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[IpencraBieH KIMHUYECKHH Clydail MalMeHTKH C peIKUM Op(aHHBIM 3a00JIeBaHH-
€M — HacJeJCTBEHHBIM aHTHMOOTeKOM. lIposBieHus 3aboneBaHHs HAYaJIuCh B
MOJIOJJOM BO3pacTe Tociie OepeMEeHHOCTH, B BHAE CHHIAPOMa JIOKAJBHBIX OTEKOB U
6osieBOoro aGAOMMHAIBHOTO CHHAPOMA, M CYIIECTBEHHO CHMXXATH KAadeCTBO XH3HU
MAalMeHTKU. Y CTaHOBJIEH TOJIOKUTENbHbIN CeMENWHBIM aHaMHe3 y chlHOBed. Jluaruos
MOATBEPKICH PE3yIbTaTOM KOJHUYCCTBEHHOTO aHanmm3a KpoBu Ha Cl wmHrHOMTOpA,
koTopslid coctaBuia 0.0591 1/1m. A Takxke ObIIT MPOBEAECH MOJICKYJISIPHO-T€HETHYECKUI
aHanu3, OOHapyXHBIIMH TAaTOreHHbI Bapuant c.685+1G>A (IVS4+1G>A) B
reTepo3UroTHOM COCTOSIHMM, 4YTO MOJATBEPKAAaeT JUarHo3 "HacleJICTBEHHBbIN
AHTUOHEBpOTHYCCKHMI oTek". B nuHamMmke 3a0olieBaHHE MPOTPECCHPOBATIO C
MOpaXCHHEM TOPTAaHW, YTO BBHI3BIBACT MOTPEOHOCTh HA3HAYCHHS CHEIU(UUCCKON
Tepanuu TpenapatoM HKaTuOAHT («DPupasup») B nmoze 30 MT B COOTBETCTBHH C
[Mocranosnennem IlpaButenbctBa PD Ned403 ot 26.04.2012 «O Tlopsinke BemeHUs
(heneparbHOTO PETHCTPA JIMII, CTPAAAIOIIUMHE KU3HEYTPOKAIOIINMHI H XPOHUICCKUMHU
MpOTpEeCCUPYIONTUMH  peaKkuMHU  (ophaHHBIMHU) 3a00JICBAaHMSAMH, TPUBOIAIMINUX K
COKpalIeHUI0 MPOJOJDKUTEIPHOCTH JKM3HM TpPaXJaH WIH WX HWHBAIATHOCTH.
HacneactBenusrit xXapakTep 3a00JIeBaHUS 00yCIOBHIIO HEO0O0XO0IMMOCTh
JI000CIeIOBaHUS CHIHOBEH MAIMCHTKH, Y KOTOPBIX TaKKe MOATBEPAMICS ACOUIUT B
cucteme Cl-koMIuIeMeHTa.

KiaroueBble c0Ba: HacleACTBEHHBIM  aHTMOOTEK, CHCTEMa KOMIUIEMEHTa,
C1-unrudurop, nana3oin, Gpupasup, TpaHeKcaMm.

st uuTUpoBaHus:

bormanosa [I. C., I'puroppeBa E. B. Kuunuueckuil ciydail HaciaeICTBEHHOIO
AHTMOHEBPOTHYECKOTO OTeKa, oOycnoBieHHBIH pepunutom B cucteme Cl-
KoMmIuieMeHTa // BectHuk Bypstckoro rocymapcTBeHHOro yHuBepcureTa. MeaunuHa u
tdapmarus. 2019. Beim. 2. C. 18-24.

N301upoBaHHbIE aHTUOOTEKHU SABJISAIOTCS PEAKOMN MAaTOJOTUEN U TPYIHBI
B nuarHocTtuke. C oTHOW CTOPOHBI, ypOBEHb HHGOPMUPOBAHHOCTH Bpadei 0O
MEXaHU3Max pa3BUTHS JaHHOrO 3a00JieBaHUS, METOAAX €ro AMArHOCTHUKU U
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J. C. boeoanosa, E. B. I'pucopvesa. Knuaudeckuii cirydail HacJIeJICTBEHHOTO aHTHOHEBPOTHIECKOTO
oTeKa, 00ycioBIeHHBIN nepunuToM B cucreme Cl-KoMIIeMeHTa

Tepanuu ocTaercs o4deHb HuzkuM. C aApyrod CTOpPOHBI, 0O0JIC3HB
CYLUICCTBEHHO  CHIJKAeT  KadyecTBO  JKM3HM  OOJBHBIX,  Hapyllaer
MICUXO0AMOI[MOHAJIFPHOE  COCTOSIHME, HapylaeT TPYAOCHOCOOHOCTb, B
HEKOTOPBIX ClIydasiXx MOXET CTaTh NpUUYUHOU cmepTH [1, 2, 3, 7].

