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KIIMHUYECKHUE ACITEKTbBI HACJIEJJCTBEHHOI'O AHTUOHEBPOTHYECKOI'O
OTEKA. OCOBEHHOCTH TEYEHUSI HA TIPUMEPE CEMEHHOI'O
KIMHHUYECKOI'O CJIYUAA
Hayunwtit pykoeooumens:. Kkano. meo. Hayk, ooy. Koporv C.M.

Kageopa nponedesmuxu oemckux 6onesmet
Benopyccruii cocyoapcmeennwiii meouyunckuil yrusepcumem, 2. Munck

AxrtyaabHocTh. HacnenctBennslii anrnoneBporuueckuit orexk (HAQO) - aTo oueHp penkoe,
TCHETHYECKH NEeTePMHHHUPOBAaHHOE 3aloyieBaHHe, KOTopoe Bcrpeuaercs ¢ uvactoroir 1:10000-
1:150000 genoBek cpeau HaceaeHHs 1Mo MUPOBOM cratucTuke BO3, 4TO COOTBETCTBYET KPUTEPUSIM
peakux 3a0oneBaHuil. Takas HEBBICOKAas  pacHpOCTPAHEHHOCTh MPUBOAUT K  HU3KOU
OCBEJIOMJICHHOCTH MEJIMILIMHCKOIO MepcoHana o 3a00JeBaHUU, K €ro HEMpPaBHJIbHON WM MO3HEH
JIMArHOCTHKE, YTO MOXKET XapaKTEPH30BATHCS PA3BUTHUEM OMACHBIX OCIOKHEHUH.

Heab: paccMOTpeTh OCOOEHHOCTM HACIEICTBEHHOTO AHIMOHEBPOTUYECKOIO OTEKa,
BapHadeNbHOCTh KIIMHUYECKUX MPOSIBICHUI U €r0 TeYCHHE Ha MPUMEPE CEMEWHOT0 KIMHHYECKOTO
ciyyasi.

Marepuansl u Metroiabl. B paboTe HCHONB30BANMCH COBPEMEHHBIE TaHHBbIE HAyYHOU
nuTeparypsl o kianHndecknx acrnekrax HAO. IIpoBenéH peTpOoCeKTHBHBIN aHAIN3 METUIIMHCKAX
KapT JIBYX MalME€HTOB, KPOBHBIX POJICTBEHHUKOB, HAOMIOMABIIUXCS B Y3 «4-5 TOpOJCKasl AETCKast
KIMHMYecKass OonpHULA» U Y3 «10-1 ropojckas KiIMHUYECKas OosibHMIIA». B uccinegoBanue
BKJIIOUEHBI MAIMeHThI ¢ nuarHo3oM HAO-1(mepBblil Tum) ¢ pa3ianydHoil Jokanu3anuei oTekoB. Bee
UCCIIEIOBaHMS TMPOBOJWINCH C COOJIOJICEHUEM TMpaBUI OMOMETUIIMHCKOM ATHKU (COXpaHEHHE
BpaycOHOW TaliHBI M KOH(PUIECHIINATLHOCTh HH(OPMAIIIH).

