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B mocnennue ronbl B Mupe OOJIbIIIOE BHUMAHUE YAEJSIETCS MEPBUYHOMY UMMYHOACHUIIUTY — HACJIEICTBEHHOMY
anrunoorexky (HAO). Ipaktnueckre Bpaun HAyYMUJIUCh BBISIBISTH JaHHOE 3a00JIeBaHME TIO XapaKTePHBIM KJIWHUYE-
CKUM TIPOSIBJIEHUSIM, CEMEITHOMY aHaMHe3y ellle 0 MPOBENeHUS CTIeIIUaTN3UPOBAHHBIX Ta0OPATOPHBIX MUCCIIENO0-
BaHwmii. bonee 95% cocrasnsior ciydan HAO ¢ nedunurom/HapyineHueM ¢byHkuun Cl-MHTUOUTOpA, CBSI3aHHBIE C
MmyTtaiueit B reHe SERPINGI. Cpenu mauuentoB ¢ HAO 6e3 neduiinta Cl-unru6urtopa 25% ciydaeB 00yCIIOBICHbI
reTepO3UrOTHBIMU MyTallusiMu B TeHe F12, kogupyonieM ¢aktop XII Xaremana. B 2017—2018 rr. ObUTH OTKPBITHL
ele 2 HOBbIX TeHa, oTBeTCTBEeHHBIX 32 HAO ¢ HopManbHbIM Cl-unrudbutropom, reusl PLG u ANGPT1. He Bcerna B
Halllel TTPaKTUKE MOXHO CTOJKHYTBhCSI C TUITMYHBIMU TUarHoctudeckumu kputepusmu HAO. TpyaHocTty B muarHo-
CTMKE BO3HMKAIOT, KOTJa KJIMHUYECKasi KapTUHA HE TIOATBEPXKAACTCS TAaHHBIMU T€HETUUYECKOTO MCCIEeNOBaHUS, Ha-
MpUMED, BBISIBJISIET MyTallMM B TeHaX, He OonMMcaHHble paHee. HeoOX0AMMO OTMETHUTH, YTO OKOJIO 25% MaleHTOB He
MMEIOT CEMEHOM MCTOPUM aHTMOOTEKOB, TaK HasdbiBaeMble MyTauuu de novo. O0byHO HAO nebloTupyeT B TiepBbIe
2 necsitmnetust ku3Hu. Y 40% G6oJibHBIX 3a00J1eBaHKE pa3BUBAETCS B BO3pacTe 10 SJ1eT, ay 75% — 1o 15 1et. OmHaKO MOXET
BBISIBJISITBCSI U B TIOXKMJIOM BO3pAcTe, YTO TMPEJCTABIISIET ONpeeIeHHbIE TPYAHOCTU. BaXKHO THIATEIbHO aHATU3UPOBATh
KOMOPOUIHBIH (hOH MarmeHTa 1 mpoBOAUTh nuddepeHINATbHBIN TUATHO3 C TPUOOPETEHHBIM AaHTHOOTEKOM.

Karoueente caosa: nacnenctBeHHbIN aHrnootek, HAO, aHTMOOTeK, MepBUYHbBI UMMYHOIEMUIIUT, 1e(hEKT CUCTEMbI
komiiemeHTa, C1-uHruourop, n1ediot
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A case of hereditary angioedema with late adulthood onset
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Over the last years, high attention is given to the hereditary angioedema (HAO). Practitioners can identify the disease
by clinical manifestations and family history even before specific laboratory testing. More than 95% of HAO cases are
associated with C-linhibitor deficiency/dysfunction caused by a mutation in SERPING1 gene. In 25% of patients with-
out Cl-inhibitor deficiency HAO is associated with heterozygous mutations in gene F12 coding Hageman XII factor. In
2017—-2018 years two more genes responsible for normal C1-inhibitor HAO were discovered: genes PLG and ANGPTI. In
clinical practice patients do not always meet typical HAO diagnosis criteria. Diagnostic difficulties appear when clinical
picture is not confirmed by related genetic testing results, for example, mutations in genes not described earlier are detected.
It should be noted that app. 25% of patients do not have any HAO family history, i.e. have so called de novo mutations.
Normally HAO onset takes place within 2 first life decades. 40% of patients have disease progress before the age of 5, and
75% of patients — before the age of 15 y.0. However, it can appear in elderly age, which means certain diagnostic difficulties.
It is important to analyze thoroughly patient’s comorbidity and make differential diagnosis with a secondary angioedema.
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Oco6y10 TPYIIY aHTUOHEBPOTUYECKUX OTEKOB
3aHMMaeT HacjeacTBeHHbI aHrnoorek (HAO).
DT0 reHeTuyeckoe 3a0ojieBaHuEe, B OCHOBE KOTOPOTO
nexut aepuuut C1-uHruouTOopa u/Uiiv CHUXKEeHUE ero
(YHKUIMOHAIBbHOUN aKTUBHOCTU. PactipocTpaHeHHOCTD
TAHHOTO TIEPBUYHOTO MMMYHOAE(MUIINTA COCTABIISICT
1:50 000 [1].