I[Ipu anrmoorexke (AO) TPOUCXOAUT JIOKAJBHOE  ITOBBIIICHUE
MPOHUIAEMOCTH MOJCIU3UCTBIX U TOJIKOXHBIX KalHUIIJISIPOB U BEHYN, UTO
MOXET OBITh CIIPOBOLMPOBAHO JIIOOBIMH MATOJOTHYECKUMHU COCTOSIHUSMU CO
CTOPOHBI BHYTpEeHHMX opraHoB. Hamnpumep, AO accouuupyror c
aJuIepruyecKuMu 3a00JIeBaHUSAMH, HapYUIEHUSIMH CO CTOPOHBI JKENyAO04YHO-
KHUIIEYHOTO TpPaKTa M TeNaToOMIMApHON CHCTEMBbI, OOJIE3HSIMHU CEpIeYHO-
COCYIMCTOM,  JIBIXaTEJIbHOH, MOYEMOJOBOM, HSHIOKPUHHON  CHUCTEM,
napasuTapHbIMU 3200JIEBAaHUSMH U 3JI0KQaYECTBEHHBIMH HOBOOOPa30BaHUSIMU
[4, 5].

Hacnencrennniii anrumoorek (HAQO) mnepegaercss mo ayTOCOMHO-
JOMUHAHTHOMY THIy, XapaKTepHU3yeTcs SMNHU30JAHMYECKUM OTEKOM J000i
TOKaNW3allii, U KaK TPaBUIIO HE CBI3aH C MATOJIOTHEH BHYTPEHHUX OPTaHOB.
DTO B 3HAUUTENILHOM CTENEHM 3aTpPyAHSET NUAarHOCTUKY 3a00JeBaHUS U Y
Bpauell BO3HUKAET HEMOHUMaHue NpuuuH pa3Butus AO.

B wmwupoBoit cratuctuke BO3 3apeructpupoBano oxoso 1:10000-
1:150000 uenoBek ¢ HAO, 4TO COOTBETCTBYET KpUTEepHsIM OpdaHHBIX, T. €.
penkux 3aboneBanHuii. TouHoe koaumuecTBO ciydaeB AO B Poccuiickoit
@enepanuu He ycTaHOBIEHO. PacrpocTpaneHHOCTh Oonee peakux Gopm —
HACJIEICTBEHHBIX — HE mpeBbImaet 2%.

B nacrosimee BpeMs u3ydeHbl MexaHu3Mbl pa3Butus HAO, xoTopsie
MOT'YT OBITh CBA3aHBl C KOJMYECTBEHHBIMH HApYIICHUSMH B CHCTEME
KoMIUIeMeHTa (a0CONMIOTHBIM WJIH  OTHOCHTENbHBIM  Aehunutom Cl-
HHTHOWTOpA) W/Wiu (PYHKIIMOHATBHBIMU HApYIIEHUSIMH B BHUIE CHIDKCHUS
(GyHKIMHM  3TOTO KOMIIOHEHTa CHCTeMbl KoMmruieMeHTa. CHuXeHue
(abcomoTHOE MJIM OTHOCHUTENBHOE) KosnuecTBa Cl-mHruOuTOopa HabII01a10T
npu mepBoM u BTOopoM Tumax HAQO, B TO BpeMsl Kak MpU TPEThEM THIIE
KOHIIEHTpanus U QyHKIUS JAaHHOTO MOKa3aTelis He OTKJIOHSAIOTCA OT HOPMBbI
[4, 6]. B ocHOBe Takux HapyLIEHUH CUCTEMBl KOMIIJIEMEHTA JIEKUT
reHeTHYecKas IaToJoTHs, NPU KOTOpPOW HaOII0JaroTCd MYyTallMd B TeHE
SERPINGI1. BrisBieno yxe 6osnee 450 BapuaHTOB MyTaluii B JaHHOM TE€HE,
OTBEYAIOIIEeM 3a CHHTE3 U ¢pyHKInoHupoBanue Cl-uHrndéuTopa.

