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Ilybnuxkayus noceésaweHa aKmyaibHbIM B0ONPOCAM pDAHHEU OUA2HOCUKU

8D0OJHCOEHH020  aHeuoHegpomuvecko2o oméka (BAO). Aemopamu npoeedeno

eeHemuyeckoe mecmuposarue 78-mu 6ecCUMNMOMHBIM KPOBHHIM POOCHEEHHUKAM

nepeot aunuu nayuenmos ¢ BAO. B xoo0e uccnedosanus 20-mu nayuenmam (19-mo

nayuenmos 6 eospacme 0o 18 nem u 1 nayuewm 6 6o3pacme 63 nem) uz 14

HepoocmeeHublx cemeu, BAO oOvin ouacnocmuposan HA OOKIUHUYECKOU CMAOUU.

Iyonukayua axyenmupyem 6numanue, umo npu eviagreHuu BAO & cewmve,

HEeoOX00UMO 00Ce008amb 8ceX KPOBHBIX POOCMBEHHUKO8 Nep8oll CmeneHu, 0axjice
beccumMnmomHbixX, 66UOY NOBLIULEHHO20 pucKa Hacledosanusi BAO.

Knioueevle cnoea: 8podcoénHblll AH2UOHEBPOMUUECKULI OMEK, 2eHemUuiecKoe

mecmuposanue, cen SERPING I, doxnunuueckuii.
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The publication is devoted to topical issues of early diagnosis of hereditary
angioedema (HAE). The authors performed genetic testing of 78 asymptomatic first-
degree blood relatives of patients with HAE. Due to genetic testing, 20 patients from
14 unrelated families were diagnosed before their first attacks (19 patients were
under the age of 18 years and one patient - aged 63 years). The publication focuses
the attention that it is necessary to examine all first-degree blood relatives of patients
with HAE patients, even asymptomatic ones, due to the increased risk for having the
disease.
Key words: hereditary angioedema; genetic testing; SERPING1 gene;
symptom-free.

Bpoxnéunpiii anrunoneBpotudeckuii o€k (BAO) — opdanHOE reHeTndyeckoe
3a00eBaHUE, XapaKTepU3YIOIIeeCs PEIUAUBUPYIONIMMHA OTEKAMU B Pa3IMYHBIX
4acTAX TeJsa, BKIKYas KOHEYHOCTH, JIULO U roptaHs [1]. Y mauueHToB Takke MOTyT
BO3HHMKATh TMPUCTYNBI a0JIOMUHAIBLHOW OOJM, TOIIHOTHI W PBOTHI, BHI3BAaHHBIC
PACTSHKEHUEM CTEHOK KHUIIIEYHUKA; MPU OTEKE MO3TOBBIX 000JOUEK MAITUEHT MOXKET
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UCIIBITHIBATh CHJIBHYIO TOJIOBHYIO Oonb [2]. Memuatopom BAO sBisercs
OpaIuKWHWH, CJIEIOBAaTEIbHO, OTEKM HE HMMEIOT TEPAleBTHYECKOTO OTBETa Ha
AHTUTHCTAMUHHBIE MpenapaTel U KopTHkocTepouasl [1]. BAO xapakrepusyercs
reTepPOreHHOCThIO KIMHUYECKUX MPOSBICHUNA W Bo3pacToM MaHudecranuu. Jlaxe
cpenu 4wieHoB oAHoi ceMbr BAO MoXkeT y Koro-to 1e0roTupoBaTh B Bo3pacte 1 rona
unn xe 14 ner, a y xoro-to u B Bo3pacte 40 ner. Ho, kak nmpaBuiio, KO BTOPOMY
JNECATUICTUIO JKU3HM Yy OOJBIIMHCTBA TMalMEeHTOB cuMmnToMbl BAO  yxe
pOosIBIISIIOTCS [3].

Leap padoTbl — NPOBECTH N€HETUYECKUN CKPUHUHI POJICTBEHHHUKOB NEPBOM
JUHUM TAIUEHTOB C BPOXKIEHHBIM AHTHMOHEBPOTUUYECKUM OTEKOM B PecmyOiuke
benapycs.

MartepuaJsbl 1 MeToAbl. B nccienoBanue BkiaoueHo 78 (37 My»KCKOTO MoJa,
41 >XEHCKOT0) OECCUMIITOMHBIX KPOBHBIX POJICTBEHHHKOB IMAIIMEHTOB C T€HETUICCKU
noAaTBepxkAEHHBIM BAOQO. JleTekTupoBaHue HaIWM4Ms WIM OTCYTCTBHUSI CEMEUHOTO
reHeTrnaeckoro HapymeHnus B rene SERPINGI Beimonasum ¢ ucnonp3oBanueM JIHK,
BBIJICJICHHOM U3 KIETOK mnepudepuyecKkoil KpOBH, METOJIOM KalMWUISIPHOTO
cekBeHMpoBaHus 1o CoHrepy Ha TreHeTHdeckoM anammsarope 3500 (Applied
Biosystems, CIIIA). Bwusyanuszanuio pe3yiabTaTOB MPOBOJWIA IPH TTOMOIIH
CTCUATM3UPOBAHHOTO TporpaMMHOro obecreueHust Sequencing  Analysis 5.2
(Applied Biosystems, CIIIA) u BioEdit (Bioedit Ltd, CIIIA). UudopmupoBanHOe
corjacue ObUIO MOJIYYEHO y KaXJ0ro CyObeKTa W/Wiu UX OQUIIMATIBHBIX ONEKYHOB
110 BKIJIFOUEHUS B UCCIIEIOBAHUE.