Cpenu Bpayeil anjaeprojoroB-uMMYHOJOTOB,
TeparneBTOB, MEeIUAaTPOB, XUPYProB U IPYTUX CIIeLU-
aTBbHOCTEM C KaXXIBIM TOJIOM pacTeT HaCTOPOKEH-
HocTh B oTHouieHuu HAQO. D10 cBs3aHO ¢ OOJIbIIMM
BHUMaHUEM, yAeJAsieMbIM JaHHOM MpobyieMe. Takue
JMaTHOCTUYECKUE KPUTEPUH, KaK CEMEHbII aHaMHe3
OTEKOB Pa3IMYHOM JIOKATN3AIMN, B TOM YHCIIE CIyIan
rmOe M OT OTEKOB TOPTAHM; YaCThie TOCTTMTATN3AIINN
C OTeKaMU ropTaHU, «OCTPbIM XUBOTOM», KOTOPBIA
He TIOATBEPKAAICS XUPYPIrUYeCKO MaToJoruein uiu
3a00JIeBAHUEM KETYT0UYHO-KUIIIEUHOTO TpaKTa; CBsSI3b
OTEKOB C MEXaHWUYECKUM BO3IEiCTBUEM, OCTPBIM
pecnupaTopHbIM 3a00JIeBaHUEM, SMOIIMOHATbLHBIM
TepeHanpsKeHUEeM; pa3BUTUE OTeKa B TEUCHUE He-
CKOJIbKMX YaCOB U JUIMTEJbHOCTb 10 HECKOJIbKUX CYTOK;
OTCYTCTBHE JieueOHOTO 3(peKTa OT aHTUTUCTAMUHHBIX
TMperapaToB U MIIOKOKOPTUKOCTEPOUIOB, MOTYT OBICTPO
rnmomoyb 3arono3puth HAO [2]. 1e6oT JaHHOoTO 3a00-
JIeBaHMSI TIPUXOJUTCS HA IETCKUIA Y MOJIOJI0I BO3PACT.
Ho cymectByoT ciryyan, Koraa ImepBble CHMITTOMEBI
HaYMHAIOTCS B CPEIHEM M ITOXUJIOM Bo3pacte. DTO
MIPEACTaBIIsICT OMNpeneeHHbIe CI0XKHOCTU JJIs Bpaya.
B Takmx cimydasx TpeOyeTcsl OUeHb TIIATEIbHOE TIPO-
BeneHue auddeperimansHoro nuarnoza HAO ¢ nipu-
00peTeHHBIMU aHTMOOTEKAMM, TTOCKOJIBKY B3POCIbIe
MAalMEHThl YaCTO MMEIOT MHOXECTBO COITyTCTBYIOIINX
3a00JIeBaHUI.

TMaumenrtka C., 1948 r.p., BepBble oOpaTuiach Ha
npueM K ajeprojiory-uMmmyHosiory B MAY3 O3I1 T'Kb
No 8 . YenssouHcka B utoHe 2019 1. ¢ xkaobamu Ha pelu-
JUBUPYIOIIME OTeKU B 00JIaCTU KUCTEH, INLIA, TJIOTKH,
B3AyTHE XXUBOTA, MPUCTYIbI CUJIbHBIX, paclUpaloImx
6oieil B 00J1aCTH KMIIEIYHUKA, COTIPOBOXKIAIOIINECS
pBOTOI. OTEKU pa3BUBAINCH MEUIEHHO, TTPOXOIUIN B
TeyeHue 14—48 u.