Knuaudeckue muposiBieHUs OOJIE3HU, YUUTHIBAs €€ HACIEICTBEHHBIN

XapakTep, pPa3BHUBAIOTCA JOCTATOYHO paHO — 4Yalle B IOJPOCTKOBOM
BO3pacre.

Tunmuapie cumnToMbl HAO 1 wmnom Il tuma — 3TO mosBICHUE
MOBTOPSIIOMIMXCS OTEKOB KOXH U TMOJKOXKHOM KJIEeTYaTKH — TUJIOTHBIX,

0e300i1e3HeHHBIX, 0€3 3yaa. OTEeKH MOTYT MOpa)kaTh JIOObIE YYACTKU Teja:
yamie Bcero JuIo (ryObl, BeKH), MOJOCTh pTa (SA3bIK, Msirkoe He00),
TYJOBHINE, KOHEYHOCTH (Hambojiee dYacTo — PYKH, CTONBI, Oempa).
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KuszHeyrpoxaomumM SBISIOTCS OTEKH MOACIU3UCTOrO CJOS JbIXaTelbHBIX
NyTeN U KEIyL0YHO-KHUILIEYHOr o TpakTa [7].

B anamne3e y Takux mnamueHToB ¢ HAO peructpupytoTcs ocCTpbie
MPUCTYIBI, BOSHUKAIOIINE CIIOHTAHHO, WJIA O] BIUSHUEM Takux (pakTopoB
Kak TpaBMbl WU Xupypruueckue BMemarenbctBa (B 50% cmydaes).
[MpumepHo y tpetu manueHToB (30—40%) OTeKU TPOBOIUPYIOTCS CTPECCOM.
Hepenko mnpocnexuBaerca cBs3b ¢ nepeHeceHHBIM OPBU wim apyrumm
WH(EKIMOHHBIMY 3a001eBanusIMU [7].

B cBs3u ¢ HecnienmuUUHOCTHIO KIMHUYECKUX CUMIITOMOB OOJIBIIMHCTBO
6onpHBIX ¢ HAO HabOmonamTcs C JMar€Ho3aMu ajuIeprHYecKoro HIu
unuonatudeckoro AO u aHauIaKCUH.

Jl1s1 CBOEBpEMEHHOM AMArHOCTUKHU CIEAYET IOMHUTH O NOATBEPXKAAI0-
mux kputepusx HAO, kotopeie chopmynupoBanbl B DenepanbHbIX KIWHH-
yeckux pexkomeHgauusax 2019 r.: 1) monaoXuTenbHBIM ceMEWHBbI aHaMHE3
(xota y 25% manueHToB OH MOET OTCYTCTBOBATh); 2) Hauasio 3a00JIeBaHUS
B JIETCKOM WJIM TMOJPOCTKOBOM BO3pacTa; 3) peuuauBUpyromue adaoMHu-
HaJIbHBIE 0071, 4) OTEK BEPXHUX JIBIXaTEIbHBIX MYyTEH; 5) OTCYTCTBUE TOJIO-
KUTETbHOTO 3P (deKTa OT BBEACHUS aHTUTHUCTAMUHHBIX MPENapaToB, TIIFOKO-
KOPTUKOCTEPOUIOB WIIM aJpeHainHa; 6) MNpoApOMalbHbIE MPU3HAKU WU
CUMIITOMBI II€pe]] OTEKAMH; 7) OTCYTCTBUE KpalMBHHUIIBI [6].

HAO otrnnyaer MeaIeHHOE pa3pelieHue CUMITOMOB: OT€KH MEIJICHHO
HapacTaloT (00blYHO B TeueHHe 12-36 YacoB) W MEUICHHO HCYE3aI0T
(oO6pruHO B TeueHwe 2-5 nHel), 00aUM B KMBOTE MPOXOAAT, KaK MPaBHIIO,
yepe3 12-24 gacos.

