupa ce kamo nbpBuyeH
UMYHeH gepuuum 3acszaul cucmemama Ha koMnAeMeHma, Ho
8 cowomo Bpeme e u pAgko cpewaHo 3aboasBaHe. HAE ce
ABABa (eHomuneH u3pa3 Ha HacaegecmBeH geduuum Ha Ci1-
ecmepasHua uHxubumop.0m usBecmHume B Aumepamypama
HAkoAko muna npeobaagaBaw, e mo3u om mun | npu kodmo e
Haauug koauyecmBeH geduuum Ha C1- ecmepasHus uHXubumop
[2-3]. Tunom Ha yHacregaBaHe e aBm0o30MHO-goMUHaHmeH [1-
2]. Bogew mexaHusbm B namozeHesama Ha 3aboAdBaHemo
e akmuBupaHemo Ha npomeasume Oom cucmemama Ha kom-
naemedma [1-3]. B kackagama om HapyweHus ce BkalouBa
U kaaukpeuH-kuHuHoBama cucmema [1-4]. Kamo nocaeguua
om geticmBuemo Ha BazoakmuBHume dakmopu ce yBeAauyaBa
cbgoBama nponyckauBocm ¢ pasBumue Ha aHauoegem. KAu-
HuyHama kapmuHa Ha HAE e pasHoobpasHa. B egHu cayvau
gomMuHupa koXHo-AuzaBuyHama cumnmomamuka, 68 gpyau —
npoABume om cmpaHa Ha cmoMawHo-4peBHUA mpakm, a no-
HAkoz2a ce HabalogaBam u omouu Ha Au2aBuuama Ha 20pHuUme
guxameAHU Nbmuuia.

06ukHOBeHO npucmbnHO noABABawuMe Ce omouu aHea-
kupam egHa cucmema, no-pAgko ce HabalogaBam npoABu om
cmpaHa Ha gBe cucmemu, a CcbyemaHa usABa Ha cuMnmomu
om HAKOAKO 0peaHa/cucmemu ce cpelwa owe no-pagko.3a moBa
Bceku makvwB cayyad npegcmaBasaBa uHmepec 3a kauHuyHama
npakmuka.

TakoB e npegcmaBeHuam om Hac nauueHm.

Kpamku ucmopuyecku gaHHu 3a ucmopuama Ha 3a6oas-
BaHemo B bvazapus u MaoBguBckua peauoH:

MopBuam peaucmpupaH cAyyal B8 bvazapus gamupa om
ganeyHama 1973 2. OnucaH e om npodecop boxXko BoxkoB.
MpuHocom Ha MAoBguB He ce usuepnBa camo ¢ Gpakma,ue nop-
Bama gua2HocmuuupaHa nauueHmka e om 6auskomo go 2paga
ceno KamyHuua. B ekuna om cneuuaaucmu, kodmo cbobuiaBa 3a
mo3u cAyyad e pabomewuam no oHoBa Bpeme B YHI-kauHuka-
ma u kamegpama no YHI-6onecmu kom BMU-Ma0BguB gokmop
BaagumupoB. Mo noBog peuuguBupaw, omok Ha Aapuxkca mo
Haco4Ba nauueHmkama koM Kamegpama no anep2oao2us npu
Meguuutcku dakyamem-Codusa. JuaeHozama ce nomBopkgaBa
cAeg HanpaBeHume B yy)kbuHa UMyHOAO2UYHU u3caegBaHus [1].
Om mo3u MomeHm Hamambk ce cb3gaBa peaucmbp kbm kod-
mo ce gobaBam Bce HOBU u HOBU cAyyau om 3aboasABaHemo
CAeg 2€HEaA02UYHO npoyyBaHe Ha (aMuAuUme Ha nauueHmu-
me U u3BopwBaHe Ha CbomBemHUA Habop OM UMYHOAORUYHU
uscAaegBaHusa. B Hawu gHu gelHocmma no guagHocmukama,
AEYEHUEMO U NpocAegABaHemo Ha nauueHmume ¢ moBa 3abo-
AfBaHe ce ocbwecmBaBa om ekcnepmHume ueHmpoBe 3a peg-

ku 6orecmu koM Meguuunckume yHuBepcumemu 8 Cogua u
MaoBguB, kakmo u om pa6omeuwume no me3u npobaeMu ekunu
Ha yHuBepcumemckume 6oAHUUU B gBama 2paga aAnep20A03u U
UMYHOAO3U.