Anamue3 0osie3un. Cuutaet ceds 6onbHOM ¢ 2017 1,
KOT/a CTaJI 0eCITOKONTH OTEKH B 00JIACTH KUCTEH pyK
¢ KkpatHocThIO 1 pa3 B 1—2 mec. ITpoBouupytoniue phak-
TOPBI YETKO BBIIEIUTH He Morja. JleueHue nosydana
aMOyJJaTOPHO aHTUTMCTAMUHHBIMU TIpeniapaTaMu 1
CHCTEeMHBIMH TITIOKOKOPTUKOCTEPOUIaMU O3 BBIpa-
KeHHoro 3¢ dekra. B 2018 r. aBaxkabl TOCIIUTAIN3M-
poBajach B CTallMOHap ¢ 0TeKoM roptaHu. CocTosiHue
MNalMeHTKU YXYAILIaJloCh, YUaCTUJIUCh PELUAUBbI
AHTMOOTEKOB, YBEIMYWIACh MHTEHCUBHOCTD ITPOSIB-
JIEHUII CUMIITOMOB, YIJIMHUJIUCH CPOKU pa3pelieHus
aHruooreka ¢ 14 go 48 4. B mapre 2019 r., 3aTem B

uioHe 2019 r. HaxoaUJIaCh B OTAEAEHUN peaHUMALMU 1
WHTCHCUBHOMN Teparuu C TSKEJIbIM OTEKOM TOpTaHH,
si3bika. [lomyyasna jeyeHue ¢ nMarHo3oM «otek KBuH-
Ke TSDKEJIOM CTeleHW» — aJpeHalInH, JeKcaMeTa30H,
MIPETHU30I0H, KUCTOPOAOTEPATIHSI.

AJieproaHaMHe3 paHee He OTSTOIICH, JTJeKapCTBEH-
HYIO HETIEPEHOCUMOCTb OTPUIIAET.

HacneacTBeHHblii aHAMHE3 M0 AHTHOOTEKaM, ajjiep-
THYECKHM 3200JIeBaHUSM HE OTSTOIICH.

CornyTcTBYIOIIAsl MAaTOJOTUS: HeaTpodUIeCcKui
HEaKTUBHBIN raCTpUT, AUCKUHETUYECKUI KOJIUT C MU-
HUMaJIbHOM CTENeHbIO aKTUBHOCTU, TUTIEPTOHUYECKAsI
0ose3Hb 2-g cTagus (IpUHUMAaeET ailbda- u OeTa-a-
JIpeHo0I0KaTop KapBeauaoa 12,5 mMr 2 paza B JeHb),
OUCTUTIUAEMMSI, HayaJabHasl KaTapakra.

IIpu 00beKTUBHOM OCMOTpe — 6e3 0OCOOCHHOCTEN.
Macca tema — 57 kT, pocT — 160 cM.

IIpensapurebHblii qMarHo3: AuddepeHIIMaLT MEX-
Iy HACJIACTBEHHBIM U MPUOOPETEHHBIM aHTHOOTEKOM
¢ nepuumrToM/HapyueH1ueM GYHKIMOHATbHON aKTUB-
HocTu Cl-uHruburopa.

PesyasTaTel 00c/1e10BaHusA

* Q0111 aHaIU3 KPOBU — ITAaTOJIOIMU HE BBISIBICHO.

* buoxumumyeckuit anaiaus kposu: AJIT — 56 En/n
(0—40), ACT — 39 En/n (0—40), ounupyOuH mpsi-
Mot — 0,9 mxmonb/n (0—5,1), OunupyouH obumin —
11,4 mxmonb/a (0—20,5), xonectepuH — 7,2 MMOJIb/JT
(0-5,2), kpeatuHuH — 79 MKMOJIb/7 (44—88), TIIIOKO-
3a— 5,3 Mmonb/i (3,3—6,1), obmuii 6e1ok — 36,78 /71,
anboymuH — 42,02 r/a, kanuii — 4,31 MMoJib/J1, Ha-
Tpuii — 128,6 MMOJIB/I1.

