HATOPU3SNOJIIOI'MYECKHUE ACITIEKTDBI
HACJIEACTBEHHOI'O AHTUOHEBPOTHYECKOI'O OTEKA.
OCOBEHHOCTHU TEYEHUSA (HA IPUMEPE CEMEMHOI'O
KIMHUYECKOT O CJIYUAS)

Buviuko A. A.
Benopycckuii 2ocyoapcmeennviti meouyunckutl ynueepcumem, Mumnck, berapyce
annabychko2016(@gmail.com

Beeoenue. Hacnencrsennslili anrnoneBporuyeckuii orek (HAO) — ayrocomuo-
JTOMHUHAHTHOE HacieAcTBeHHOe 3a0oneBanue. Ilo cratuctuke BO3, BCTpeuaercs
c wactoroi 1:10000 - 1:150000, 4TO COOTBETCTBYET KPUTEPUSIM OpPAHHBIX (PEAKUX)
3aboneBannii [3]. Takas HeBBICOKas pacHpOCTPAHCHHOCTh IPHBOJUT K HU3KOM
OCBEJIOMJICHHOCTH MEJIUIIMHCKOTO TEepCOHaa O 3a00JICBaHUU, K €r0 HEMpPaBUILHOMN
WM TIO3IHEM JUarHOCTHKE, YTO MOXKET XapaKTEPU30BAThCH Pa3BUTUEM OIACHBIX
ocioxHeHnui. [1o coBpeMeHHON KiaccupuKkanuu BeIeHsFoT aBe rpynmnsl HAO [3].
K nepsoit rpymnmne otnocst: HAO-1 (85% ciyuaeB),. nmpu KOTOpPOM OTMEYaeTcs
KonuuecTBeHHbIH  Hemoctatok  Cl-unaruburopa u HAO-2  (15%  cimydaes)
¢ GyHKUMOHANBHBIM  HemocTaTkoM Cl-uHrubuTOpa, 0pU HOPMAJBLHOM WM
MOBBINIEHHOM KOJIMYECTBEHHOM COJICp)KaHWU B KPOBU. B OCHOBE MEpBOT0 W BTOPOTO
TUNA JeKaT MyTaruu B rene, koaupytomem Cl-uarnourop — CINH (SERPING1),
pacnonokeHHoM Ha 11-it xpomocome B peruone 11q11-ql3.1. Ko Bropoii rpymme
orHocat HAO-3 (1% cnyuaeB) — _.ypoBeHb Cl-unrnOuropa wuero GyHKIHS
y HaIlMeHTOB COOTBETCTBYIOT HOPME. MJIM CJIerKa MOBBIIICHBI, HO PA3BUBACTCS MOJTHAs
kuHuueckas kaptuHa HAO [1]. 3a0oscBaHue XapakTepH3yeTCs SIU30AHYSCKAM
OTEKOM CIU3UCTHIX/MOJICIU3UCTHIX "000JI0YEK U IITyOOKUX CIIOEB JIepMbl JTH000M
JIOKaJau3aluy, BKJIIOYas KQHEUYHOCTH, JIMIIO W IrOpTaHb, KaK MPaBUIIO, HE CBSA3aH
C HaTOJOTHel BHYTPeHHUX OpraHoB [2]. OTeku mIOTHEIE, 00BIYHO 0e300/1€3HEHHEIE,
0e3 3yma. K ux pazBurhi0 TPHBOJWT BPEMEHHOE YBEIUYCHHE COCYIUCTOM
IIPOHUIIAEMOCTH, KOTOpas BbI3BaHA BBHICBOOOXK/IEHHEM BAa30aKTHUBHBIX MEIMATOPOB,
r7Ie BEAYIIyI0 POJib UIrpaeT OpaJuKWHHUH. BpajuKWHUH, CBS3BIBASCh CO CBOMMU
perenTopaMuy’ BbI3BIBACT PACIIUPEHUE COCYOB, MOBBIIICHUE WX MPOHUIIAEMOCTH
u ¢ yHARPOBAHNE TIIIa3Mbl BO BHEKJIETOYHOE MPOCTPAHCTBO. Bo Bpems mpucTyma
AJUTePTOIAOTHIECKAsT ChIITb OOBIYHO OTCYTCTBYET, HO Y HEKOTOPBIX MAIMEHTOB MOXKET
NpHUCYyTCTBOBAaTh MHTpHpyromas sputema (Erythema marginatun, nesymsmas,
ceprarro3Has cuilib) [4]. K BO3HMKHOBCHHIO OTEKOB MOTYT HPHBECTH TPaBMBI,
¢usnueckass  aKTUBHOCTh,  TICUXOAMOITMOHAIBHBIH  CTpecC,  XHPYyPTUYECKUC
BMEIMIATEJILCTBA, TOPMOHAJIbHBIE HM3MEHEHUsI Ha (oHE OEPEMEHHOCTH, OBYIISIIUH,
MEHCTPYaIlUH, JaKTaIlllH, TPHUEM HEKOTOPBIX JIEKAPCTBEHHBIX MPENapaToB.