Hns muarHoctukn HAO 1 wnum Il Tuma ompenensitoT coaep:kaHue B
kpoBu Cl-unruburtopa kommoHeHTa u C4 KOMIIOHEHTa, a TakKXke HX
¢byHkimoHanbHyl0 akTuBHOCTE. HAO 1 Tuma wHabmomaercs y 85%
MAlMEHTOB M XapaKTepU3yeTCs CHUXKEHUEM KaK COJIEp)KaHUsA, TaK |
(GYHKIMOHATLHOW aKTUBHOCTH NaHHBIX mMokaszartenei. HAO pasBuBaeTcsa y
15% Oonpubix Il THma u XapakTtepusyercs HOpMalbHBIM ypoBHeM Cl-
MHTUOUTOpa HO HU3KUM YPOBHEM €ro (QyHKIMOHAJIbHOM aKTHUBHOCTH.
VYposerb C4 KOMIIOHEHTa KOMILUIEMEHTa CHUXaeTcs nmpu oboux tunax HAO
[4].

Huddepennmansuas guarHoctuka HAO [ w Il Tuma momxHa
npoBoauThes ¢ apyrumu Gopmamu HAO, a takxke nmpuoopereHHbiMu AQO,
uHruoutrop-Alld® omnocpenoBanusiMu AQO U OTEKaMH, BBI3BIBAEMBIMH
IPYTUMH MEANaTOpPaMH TYUYHBIX KJIETOK.

B cBoeil mpakTrke Bpad 1000 criennalbHOCTH JOJKEH 3HaTh 00 AO u
HAO, mnockoibKy W TepameBTbl, M XHUPYPTrH, U THHEKOJOTH MOTYT
CTOJNIKHYTbCS ¢ 3Tod mpobOiiemoit. IlammentoB ¢ HAO nHemHOro, B 3TOMU
nyoJMKallMK ~ Mbl  PEIIWIM  TMOJEIUThCS  HAONIOAEHUEM  PElKOro
KJIMHUYECKOI'O CJIydas.

[Tarmmentka J[., 52-x ner, oOpaTuiack K Bpady ajjIeprojory B
rOpoACKONW KiIMHUYeckuil pecnupaTopHsli HeHTp ['AV3 «l'oponckas
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nonukianauka Ne 2» 1. Viman-Ya» ¢ xkano0aMHM Ha 3aJI0KEHHOCTH HOCA,
PEeUUIUBUPYIOUIME AHTHOOTEKHU PA3IMYHON JTOKAIU3AIUH.