» Oowwit IgE — 4,7 ME/Mn (pedepeHTHBIE 3HaUe-
Husg 0—100).

* UmmyHodepMmenTHsrilt ananmmu3 (M®PA) K reib-
MUHTaM (OMUCTOPXUSIM, JIIMOJIMSIM, TOKCOKappam) —
He OOHapyXXeHBI.

* MDA aHTUTENa K XEJUKOOAKTEPY MUIOPU —
HE OOHApPYXEHBI.

* UDA anTuTeNa K CUDUINCY — He OOHAPYXKEHBI.

* Mapkepbl BUPYCHBIX renatutoB — HBsAg —
He ooHapyxeH, AHTH HCV-cyM He oOHapykeH.

* DA x BuUpycy UMMyHOAe(HIINTA YeIOoBeKa —
He OOHapyXeH.

* Komporpamma — maToyiorn He BBISIBJICHO.

* @uOPOracTpoayoIeHOCKOMUSI — XPOHUYECKU I
HEaKTUBHBIN racTpUT.

* OUOPOKOIOHOCKOIHST — XPOHUIECKOE BOCTIA-
JIEHUE CJU3UCTOM TOJICTOM KWUIIKW, MUHUMAaJbHOM
CTEINEeHU aKTUBHOCTH.

* Vabrpa3ByKoBO€ UcCC/eA0BaHUE OPraHOB OpIOILiI-
HOI TTOJIOCTH — CTPYKTYpa M 9XOTEHHOCTh BU3YaIN3H-
PYEMBIX OpTaHOB B IIpeiesIax TOMyCTUMBIX BO3PACTHBIX
rapaMeTpoB, 0€3 3HAYUMbIX U3BMEHEHMA.
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* DyeKTpoKapauorpaMmMa — pUTM CUHYCOBBIH ¢
4acTOTOM CeplieuHbIX COKpalleHuit 85 B MUHyTy. Onu-
HOYHAs KeJIyTOIKOBasT 9KCTPACUCTONA. 3aMenjieHIe
BHYTPUIIPEACEPIAHOTO MTPOBEIACHUSI.

* Onkomapkepsl: CA-19-9—1,0 E[1/mi (meHbiue 40),
CA125—3,8 Ed/mn (menbiue 35), CA15-3—8,22 EJ1/Mn
(menbire 37), POA — 3,1 ar/mn (menbire 5), ADIT —
0,9 EO/mn (0—14 EO/mi).

* C3 mionb 2019 1. — 1,54 1/n1 (pedbepeHTHbIE 3HA-
yenns 0,83—1,93), C4 ot 21.06.2019 . — 0,06 1/ (pe-
¢epenthsie 3HayeHus 0,15—1,57).

* urn6urop C1-actepasbl nioHb 20191, — 0,06 Ex/min
(pedepenthriec 3HaueHus 0,7—1,3).

Koncynbranus cnenuaiiucToB: OCMOTP OHKOJIOTa —
M0OpOKaUYeCTBEHHBIC TUCTIIa3MH MOJIOYHOM JKeJIe3bl.

OcMoTpeHa CTOMaTOJIOTOM, OTOPUHOJAPUHTO-
JIOTOM, TMHEKOJIOTOM, T€parneBTOM — MaTOJOTUM He
BBISIBJICHO.

HccnenoBanue B ®BYH «Cankr-Iletepbyprekuii
HHWUW snmaemuonoruu 1 Mukpoouosoru umeHu Ia-
crepa» PocriorpebHanzopa:

1. TeHeTnueckoe MccaenoBaHUE KPOBU: Pe3ybTaThl
NHK-anam3a asryct 2019 (PI'BHY «Memuko-TeHeTH-
YeCKUIA HayIHbII IeHTp uM. akagemuka H.IT. boukosa»).

2. HAE551.1 SERPING1 (CINH) — N, HAES51.1
CINH, gross del/dup — N, HAES551.1 F12, exons
9—10 — N. UccnenoBanusa reHoB PLG, ANGPT1 ne
TIPOBOIUIINCD.