Henw Uuccne006anun. [Ipoananu3upoBaTh ATUOIIATOr€HETUYECKUE
OCOOCHHOCTH HACJEACTBEHHOTO aHTHOHEBPOTHYECKOTO OTEKa, BapuabEIbHOCTH
MPOSIBJICHUN U €0 TEUCHHUE Ha IIPUMEpPE CEMEMHOTO KIIMHUYECKOTO Cydasl.

Mamepuansl u memoowvt. B paboTe HCIONB30BAIUCH COBPEMEHHBIC JTaHHBIC
HAy4yHOW JsmTepaTypbl 00 sTmomaroreHeTndeckux acmnekrtax HAO. IIposenen
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PETPOCHEKTUBHBINA aHAIU3 MEAUIMHCKUX KapT JABYX MAI[MEHTOB, KPOBHBIX
POJCTBEHHHMKOB, HaOmoAaBmuxcsi B Y3 «4-1 ropojckas JeTckas KIMHAYECKas
oompHUIay U Y3 «l10-1 ropoackas KIMHHMYECKas OoJpHHIA». B gaHHOE
UCCIeIOBaHUE ObLIM BKIIOYEHBI TanueHTshl ¢ auarHosom HAO-1, c¢ pasnoit
Jokanu3aiued oTekoB. Bce uccienoBaHus MPOBOJIUIUCH C COOJIOICHHEM IPaBUII
OMOMEIMIIMHCKON 3TUKHU (COoXpaHeHHe BpaueOHOM TalHbI U KOH(MUIECHIMATIBLHOCTD
uHopMaImn).