Pe3yabTarsl 1 ux o0cyxaenne. CpelHUI BO3pACTECTaHIAPTHOE OTKIOHEHUE
(SD) B uccieayemoii rpymme OSCCHMITOMHBIX KPOBHBIX POJCTBEHHUKOB COCTABHII
18,75+17,33 ner (amanazon: 1 genp — 72 roaa). 'eHeTUUECKUI CKPUHUHT HE BBISBUII
oTinuuii oT pedepeHcHor nocnenoBarenbHocT s 58 o6paszuoB JJHK. Cpennuii
Bo3pacT+SD poacTBeHHWKOB 0e3 ceMeWHON MyTanuu B (parMeHTe HEO0OXOIUMOTO
peruona renomHoit JIHK cocraBun 21,294+17,86 net (nuanazon: 1 gens — 72 roaa).

Jnst 20-Tu 6€CCUMNTOMHBIX KPOBHBIX POJCTBEHHUKOB HAJIMYHUE CEMEHHOMN
MyTallu¥ OBLIO TOATBEPXKJICHO, TakuM 00pazoM BAO um ObLT JUAarHOCTHPOBAH Ha
JNOKJIMHAYECKON cTaauu. 12 ManueHTOB MYXKCKOTo moja u 8 keHckoro. CpenHuii
Bo3pact=SD cocraBun 11,38+13,55 ner (mmanmazon: 4 wMecama — 63 roma).
[IpumeuarenbHbIM  SIBWJIOCH TO, 4YTO BO3pacT OJIHOTO TNAlMEHTa, HAa MOMEHT
BBITIOJIHEHUS HccaenaoBanus, coctaBui 63 roga (ID 089). BospacT octanpHbix 19-TH
MMalMeHToOB ObUI B auama3oHe oT 4 MecsueB no 17 nmer. B teuenne roma mocie
MOCTAHOBKM JIMAarHO3a, Yy TPOUX TNalUEHTOB Tmpou3onuia maHudecrtanus BAO.
Bo3spacT nanreHToB Ha MOMEHT NIEPBBIX aTak coctaBun 7, 12 u 15 rner.

Co cnoB mnaumenta ID 089, B cembe y 8-Mu 4YeNOBEK MNPUCYTCTBYIOT
PEUUANBUPYIOIINE AHTMOHEBPOTUYECKHE OTEKH (TpO€ M3 KOTOPBIX OOpallajuch 3a
koHcynpTanein B 'Y «PHII JAOI'M» wu paumarHo3 uM ObUT TOATBEPXKIEH
T€HETUYECKH ), HUKAKUX CXOXKUX CHUMIITOMOB Yy ceOsi He OTMeuaeT. Mbl BBITTOJHWIH
TeHETHYECKOE WCCIICIOBAHUE JBYX OECCUMIITOMHBIX KPOBHBIX POJCTBEHHUKOB
nepBoi JnHuM nanuenta ID 089, ceina 1981 rona poxnenus u BHyuku 2016 roga
pOXJIEeHUs, KOTOpOe Mmoka3aio, uto BAO 1M He nepenanocs.

3akinwdenue. ['eHeTnueckas JUArHOCTMKA HMMEET Ba)XKHOE 3HAYCHUE U
MO3BOJISIET HE TOJBKO MOCTABUTh TOYHBIA JAMArHO3 MalMEHTaM C KIWMHHUYECKUMH
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nposiBieHusiMu BAO, HO W JIMarHocTHpOBaTh Ha JAOKIMHHYECKOW craguu. l[lpu
BbisiBlicHHH BAQO B cembe, BCeM KpPOBHBIM POJCTBEHHHKAM II€pPBOM CTENEHH
PEKOMEHJ0BAHO MPOBEPATh HA HAIMYUE WIM OTCYTCTBHE CEMEMHOM MYyTalliH, BBUAY
NOBBIIIEHHOTO pucka HacieaoBanus BAO. IlocnenctBus mo3gHEd AMATHOCTHKU
MOTYT OBITh KpaliHE OIIACHBI, IOCKOJIbKY IIPH MEPBOI aTake MPUMEHEHHUE a/IeKBaTHON
Tepanuy 3a4acTyl0 MPOUCXOIUT HE cpa3y, YTO MOBBILIAET PUCK pPAa3BUTHUS Ooiee
TsDKEJIoN (POPMBI OTEKA U CMEPTH.
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