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HATOPU3NOJIOI'NMYECKUE ACITEKTBI HACJEACTBEHHOI'O
AHI'MOHEBPOTUYECKOI'O OTEKA. OCOBEHHOCTHU TEUEHUSA
HA IIPUMEPE CEMEHHOTI'O KJIMHUYECKOT' O CJIYYAS
Hayunwit pykosooumens: cm. npen. Illynax E.B.

Kageopa namonozuueckou ghusuonocuu
Benopyccruii cocyoapcmeennwiii meouyunckuii ynusepcumem, 2. Munck

AkTyajabHocThb. HacnencrBennslii anruoneBporudeckuii otek (HAQO) - 310 oueHs penkoe,
TCHETHYECKH JETePMHHHUPOBaHHOE 3aboyieBaHMe, KOTOpoe BcTpedaercst ¢ vacroroil 1:10000-
1:150000 genoBek cpenu HaceIeHUs 0 MUPOBOM ctatucTrKe BO3, 4TO COOTBETCTBYET KPUTEPHUIM
peakux 3a00eBaHUN.

Heab: mpoaHanu3upoBaTh MNATO(PU3MOJIOTHUYECKHE OCOOEHHOCTH  HACJIEICTBEHHOTO
AQHTMOHEBPOTHYECKOTO OTEKa, BApHaOeIbHOCTh MPOSBICHUA U €0 TEYEHUE Ha MMPUMEPE CEMEHHOT0
KIIMHUYECKOTO CITydasl.

Martepuaabl U MeToabl. B paboTe HCIONB30BATUCH COBPEMEHHBIC IAaHHBIE HAyYHON
mutepatypel o0 mnatodusmonormueckux acmnektax HAO. IlpoBenéH peTpoCHeKTHBHBIN aHAIU3
MEIUIUHCKUX KapT JBYX IalUEHTOB, KPOBHBIX POJCTBEHHHUKOB, HaOmomaBmmxcsi B Y3 «4-s
rOpoJIcKas JIeTCKas KIMHU4Yeckas OonpHUIA» U Y3 «10-s ropoackas KiuHuUYeckass OoipbHHUIA». B
HCCIIeIOBaHNE BKIIIOUEHBI MallMEeHThI ¢ tuarHo3zoM HAO-1(niepBslii TUIT) € pa3InyHON JIOKaIU3aUeH
oTeKkoB. Bce wuccrenoBaHusi MPOBOIWINCH C COOJIOACHHEM NPaBHI OWOMEIUIMHCKONH STUKU
(coxpanenue BpaueOHON TaliHBI U KOH(PUICHINATBHOCT HH(POPMALINN).

PesyabTathl u ux oocyxaenme. [larmmentka M, 2010 roga poxaenus. B 13 mer Obun
BbICTaBJICH jauarHo3 jaedexr B cucreme komiuieMeHnta, HAO-1(mo MKB-10 — D84.1). Anamues
3a0o0NieBaHusA: TIEPBBIC MPUCTYMBl HayaluCh B Bo3pacTe 6-7 yer. Bo Bpemsi Bcex NpPUCTYNOB
MaIMEeHTKa jKaJoBajach Ha a0JOMUHAIBHBIE 00U, PBOTY, MATHUCTHIC BHICHIIAHHS Ha TeJle, peKe Ha
peLMIUBUPYIOIIME OTEKU JHIA U KoHeuHocTel. K uX pa3BuTHIO NPUBOIUT BPEMEHHOE YBEIHMUEHHUE
COCYJTUCTOH MPOHUIIAEMOCTH, KOTOPasi BHI3BaHA BHICBOOOXKICHHEM Ba30aKTUBHBIX MEIHATOPOB, T/IC
BEAYILYIO pOJib UTpaeT OpajiukuHUH. MenuaTop, CBA3bIBAasCh CO CBOMMHU PELENTOPAMH, BBI3bIBAET
pacupeHre COCyJIOB, IOBBIIIEHHE WX TMPOHUIAEMOCTH M TUPPYHAMPOBAHWE IUIA3MBI BO
BHEKJIETOUYHOE MPOCTPAHCTBO. METOIOM KanmWUIAPHOTO CEKBEHUPOBAHHS CEAbMOIO 3K30HA I'eHa
SERPINGL1 BeIsiBIIeHA T€TEpO3UTOTHAS 3aMeHa OJHOTO HYKIJICOTH]IA, TPUBOSAIIAS K U3MEHEHUIO
amunokucnorel: ENST00000278407.9: ¢.1180 A->C, P.Thr394Pro (PolyPhen2-probably damaging
1.00). [MoaTBepskaen nuarao3 HAO-1.

[Taumentka JI, 1984 rona poxiaeHus, mare nanueHTkn M. JluarHo3 — aedekt cucrembl
komminmenta, HAO-1(mo MKB-10 — D84.1), Gbut BhicTaBieH B Bo3pacte 39 ser. AHamHe3
3a0oneBaHus: C Bo3pacTta 0-7 JeT MepHOJUYecKH KajloBalach Ha abJOMHHAIbHBIE OOJH,
MHOTOKpAaTHYIO pBOTY, ciabocTh. B Bo3pacte 16-17 ner BHepBbie MOSBWINCH PEIUAWBUPYIOIIHE
OTeKU KOHeyHocTe. OTeKH pa3pelanuch caMoCTOATeNbHO 3a 2-4 nHd. [Tocine 4-i GepeMeHHOCTH U
nepeHecenHoro COVID-19 ormedaer pe3koe yBeIHMUeHHE YacTOTHl BOSHUKHOBEHHS OTEKOB, YaIlle
BCET0 OTEKAJOo JIUI0. MeTOA0M KanWIISIPHOTO CEKBEHUPOBaHU ceapMoro sk30Ha reHa SERPING1
BBISIBIICHA T€TEPO3UTOTHAS 3aMEHA OJTHOTO HYKJICOTH 1A, TPUBOIAIAS K H3MEHEHUIO AMUHOKHCIIOTHI:
ENST00000278407.9: c¢.1180 A->C, P.Thr394Pro (PolyPhen2-probably damaging 1.00).
[ToarBepxknen quarao3z HAO-1.

BbiBoabl. HacnencTBeHHBIN aHTMOHEBPOTHUECKUI OTEK SBISETCA PEIKUM I'€HETHYECKUM
3a00J1€BaHUEM M XapaKTEePU3YETCsl T€TEPOTCHHOCThIO KIIMHNYECKUX TposiBieHuii. Otexku npu HAO
XapaKTepU3ylTCs MEJICHHBIM HapacTaHUEM U pa3pelleHueM, IUIOTHOH KOHCHUCTEHLUEH,
0€300JIe3HEHHOCTHIO U OTCYTCTBUEM 3yaa. [1o3aHss nnu HenpaBuibHas nuarHoctuka HAO, Hu3kas
OCBEZIOMJIEHHOCTh MEIUIIMHCKOIO MEePCOHANa MOTYT MPUBECTH K TSXKEJIBIM OCJIOXXHEHUSM, BIUIOThH
70 JIETAJIbHOTO UCXO0/1a.
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