N3 anamue3a uzBectHO, uTo AO y Hee HayallMCh C BO3pacra 25 JeT,
mocie BTOpbiX ponoB. Jlo 2007 r. oTeku OBUIM JOCTATOYHO PEIKUMH,
MPEUMYIIECTBEHHO MepU(PEPUYECKUMU — B OCHOBHOM OT KOHYHUKOB
najbleB pyk A0 HkHed 1/3 mpeamneuybs. OHM BO3HHKAIM CIIOHTAHHO,
MPOXOJUIN CaMOCTOSITENIbHO W HE TpeOoBajiu Tepanmuu. YXyALIeHHE cTajia
ormeuats ¢ 2007 1., korna AO ctanu 6oJee BhIpaKeHHbIE, XOTS JOCTATOYHO
penkue — 1o 1-2x pa3 B roa. B omHO U3 3THX 000CTpeHUN HaXOAMIach Ha
CTAIMOHAPHOM JICYEHHUH N0 MecTy xuTenbcTBa. B 2013 r. obpamanace k
aJIeproyiory, MpPOBEAEHbl KOXHBIE TECThI, BBISIBIIEHA CEHCUOMIU3AIUs K
OBITOBBIM, IPHOKOBBIM, MBUIBLIEBBIM amuiepreHam. B 2017 r. obparunace K
TepameBTy C JkajobOaMH Ha OTEKHM JMIa W KUCTeH pyk, mo «03»
rocriutanuzupoBana B PK «bonpauna Ckopoit Menumuuckoi Ilomominy,
rie IMpoJiedeHa B TEYEHUE HeJenu ¢ JAuarHo3oMm: Ajuieprudeckas
KpanuMBHHUIIA, B COYETAHHUU C AaHTCHOOTEKOM. AJIIEPrUYeCKUid PHUHHUT.
Brinucana ¢ ynyumenuem. B 2018 r. AO Havanucek y cTapiiero cblHa, NMpu
oOcle0BaHMM  KOTOPOTO  BBISIBJICHO CHUKCHHE KOJIMYECTBEHHOW U
dbyHkuroHanbHOM akTHBHOCTH Cl-mHrHOuTOpa. CTapmuii ChIH 00paTHiICs C
AOQO B UHctutyT uMMmyHonorun ®MBA Poccun B r. MockBa, riae Haxoauics
B TeueHue 10 gueiri B mapte 2019 1. m BbIcTaBiIeH auarHo3: AedeKT B
cucteme komruiementa. HAO I tumn. B HostOpe 2018 r. manuenTka Jl. Takxke
peuuia npoBepUThes U caaia aHanusbl Ha C1-UHTHOUTOP, B KOTOPBIX TaKkKe
oOHapyXeHO CHUXeHHE (DYHKIMOHATBLHOW U KOJTMYECTBCHHOW aKTUBHOCTH.
BnepBrie k mMmyHosiory oOparwmnack B ampene 2019 r., amuarmo3 HAO
MOATBEpXkKJeH. B wroHe Mecsne oTMmeuana abJAOMHHAIBHBIE CUMIITOMEI,
MpUHUMAJIa «TpaHeKcam» 10 4 T B CYTKH C IOJIOKUTENbHBIM 3¢ dexTom. B
aBrycte »Ttoro rojga mnoctynumia no «03» B PK «boapHuny Ckopoii
Menumuacko Ilomommu», TAe Haxoawiaach B TEUYeHHE 2-X JHEH C
JUarHO30M: OTEK ropranu. [IpoBoauinock neyeHrue aHTU(HUOPUHOTUTUKAMH,
NeCCHCUOMIM3UPYIONUMH  TIpeTapaTaMu  C  TOJOXHUTEIbHBIM 3¢ dexToMm,
BBIIHCAJIACH C YyiayulmieHueMm. YyameHue AQ CBS3BIBAET CO CTPECCOM,
¢bU3MYEeCKUMHU Harpy3kamu, OJHAKO B OOJIBIIMHCTBE CIIy4aeB MPOIOJIKAIOT
BO3HHUKATh CIIOHTAHHO. Takke oTMeuaeT «npeaBecTHUKN» nepen AO, B BUae
MOKAJIBIBAHUS U JK)KEHUS B KOHEUHOCTSIX.

W3 anamHe3a XKU3HU U3BECTHO, YTO MALMEHTKA SIBISETCA YPOKEHKOMU
3abaifkanbckoro kpas. B Hacrosmiee Bpemsi TPOXHUBAET B PECHyOIHKe
Bypsatus u 3anumaercs ¢epmepcTBoM. W3 mepeHeceHHbIX 3a00JeBaHMUIA:
oCTpele pecrnupaTopHble uHGEKIHH. W3 MepeHeceHHBIX Omepaluii:
anmneHJ’KTOMHS B JeTcTBe. [ eMoTpaHcdy3uu He  MIPOBOIMIKCH.
AnneproaHamMHes: NMpU KOHTAKTE C 3K30aJUIepreHaMd CUMITOMBI OTPHUIIAET.
HacnencrBennocts: 'y o0Ooux  chiHOBed — aHamormuHele  AO, c
MEepUOAUYHOCTHIO 1-2 pa3a B TOJl, y CTapIIero ChlHA JUarHO3 MOATBEPXKACH,
MJIQIIUI CBIH TPOXOIUT 00CIIeIOBaHHUE.
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OOBbeKTUBHBIH cTaTryc: oO0IIee COCTOSIHUE YAOBJIETBOPHUTEIBHOE.
KoxHbple MOKpOBBI OOBIYHOW OKpacku, cyxue. [luTtanHue ymepeHHOE.
JlumdaTuyeckue y3nbl He yBeJMYEHBI. J[pIxaHUE uepe3 HOC 3aTPYIHEHO,
BBIJICJICHUN HET. B nerkux apIxaHue BE3UKYJsipHOE, Xxpunos Het, UJIJ[ 16 B
MuH. Cepaeunbie TOHBI sicHble, puTMUYHbIe. HCC 78 B MUH. S3BIK YMCTHINH,
BIaXHbIA. JKuBor wmsrkuii, 6e30one3neHHbii. Ctyn perynspHbiii. OTekoB
HET.