Pe3ynomamot uccneoosanusa. Ilannentka M, 2010 r. poxxaenus. B 13 net Obu1
BBICTaBJICH AuarHo3 — nedexr B cucreme komrmuiementa, HAO-1 (mo MKB-10 —
D84.1). Anamue3 3aboseBaHus: TEPBbIC MPUCTYIHI HAYAIKMCh B BO3pacte 6-7 JeT.
Kpaiiunii npucTtynm Ha MOMEHT HCCIENOBAaHUS MEIULMHCKOM KapThl | Pa3BWICA
26.12.2023. PazBuBmmiics MIPUCTYII CBSI3bIBACT C IIEPEHECECHHBIM
NICUXO03MOIIMOHAIBHEIM ~ cTpeccoM. Bo Bpemss BcexX MPHUETYIOB . MalMEHTKA
’ajoBajgach Ha abJOMUHAJIbHBIE OOJIM, PBOTY, MSITHUCTHIC BBICHIMAHUS Ha TEIE,
peLUIUBUPYIONINE OTEKH JIUIA U KOHEUYHOCTEN MPOSBISLIUCH pexke. Llepen Havanom
MPUCTYIIOB YYyBCTBOBaja JIETKOE IMOKaJIbIBAaHUE B MECTE pPa3BUTHUS OTEKa, HapacTas
oH MejuyieHHO. Ilpu mnpucrynmax mnonydana mnperapatr Cuepaiz 1000 E/.
HacnencrBennsiit anamue3: HAO-1 y mambl maliMeHTKy U epeiHero Opata (B cembe 4
pebenka). B VY3 «PecnyOnukaHckuii HaydYHO-HPAKTUYCCKUNW ILIEHTP JETCKOMU
OHKOJIOTUH, TeMaTojioruu u uMmmyHosorun» 10.03.2023 meTroaoM KanuuISIpHOTO
CEKBEHHUPOBAHMS BCEX KOJMPYIOIIMX PETHOHOB W IPUJIETAIOIINX K HUM CIUIaic-
caiitoB rera SERPING1 (C1NH) BeisBieHa TeTepo3WroTHas 3aMeHa OJHOTO
HYKJI€OTHUJA B CEAbMOM SK30HE, MPHUBOMAMAS K U3MEHEHHUI0 aMWUHOKHUCIIOTHI:
ENST00000278407.9: c. 1180 A-> C, P.. Thr394Pro (PolyPhen2-probably damaging
1.00). lannas myTanus noaresepsxkaaer auarios HAO-1.

[MTanmenTtka JI, 1984 r. poxnaenus, math nanueHTku M. [(uarnoz — nedext
cuctembl kommumMmenTta, HAO-1. (mo MKB-10 — DS84.1). /IuarHo3 BBICTaBIICH
B Bo3pacte 39 ner. AHaMHE3. 3a00JIeBaHMS: C Bo3pacTta 6-7 JIeT IEePUOJIUYECKH
»KajoBajgach Ha a0JlOMHUHANIbHBIE OO0JM, MHOTOKpPaTHYIO pPBOTY, cl1ab0CTh, OBLIH
3aMKCUpPOBAaHbl  €AMHUYHBIE  OOMOpPOKH. Takoe  COCTOSHHE  MPOXOIUIIO
CaMOCTOSITENILHO/B TeUEHUE NBYX AHEW. B Bo3pacte 16-17 ser BOepBbie MOSBUIUCH
PELUANBUPYIOMINE. OTEKM KOHEYHOCTEH, I10 TOBOJAY KOTOPBIX oOOpaiaiach
K CIlelhaaucTaM, ObLTM Ha3HAYCHbl aHTUTUCTAMUHHBIE TTPENapaThl, MOJI0KUTEIBHOTO
s dexTa oT HUX He HaOmogana. OTeKH pa3peniainuch CaMOCTOATEIBHO, Yallle BCETO
3a+2-4" gas. OTMedaeT 4yacThle OTEKH KHUCTEH PYK, CBS3BIBAET UX C GU3UUYECKOU
AKTHUBHOCTBHIO, BBICTABIISUICS JUAarHO3 PEBMATOUJHOTO apTpuTa. BbulM Ha3HAYEHBI
TTIFOKOKOPTUKOUIBI, TOJIOXKHUTEILHOTO 3¢ (deKTa OT HUX MalMeHTKa He HaOJromana.
[Tocne Tperbeil OEPEMEHHOCTH HAYaIUCh OTEKU CHUHBI U LIEU, KOTOPHIE CBS3BIBAET
¢ HomenueM aeterd. [locne 4 6epemennocT u nepenecennoro COVID-19 ormeuaer
pEe3KOe YXYAIICHUE CaMOYYBCTBHUS, YBEJIWYEHUE YACTOThl BO3HHKHOBEHHSI OTEKOB,
yamie Bcero otTekano Jumo. B wmapre 2023 1. mpoxoauna oOclieIoBaHHE
B Y3 «PecnyOnMKaHCKUM HAyYHO-TIPAKTHUYECKUNA LIEHTP JETCKOM OHKOJIOTHH,
reMaToJIOTUA Y UMMYHOJIOTHH». MeToJ0M  KamWUIIPHOTO  CEKBEHUPOBAHUS
cenbmoro 3k3oHa reHa SERPING1 (CINH) BoOpasne JIHK BwisiBicHa
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rEeTEPO3UroTHAsE 3aME€Ha OJHOr0  HYKJIEOTHJa, MPUBOIALIAS K U3MEHEHUIO
amuHokucaotel: ENST00000278407.9: ¢. 1180 A-> C, P. Thr394Pro (PolyPhen2-
probably damaging 1.00). beun moarBepskmen guarHo3 HAO-1 ¢ gedunurom
Cl1-MHI'. Copuctynmamu  oOpamjaeTcs B aJJIEPrOJOTHYECKOE  OTJIEJICHUE
V3 «l10-1 ropoackas KIMHWYECKas OOJbHHIIA», TAE M OO0JerdyeHusl OTEKOB
MOJTy4aeT BHYTPMBEHHO KaIleJIbHO CBEKE3aMOPOKEHHYIO IIa3MYy.