MamepuaA u memogu

A3smoyHuk Ha uHpopmauus ca peaucmpupasume 8 megu-
uuHckama gokymMeHmauua Ha nauueHma gadHu om enukpusu,
ocbulecmBeHu ambyaamopHO U B BOAHUYHU ycAoBuA xemamo-
AO2UYHU, BUOXUMUYHU U UMYHOAO2UYHU U3CAegBaHuA, KOHCYA-
mauuu om cneuuaaucmu arep2oA03u U UMYHOAO3U, ekcnepmHu
cmaHoBuwa om cneuuaAusupadu komucuu 3a npoBeXkgaHe Ha
3aMecmumeAHa mepanud Npu NauueHmu ¢ UMyHOgehuuumHu
CbCmMOoAHUA, pomozpaduu om nauueHma u HanpaBeHu ¢ He2080
cobanacue 8 6oAHUYHU yCAOBUA CHUMKU.

MpegcmaBaxe Ha cay4yaa

Mwk Ha 40 2oguHu ¢ HacaegcmBeH aHzuoegem | mun,
npu komo He ca ycmaHoBeHU aHaMHECMUYHU gaHHU 3a ¢a-
MUAHOCM. Ha Auuemo He ca u3BecmHu CAyyau ¢ NogobHu Ha
He2oBume omouu npu gpyau YAeHoBe Ha damuauama. AuncBa
uHdopmauusa 3a moBa gaau ca ocbwecmBaBaHu UMYHOAO2UY-
HU u3cAegBaHua npu pogcmBeHuuume Ha nauueHma u kakBu ca
noAyyeHume peayamamu. 3aborABaHemo e guagHoCMUuUUpaHo
npegu okoao gecem 20guHu no noBog geblom Ha borecmma ¢
ocmpa amaka om aHauoegem Ha AapuHkca. lpucmonom ce om-
kalouBa caeg noHeceHa mpaBma om nauueHma. CAeg AeveHue
8 YHI-kauHukama Ha YHuBepcumemckama 6oaHuua 8 MaoBgus,
3200AABaHeMO € NomBbpgeHO ¢ u3BopLWEHUA NAHEA OM UMYHO-
AO2UYHU U3cAegBaHuA. YmouHeH e u munom Ha HAE.

Mauuenmom e BkaloyeH koM peaucmbpa Ha masu pAg-
ka boaecm u ce npocaegaBa om cneuyuaAausupaHume ekunu Ha
yHUBepcumemckume ugHmpoBe no pegku Goaecmu Ha YHuBep-
cumemcka 6oAHuua ,ArekcaHgpoBeka“ — KAUHUYEH UEHMbP NO
anep20A02uUA U OM cneuuaausupaHama komucus 3a padoma c
H30K kom KauHuka no neguampus u 2eHemuyHu 3a60AABaHusA
3a npoBeXgaHe Ha 3amecmumeAHa mepanua Npu nauueHmu ¢
HacAegcmBeHu umyHogeduuumHu cbcmosHuAa koM YHuBepcu-
memckama 6oaHuua ,CBemu leopau” — MaoBgus.

MauueHmom ce npocaegaBa B8 guHamuka KAUHUYHO U na-
pakAuHUYHO.KAUHUYHama u3dBa Ha amakume om HAE ca pas-
HOOGpasHu. MMpu HAkou om maAx npeobaagaBa u30AupaHama
Aokaausauus Ha omoka B onpegeaeHa obaacm (guazpama 1), 8
gpyau e Haauue aHeakupaHe Ha HAKOAKO 30HU (guazpama 2), u
gopu kombuHupaHa u3ABa Ha aHzauoegema CbC CUMNMOMU OM
cmpaHa Ha HAKOAKO CUCMEMU — 20pHU gUXameAHU Nbmuuwia,
koXkHO-AU2aBUYHU U abgomMeHaAHU npoABu.