[Ipu oOcnemoBaHWU: aHAMM3Bl KPOBH OOMMH U OMOXUMHUYECKUU —
Moka3aTenu B TMpenenax pedepeHCHBIX 3HaYeHUM, MapKepbl BHUPYCHBIX
rernatutoB, BUY He BBIsBIEHBI, aHTUTENA K T€IbMUHTAM OTpUIIATEJIbHBIE.

OOuuit mmmyHornoOynuH E — moBwimeHHBbI ypoBeHb a0 189 ME/mn
(mopma go 100 ME/mi), B punonurorpamme — 303unoduioB 1o 50%. Ilo
nanaeiM Y3U opranoB OpromHoW mosioctd — aud@y3HbIe U3MEHEHHS B

[IApEHXUME IOJUKEIyJOYHOM kene3pl. Ha peHTreHorpamMMme OpraHos
IPYIHOMN KJIIETKH — MATOJIOTHH JIETKUX U CPEJOCTEHUS HE BBISBIICHO.

Takum o0pa3oMm, y TalMCHTKHU ObUIH BBISIBICHBI BEIyIIHE KIUHUYECKUE
CHHJIPOMBI: CHHJIPOM JIOKaJbHBIX OTEKOB (pYK, JHIla, TOPTaHHU), OOJEBOMU
a0JOMUHATBHBIN CUHIPOM, a TaKXKe MOJIOKUTEIbHBIN CeMEHHbII aHaMHe3 —
HaJIMYKE TTOJOOHOM MaTOJOTUH y CBIHOBEH.

Hns  opopmiienns B DenepanbHbIi PErucTp JHI, CTPAJArOIINX
KU3HEYTPOXKAOIMMMHA M XPOHUYECKUMH HPOTPECCUPYIOIIMMU PEIKUMHU
(opdanHBIMY) 3a00JIeBaHUSMH, MPUBOASLINAX K COKpAILCHUIO
MPOJOJKUTENBHOCTH JKU3HHU TPAXKAAH WM UX HHBAIMIAHOCTH, MALUECHTKE
OBLTH TPOBEJEHBI BEPUPUIMPYIONMIHE OOCIEeIOBaHUSA: KOJIUYECTBEHHBIH U
(GYHKIMOHATBHBIA KOHTPOJBHBIN aHanu3 Cl wuHrmOuUTOpa, a TaKke
reHeTudeckoe oOciemoBanue. [l MOATBEp)KIEHUS HACIEICTBEHHOI'O
xapaktepa AQO OJHOBPEMEHHO TMPOBEACHO AaHAJOTMYHOE O0OCienoBaHNE
MJIQIIIETO ChIHA MALIMEHTKH.

PesynbraTel  konmuecTBeHHOTO mokaszarens Cl-mHrubutopa 1O
aHaJIM3aM U3 KIMHHUKO-TUarHoctuueckou ipadopatopun «HMULL II'OU um.
J. PoraueBay» paumarHo3 HAO nonarBepxkaeH Hu3kuMm ypoBHeM Cl-
uHrHOMuTOpa: y nmamumentku J[. — mokaszatens — 0.0591 r/n (mopma 0.21-
0.43), y cetra — 0.0565 1/1. MonekynspHO-TeHeTHYECKOe 00CiIeJ0BaHUE B
OI'bHY «Menuko-reHeTU4EeCKU HaydHbIM LEHTp HUM. akagemuka H. II.
BoukoBay TaKXe BepUGUITUPOBAIIO AAar"os "HacJIe4CTBEHHBIHN
anruoneBporuyeckuii orek". Mccnenosanue JJHK nmanuentku Ha Hanuuue
mytanuii B reie SERPING1 (C1NH), oTBeTCTBEHHBIX 3a pa3BUTHE HACIE-
CTBEHHOTO aHIMOHeBpoTuyeckoro oreka tumna | u ll, B pesynpraTe npsmoro
cekBeHupoBaHus mo CoHrepy Bcex 53K30HOB 1-8 um oOsacteld 95K30H-
UHTpOHHBIX coenuHeHni TeHa SERPING1 oOHapyXuiio matoreHHbId BapH-
anT C.685+1G>A (IVS4+1G>A) B rerepo3UroTHOM COCTOSHHH, YTO IOJ-
tBepxkaaer HAO.