AHanu3 KpoBU Ha (pyHKLUMOHAIbHYIO U KOJIUYE-
CTBEHHYIO aKTUBHOCTh C1 MHruouropa:

AxtuBHOCTh Cl-MHrHOUTOpPA KOMIIEMEHTA 4Ye-
nmoseka ot 22.07.2019 . — 26,41% (pedepeHTHDBIE
3HaueHust 70—130). KonuuectBo Cl-uHruéburopa
actepasbl oT 22.07.2019 . — 1 mr/aa (pedepeHTHbIE
3HaueHus 23—41).

MenunuHcKre peKoMenaanun. Beuny HeaddekTrs-
HOCTH Tepalii¥ aHTMOOTEKOB aHTUTUCTAMUHHBIMU U
TITIOKOKOPTUKOCTEPOVIHBIMU TTpeTiapaTaMHy IMallMeHTKe
OblJ1a Ha3HAYeHa TpaHEeKCaMOBasl KMCIIOTa B CyTOYHOM
nmo3e 3000 mr. Ha pone mpuema ¢ 01.07.2019 . oTeKOB He
crasio. Ho mpu nomnbiTKe CHU3UTH 103y MeHee 3000 Mr B
CYTKU BHOBB MOSIBJISIIMCH OTEYHOCTD JIAMOHEH, TIIeya,
B3AyTHe U 6011 B XKUBOTE 110 3 pa3 3a Mecsll. YUUTbIBast
OTCYTCTBME HACJIEACTBEHHOTO aHAaMHe3a aHTMOOTEKOB,
MO3IHUI BO3pacT Havyaia 0oJie3HU, HOpMaJIbHBIE pe-
3yJIbTaThl TEHETUYECKOTO MCCIeAOBAaHMS, TMAallMeHTKE
BBICTABJICH JUATrHO3 XPOHUYECKON MAMONATUYECKOU
TMTaHTCKOM KpamMBHUIIBI C aHTHoOTeKaMu. C OKTSI0pst
2019 r. 6b11 Ha3HaueH omanudymad 300 mr 1 pa3 B me-
cs1 moaKoxHo. [TpueM omanusyMaba Ha MPOTSIKEHU N
6 Mec ObLT Ha (pOoHE TpaHEKCaMOBOI KUCIOTHI. [TombiTKa
yOpaTh TpaHeKcaM He TpuBeja K MOJOXUTEIbHOMY
apdekty. Omann3ymad ObU1 OTMEHEH BBUAY Hed(PeK-
TUBHOCTH TEPaITiH.

Ha ocHOBaHUY BHITIIEN3TOXKEHHOTO MAITMEHTKE OBLT
BBICTaBJIeH KJIMHUYecKuii nuarHos: D84.1 lebunur
Cl-uHrubuTopa: HacJIeACTBEHHbIIA aHTMOOTEK, XPOHU-
yecKoe pelrauBupyollee TeueHue. Mictopusi 6one3Hu
naureHTKy C. Oblja 10J10XKeHa BeaylleMy CIIELMAIUCTy
®I'BY «'HL UuctutyTr nMmmyHonorum» @®MBA Poc-
cuu E.A. JIaTbliieBoii.

3akiouyenue

MounekynsipHo-reHeTudeckuii anaaus HAO Ha
CETOIHSIIHUMI JeHb ITO3BOJISIET BBISIBISATH 10 91% ciy-
yaeB HAO kak I u Il tuna, tak u III tTuma ¢ TouHpIM
oIrpeaeeHreM MOJIEKYJISIPHOM TPUYMHbBI 32001€BaHUS
Y IIPOBOAMTCS C 1LI€JIbIO IMTOATBEPKAaIoIIEl, nuddepeH-
LMaJIbHOMN, TOCUMIITOMHOM U MPEHATAILHOM AUarHoO-
ctuku HAO [3].

OnucaHHBIN KIMHUYECKUI CTyJail SIBJISIETCS] OMHUM
U3 UCKJIIOUEHUI M JOKa3bIBACT, YTO OOIIETIPUHSITHIC
JIMarHOCTUYECKNE KPUTEPUU HACJIEACTBEHHOIO aHTU-
00TEKa He Bceraa sIBJSIIOTCS OYeBUAHBIMU. B maHHOM
MpUMepe MbI CTOJIKHYJIMCH C IepBUYHBIM citydaeM HAO
B KOHKPETHOM CEMbE U C, BEPOSITHO, HOBOW MyTallMel
de novo.
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