LepmengxkueB C. HacrnegcmBeH anzuoegem | mun — kauuden cayyad. Pegku 6orecmu u aekapcmBa cupauu 2016;7(3):3-7




CnucaHue ,Pegku 6orecmu u rekapcmBa cupauu” 5
6pod 3, 2oguHa VII, ISSN 1314-3581 http://journal.raredis.org

OcvbwecmBeHu B8 ambynamopHu u cmauuoHapHu ycaoBus
guazHOCMUYHU npouegypu:

Tabauua 1. XemamonozuyHu, GUOXUMUYHU U UMYHOAOZUYHU
uscnaegBanua om 07.2013 2.

Xemamonozua  |KpbBHa kapmuHa| Buoxumus IMyHoAO2UA
HGB - 143 g/L |Neut—56.8 %  [gluc — 4.7 mmol/l ~ [IgE-RAST rabbit

epithelium negative

<35 AU/ml
RBC-4.4T/L |Lymph-32.0% |tprot— 726 g/l C4-0.057 g/l

(noHwXkeH)
HCT - 43.9 Eos. - 3.4 % GGT —29 U/I C3 -0.89g/l
MCH - 28.9 Mono-4.8 % ALP - 65 U/l C1-INH (Ag) - 0.06 g/I

(noHwkeH)
MCV - 94 Baso-1.0% [AST-30 U/l C1-INH (F) < 10%

(noHwkeH)
WBC- 9.8 G/L ALT - 32 U/l CH50 - 9.1 U/ml

(NoHUKeH) Juazpama 1. Enuszog om aHzuoegem ¢ Aokaausauus no 2opHus
PLT— 240 G/L urea — 3.7 mmol/| kpaixuk 8 obrnacmma Ha 6paxuansama myckynamypa
ESR — 14 mm/h crea — 81.0 mkmol/ 5.~

UR AC - 317 mkmol/ )

Tabauua 2. imyHoAao2u4HU uscaegBaHusa om 06.2016 2.

lMokasamenau Memog Pesyamam PedepeHmHu
cmoiHocmu
(3a Bo3pacmuu)
CepymHu
UMYHO2A0BYAUHU
Tot.IgE Hehenomempusa 65.7 1U/ml 0-100 IU/ml
CepymeH
komnaemenm
C3 Hedenomempus 1.223 g/l 0,61-2,0g/
C4 Hehenomempus 0.09 g/l 0,122 - 0,495 g/l
C 1 ecmepasen
uHxubumop (Ag) RID <0.078 g/l 0.075-0.90 ¢/

Tabauua 3. KokHo-anep2uuHu npobu cbe cepus indoor u outdoor

anepzexu

1. TpeBu 20 muH. | 4. MukpokvpaeXu 20 MuH.

688 (5 mpeBu) /-/ omp. | 314 (D. farinae) /-/ omp.

687 (4 )umHu) /-/ omp. | 315 (D. pteronissinus) /-/ omp. Jluazpama 2. AHzuoegem no mekume mvkaHu Ha Auuemo-npeguaekuusa

2. lopBema 5. AnepzeHu no u 0KoAO yWwHUmMe mugu
om XuBomuHcku npousxog =

696 (bykoBu) /-/ omp. | 507 (Komka) /-/ omp. ==

702 (bpe3oBu) /-/ omp. | 509 (Ky4e) /-/ omp.

701 (BopboBu) /-/ omp. [ 506 (Myx u nepa) /-/ omp.

3. NMaeBenu 6. Konmpoau

604 (Ambpo3us) /-/ omp. | MosumuBHa koHmpona
(xucmamuH) 15/14

605 (06ukHoBeH neaun) [ /-/ omp. | Ompuuameaxa konmpoaa | /-/ omp.