B Hacrosmee Bpems manueHTKa BKiIodeHa B DenepanbHbIl perucTp
opdaHHBIX 3a0oyieBaHWUW IS TOJNYYCHUS  IKU3HEHHO-HEOOXOIUMBIX
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npenapatoB. C yd4eTOM HajduWuyMsi B aHaMHE3€ IKU3ZHEYIpOKarouen
nokanuzanuu AQO TOpTaHM, TAIMEHTKa HYXIAeTCsd B IOCTOSHHOU
JUTUTENbHON 0a3uCHON Tepanuu JIEKapCTBEHHBIM CPEJICTBOM U3 TPYIIIbI
ATTEHYUPOBAaHHBIX  AHJIPOTCHOB  «IaHA30JIOM»,  KOTOPBIA  SIBIsETCS
npemapaTroM BbiOopa nmpu HAO. I[lpumensercs B noze 200 mr B nenb. Jlus
CaMOCTOSITENIbHOTO KYMHUPOBAHUSI OCTPBIX CHUTYallMH M KU3HEYTPOKAIOIIUX
OTEKOB TIOKazaH mpemapar wukatuOant («Pupaszup») B moze 30 wr,
SABJISIOIMUNACSAS  OJIOKaTOpOM  OpaTWKMHUHOBBIX pELENnTOpoOB 2  TUIA.
B cootrBerctBue ¢ IloctanoBnenuem IlpaButensctBa PO Ne 403 ot
26.04.2012 «O Ilopsake BeneHus (enepaibHOr0 perucTpa JUL, CTpanaro-
IIUMU JKU3HEYTPOKAIOIUMHI U XPOHUYECKUMH IMPOTPECCUPYIOIIUMH PEIKHU-
Mu (opdaHHBIMEI) 3200JICBAHUSIMU, PUBOISIIINX K COKPAIEHUIO MPOIOIIKHU-
TEJIbHOCTH U3HU Ipa)kIaH UJIN UX WHBAIUAHOCTHY JaHHBIE Mpenaparsl 1
OonbHOM 3aka3aHbl OecmiatHo. [lanuenTke JaHbl TOAPOOHBIE PEKOMEHIAINT
0 KYNUPOBAaHHWIO OTEKOB, JIEYEHHUIO B OyaymeM, MOATOTOBKE K
OTIEpaTUBHOMY JICYEHHUIO, Tepe]] WHBA3MBHBIMH METOJIAaMH HUCCIEIOBaHMUS,
nepea SKCTpakiuen 3y0os.

Hecmorpst Ha T1O, uyto HAO Heusneunmoe 3abojeBaHHE, €T0
CBOEBpEMEHHas AMArHOCTHKA M aJleKBaTHasi KOMILIEKCHas 6a3ucHas Tepanus
MO3BOJISIIOT 3aMEJIUTh MPOTPECCUPOBAHUE OOJIE3HU, 3aIIUTUThH MAIUEHTA OT
Pa3BUTHSL OTMACHBIX JIJISl )KU3HU COCTOSHUM.
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Clinical case of a patient with a rare orphan disease — hereditary angioedema
is presented. Manifestations of the disease began at a young age after preg-
nancy, in the form of local edema syndrome and abdominal pain syndrome,
and significantly reduced the patient's quality of life. A positive family history
was established in the sons. The diagnosis was confirmed by a quantitative
blood test for C1 inhibitor, which amounted to 0.0591 g / I. A molecular ge-
netic analysis was also performed that revealed the pathogenic variant ¢.685 +
1G> A (IVS4 + 1G> A) in a heterozygous state, which confirms the diagnosis
of hereditary angioedema. In dynamics, the disease progressed with damage to
the larynx, which necessitates the appointment of specific therapy with ikati-
bant (“Firazir”) in a dose of 30 mg in accordance with Decree of the Govern-
ment of the Russian Federation No. 403 of 04/26/2012 “On the Procedure for
Maintaining the Federal Register of Persons with Life-threatening and Chron-
ic Progressing rare (orphan) diseases leading to a reduction in the life expec-
tancy of citizens or their disability." The hereditary nature of the disease ne-
cessitated an additional examination of the patient’s sons, who also confirmed
a deficiency in the C1 complement system

Keywords: hereditary angiootek, complement system, Cl-inhibitor, danazol,
firazir, tranexam.
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