Bwvieoovl.  HacnencTBEHHBIM  AaHTHOHEBPOTHYECKHMA  OTEK  —  PEIKOE
reHeTHYeCKoe 3a00JieBaHUE, XapaKTePU3yeTCs TeTePOreHHOCTHIO KIMHUYCCKUX
nposiBneHuit. Hawmbomnee wyacTto mnepBbie MpU3HAKK 3a00JIeBaHUS TPOSIBIISHOTCS
B JISTCKOM U TOJPOCTKOBOM BO3pacTe, TakKe 3a001eBaHNe 0OBIYHO HOCUT CEMCIHBIN
xapaktep. Otexku npu HAO xapakTepusyroTcsi MEHJICHHbIM  HapaCTaHHEM
U MEJICHHBIM ~ pa3pernieHueM, IUIOTHOM KOHCHUCTEHIUEH, 0e30071€3HCHHOCTHIO
U OTCYTCTBHEM 3yJna. MeXaHu3M pa3BUTUS OTEKOB CBSI3aH < TJIaBHBIM 00pa3om
c aeiictBueM OpanukuHuHa. OtmedaeTcss HEAI(PPEKTUBHOCTh @HTHUTMCTAMUHHBIX
penapaToB, TITIOKOKOPTUKOCTEPOUIOB U afpeHanuHa. [lo3auss uin, HenpaBuiibHas
nuarHoctuka HAQO, HHM3Kash OCBEIOMJIEHHOCTh MEIMHMUHCKOrO MEepcoHaia MOTYT
MPUBECTH K TSIKEIBIM OCJIOKHEHUSIM, BILIOTh JI0 JIETAJIBHOT'O UCXO/Ia.
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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
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of the disease, as well as difficulties in the modern diagnosis of this pathology.

MOJIEJUPOBAHUE CTAHJIAPTU3NPOBAHHBIX
KOHTAKTHBIX OTMOPOKEHUI PAZHON CTEIIEHU
TSIKECTU

Banenmrokeeuu A. JI., Mucrwk B. A., Boponuuxun I'. IO.
I’ poonenckuti 2cocyoapcmeenHnvill MeOUYUHCKUl ynusepcumem, I poono, benapyco
artem.valentyukevich@mail.ru