PesyabTaTtel u ux obdcyxaenue. Ilanmmentka M, 2010 roma poxnaenus. B 13 mer Obut
BBICTaBIIEH quarno3 gedexr B cucreme komiuiementa, HAO-1(mo MKB-10 — D84.1). Anamues
3a00JIeBaHUs: TIEPBBIC MPHUCTYIBI HAa4yadlCch B Bo3pacte 6-7 mer. Bo Bpems Bcex NPHCTYNOB
MarUeHTKa KaloBallack Ha abIOMHUHANIbHBIE 00U, PBOTY, MATHUCTHIC BHICHITIAHUS HA Telle, pexke Ha
peLUIUBUPYIOIIME OTEKU JIMIa U KOHeYHocTel. Ilepen HavamoM NMpUCTYNOB YyBCTBOBAJA JIETKOE
NoKajiplBaHue U HaOJro/ana MOKpacHEeHHe B MECTe HapacTaHMs OTeKa, pa3BUBAICA OH MENJICHHO.
[Ipucrynam npeamectsoBanu OPBU u nepeHeceHHbIN MCHX03MOIMOHANBHBIN cTpecc. MeToaom
KalTMJUISIPHOTO CEeKBEHHpOBaHHsS ceapmoro dk30Ha reHa SERPINGL BeisiBieHa reTepo3uroTHast
3aMeHa OJIHOTO HYKJICOTH[a, MpUBOAAIIAsS K m3MeHeHHro amMuHokucioTel: ENST00000278407.9:
€.1180 A->C, P.Thr394Pro (PolyPhen2-probably damaging 1.00). IToarsepxaeH auarao3 HAO-1.
[MaruenTka JI, 1984 roga poxxnenusi, MaTh narueHTkud M. J{naraos — ne ekt cucTeMbl KOMILTUMEHTA,
HAO-1(no MKB-10 — D84.1), Ob11 BeICTaBIICH B Bo3pacte 39 jieT. AHaMHe3 3a00JIeBaHMs: C BO3pacTa
6-7 JneT mepHoAMYECKH KaloBajach Ha a0JIOMHHAIBHBIE OOJH, MHOTOKPAaTHYIO PBOTY, cIabOCTB,
ObuTM 3aUKCUPOBAHBI EAMHWYHBIE OOMOpOKH. B Bo3pacte 16-17 ner BHepBbie NOSBUIHCH
peLUIUBUPYIOIINE OTEKH KOHeUHOCTeH. OTEKH pa3pelanuch caMoCToATeNbHO 3a 2-4 nHs. [locne 4-
it OepemenHoctn u mnepeHeceHHoro COVID-19 ormeudaer pe3koe yBETUYEHHE YaCTOTHI
BO3HUKHOBEHHUSI OTEKOB, Yale Bcero orekano nauno. [lamuentka JI BeimonHuia uccnepoBanue Cl-
WHTUOWTOpA TUIa3MBI KPOBH, MPH KOTOPOM OBIJIO BBISBICHO CHH)KCHHE €r0 KOHIICHTPAIlMH HUXKE
pedepeHCcHbIX 3HaueHWH. MeToJIoM KalWJUIIPHOTO CEKBEHUPOBAaHHSA CEIbMOr0 HK30HA TIeHa
SERPINGI1 BwisiBIeHA TeTepO3UTOTHAs 3aMeHa OJHOTO HYKIICOTH]A, MPUBOASAIIAS K U3MEHEHUIO
amuaokuciotel: ENST00000278407.9: ¢.1180 A->C, P.Thr394Pro (PolyPhen2-probably damaging
1.00). IMoareepxaen quarao3 HAO-1.

BbIBO/ABI: HACIEJICTBEHHBI aHTMOHEBPOTHUYECKUH OTEK SIBIISIETCS PEAKUM T€HETHUYECKUM
3a00J1€BaHUEM M XapaKTEPU3YETCsl TeTePOreHHOCThIO KIIMHUYECKUX npossiennit. Otexkn mpu HAO
XapaKTepU3yIOTCS MEMJICHHBIM HapacTaHWEM W pa3pelieHHeM, IUIOTHOM KOHCHCTEHIIHEH,
6€300J1e3HEHHOCTBIO M OTCYTCTBUEM 3y/a. [103aHss ninn HenpaBuibHas Auarnoctuka HAO, Hu3kas
OCBEZIOMJIEHHOCTh MEJIUIIMHCKOI'O MIepCOHaa MOTYT MPUBECTH K TSKEIIBIM OCIO0KHEHUSIM, BILJIOTh
710 JIETAJIbHOTO UCXO0/1a.
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