665 (KuBoBaek) /-/ omp.

714 (No6ogoBu) /- omp.

0ocuvkgaHe Ha cayyas u 3aknaloueHue

Ha ocHoBaHue aHamMHecmuyHUmMe gaHHU, KAUHUYHama
kapmuHa, anep20AO2UYHUA Cmamyc, pesyamamume om npo-
BegeHume napakAuHUYHU u3cAegBaHus U npegcmaBeHama
MeguuuHcka gokymeHmauua 6e nomBbpgeHa guagHo3ama T
HacaegcmBeH aH2uoegeM | mun. AAep2UYHU  MEXaHu3Mu Ha Jluazpama 3. AHzuoegemobm BbB dasa Ha 06pamHo pasBumue
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aHauogema B cayyas He caegBa ga ce obCcbkgam nopagu Heaa-
muBHUMeE pesyamamu 0m ocbuiecmBeHume cneyuaausupanu
aAep20A02UYHU U3cAegBaHuA (HOpMaAHU HuBa Ha obwume IgE,
kpbBHUmMe eo3uHoduAu U 6a3oduAu, kakmo u ompuuameaHume
pesyamamu om koXKHo-aaepauyHus mecm). KauHuvHama kap-
MUHa, MUNbM Ha OMOUUME U 0CbLWeCcmMBeHUME UMYHOAO2UYHU
uscaegBanua npu koumo ce ycmaxoBa6am mpaliHo NnoHWXeHU
HuBa Ha C4 ¢pakuusama Ha cepymMHua komnaemenm, kakmo u
Hucku HuBa Ha C1-ecmepasHuA uHXubumop ca nomBopgumen-
HU 32 guazHo3ama.

Ha nauueHma e npegnucaHo 3aMeCMuMEeAHO ABYEHUE C
pekombuHaHmeH aHano2 Ha 4oBewku C1-ecmepaseH UHXUbU-
Mop, YMOYHEHU Ca go3ume 3a NpuAazaHemo My npu npucmbn,
kakmo u 3a npogpurakmuka Ha amakume om u3BecmHume om-
kalouBawu dakmopu.

Huckycusa

HacaegcmBeHuam aHzuoegem (HAE) e pagko 3aboaaBaHe.
3a omgeAHUME nonyAauuu Yecmomama my Bapupa om nops-
goka Ha 1:50000 go 1:100 000 [2-3, 28]. HAE e peHomuneH us-
pa3 Ha HacregecmBeH geduuum Ha C1-ecmepasHua uHxubumop
[2].0m onucaHume B8 aumepamypama HAkoAko muna npeoo-
AagaBaw e mosu om mun | npu kodmo e HaAuue koAuvecm-
BeH gepuuum Ha Cl-ecmepasHua unxubumop [3-4]. Tunbm
Ha yHacAegaBaHe e aBmo3oMHO-goMUHaHMeH. Bogew Mmexa-
HU3bM B namozeHesama Ha 3aboAadBaHemo e akmuBupaHemo
Ha npomeasume om cucmemama Ha komnaemeHma. B kacka-
gama om HapyuweHua ce BkalouBa u kaaukpeuH-kuHuHoBama
cucmema [2-5].Kamo nocaeguua om gedicmBuemo Ha Basoak-
muBHume ¢pakmopu ce yBeauyaBa cvbgoBama nponyckauBocm
¢ pasBumue Ha aHauoegem. KauHuuyHama kapmuHa Ha HAE e
pasHoobpasHa. B egHu cayyau gomuHupa koxkHo-au2aBuyHama
cumnmomamuka, 8 gpyau-npoaBume om cmpaHa Ha cmomaw-
HO-4peBHUA mpakm, a noHAkoza ce HabAlogaBam u omouu Ha
Au2aBuuama Ha 20pHUMe guxameAHu nbmuuwia [2-3]. MoHsAkoza
aHauoegemMom MoXe ga ce cbyemae ¢ ypmukapus, Ho 3a HAE
mo3u (eHoMeH He e moAkoBa munuyeH, koakomo npu gpyaume
GopMu Ha aHauoHeBpomuyHua omok [15-16]. Mpu onpegeAaHe
emuoAo2uAma Ha 3aboadaBaHemo u omkalouBawume amakume
om HAE ¢akmopu caegBa ga ce omyuma poAdma Ha peguua
obcmoameacmBa kamo npuem Ha MegukameHmu, uHgekuuu,
CbnbmemeBawu 06wy, CUCMeMHU U op2aHocneuuduyHu aBmo-
UMYHHU 3a00AABaHuA u gpyau [14, 18, 19].