Beeoenue. IlpobGiiema jedeHUsT XOJOJOBOW TpPaBMbI OCTaeTCs aKTyalbHOU
BBHJly MHOXECTBA HEPEUICHHBIX BONPOCOB AUATHOCTUKU U JieueHUs. OTMOPOKEHUS
B XUPYPrUYECKOW MPAKTHUKE BCTPEYAIOTCS SMU30JUYECKH, B OCHOBHOM B 3UMHUUI
MEPHO/I, YTO BJIIEYET 3a COOO0N HErOTOBHOCTh MEAMIIMHCKOTO MEPCOHANa K OKa3aHUIO
s¢dextuBHON momMomM. OTCYTCTBHE YETKMX QITOPHTMOB OKa3aHUS TMOMOIIIH
narueHTaM ¢ JaHHOW MaToJoTuel MPUBOAUT K OOJBIIIOMY MPOIICHTY OCIOXKHEHUH [ 1,
2]. Bce 3T0 nUKTyeT HEOOXOAUMOCTb CO3JaHUS JTOCTOBEPHOU SKCIIEPUMEHTAIbHOU
MOJENH XOJIOAOBOM TpaBMbl JJisi COBEPUICHCTBOBAHUSA =~ METOJOB JIMATHOCTUKHU
Y U3bICKaHHSI HOBBIX CIIOCOOOB JICUEHHUSI.

Lens UCC/1e006AHUAL. Pazpabotka. ®KCIEepUMEHTAIBHOU MO/IEIH,
NO3BOJISIIOLIEN CO3/1aBaTh CTaHJAPTU3UPOBAHHBIE KOHTAKTHBIE OTMOPOXKEHUS pa3HOU
CTEIECHU TSHKECTH.

Mamepuanst u memoost. B dkcnepuMeHte wucnosib3oBaiu 20  OenbIx
nabopatopHbiX Kpbic JuHHUE ‘WYyster” maccoir Tena 180-210 r, Bo3pacToM
5-6 wmecsneB. [logonbITHbIE JKUBOTHBIE HAXOJWJIUCh Ha CTAHIAPTHOM pallMOHE
nutaHusi. PabGorta mnpoBenena .c coOmonenueM «lIpaBuin ¥ HOPM T'yMaHHOIO
oOparieHusi ¢ OMOJOTUYECKUMH OO0BbekTamMu uccinenoBanuiy YO «I'poaHeHCKHi
roCyapCTBEHHbIM MEAMUMHCKUM YHUBEpCUTET». Bce MaHMIy MU OPOBOAUIIMCH
1101 3()UPHBIM HAPKO30M.

Hamu pazpaborano yctporictBo (mateHt Ne 12002 ot 01.04.2019), cocrosiee
U3 X0JI0I0BOTO. KOHTeWHepa (1) B hopme 3aKphITOr0 MIJIMHIAPA, KOTOPHIA BHITIOJIHCH
U3 MeM, Tak KakK JaHHBIA MeTall 00JialaeT BBICOKOW TEIJIONPOBOJAHOCTHIO, YTO
0o0ecreyuBacT, pPABHOMEPHOE  OXJAKIECHUE TOBEPXHOCTH, HEMOCPEICTBEHHO
KOHTAaKTUPYIOUIEH ¢ KOXel JadopaTOpPHOIrO >KUBOTHOTO. B BepXHEM OCHOBaHHU
OUIMHApa “BHasHa MeaHas KaHwoousg (2) Ui BBEACHHS XOJIOJAOBOIO PacTBOpA.
B kauectBe peareHTa UCHOJIB30BAIM KUAKANW a30T C yAEITbHON IJIOTHOCTBHIO
0,808 r/cm?, Touxoil kunenus 77,4 K., temneparypoit —195,75°C. B Bepxueit yacTtu
HUJIMHApA pPacloyiokeHa pykosTka (3), KoTopas HCKIIIOYAaeT HEXKENaTeNbHOEe
XOJIOJIOBOE BO3/ICMCTBHE HA UCCIIEIOBATENS U MTO3BOJISIET CBOOOHO MAHUITYIUPOBATh
YCTPOMCTBOM. Bce alneMeHThl, KpOME€ HMKHEW 4acTH €MKOCTH, TETUIOM30JUPOBAHBI
BOMJIOKOM (4) TOJIIIIMHOM 5 MM U amtoMUHKEBOH (obroii (5) (puc. 1, 2).
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