136vpBeHuAmM gbAba Nbm NO OMHOWEHUE mepanuama
Ha npucmbnume om HAE noka3Ba meHgeHuus koM npemuHa-
BaHe om AeyeHue C NPACHO 3ampaseHa naasMa koM mepanus
¢ pekombuHaHmeH aHano2 Ha YoBewku G1-ecmepaseH UHXUOU-
mop [6-12]. MpodurakmuyHomo u npegekcno3uuuoHHO mpe-
mupaHe Ha nauueHmume ¢ HAE cow0 GeaeXku Hanpegbk — om
usBecmHume gepuBamu Ha mpaHekcamoBama kuceAuHa u ame-

HloupaHume aHgpOo2eHU go UHMEP(GEPOHUME U NpomeasHuUme
uHxubumopu [21-27].
3a no-edekmuBHu B cneweH nopagok, 0c06eHO npu 0BAa-
gAaBane Ha ocmpume amaku om 3anaawBauwl XkuBoma egem Ha
Aapunkca ce nocouBam ceaekmuBHume 6Aokepu Ha bpagukuHu-
HoBume peuenmopu [13-16].
[pegcmaBeHuam om Hac cAyyal € UHMepeceH nopagu :
1. 0bcmoameacmBomo, ye e eguH om pegkume CAyyau peauc-
mpupaH ¢ moBa 3aboaaBaHe kakmo 3a bvazapus, maka u 8
MAoBguBckus peauoH
2. HezamuBHama ¢amuAHa aHamHe3a 3a HAE, ABAaeHue koemo
npu | mun HAE ce cpewa pagko
3. PazHoobpasHama kAuHuYHa u3fBa Ha npucmbnume CbC Cb-
yemaHue om npoABU oM cMpaHa Ha pasAuYHU 0p2aHu u cuc-
memu

N3Bogu

1. MpegBug cmamyma Ha HacaegcmBeHus aHauoegem kamo
pAgko cpewaHo 3aboadBaHe, Bceku guazHoCcMuUUpaH cAyvai
€ UEHEH, NogAeXu Ha peaucmpauus, npocaegaBaHe u AgueHue
Cb0Opa3eHo CbC CbBpemeHHUme guagHoCmuy4HO-mepaneB-
MUYHU aA20puMMU.

2. 13acHaBaHemo Ha omkatouBawume amakume ¢pakmopu e om
20AIMO 3HaueHue 3a npoduaakmukama Ha npucmonume u
00e3neyaBaHemo Ha no-gbAzompaeH edekmuBeH koHmMpoA
Ha borecmma.

3. myHono2uuHUMeE uscaegBaHua ca Bogewu npu guazgHocmu-
uupaHe Ha 3aboAABaHemMO U onpegeAsHe Ha He20Busa mun.

4. OcBeH pasHooGpasHume no cBoAa xapakmep omkalouBawiu
npucmbnume om HAE pakmopu kamo mpaBmu,megukamveHmu,
uHdekuuu, conomemBauwu 06w, CUCMEMHU U Op2aHoCneuu-
(GuyHU aBmoumyHHU 3aboAABaHuA, cAegBa ga ce uma npeg-
Bug u pasHoobpasuemo B kauHuyHama u3ABa u npomuyaHe
Ha borecmma.
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