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MNATOPU3NOJOI'NMYECKHUE ACITEKTBI HACJIEACTBEHHOTI'O
AHT'MOHEBPOTHUYECKOI'O OTEKA. OCOBEHHOCTHU TEYEHUS HA ITIPUMEPE
CEMEWHOTI'O KJIMHUYECKOI'O CJIYUAS
Hayunwtit pykosooumens cm. npen. lllynak E.B.

Kagheopa namonozuueckoui ¢pusuonocuu
benopyccxkuii cocyoapcmeennviii MeOuyunckuti ynugepcumem, 2. Murnck

AxTyajabHocTbh. HacnencrBeHnwiii anrmoneBpotudeckuii otek (HAO) sBnsercs peaxum
TCHETHYECKUM 3a00JICBaHHEM, XapaKTEPU3YIOIIUMCS T€TePOreHHOCTHIO0 KIMHUYECKUX MPOSBICHUH.
B npakTtuueckoit aeareapHOCTH Bpauel J1t000il crennaabHOCTH BO3HUKAET CII0KHOCTh TUATHOCTHKU
TaKOro poja 3ab0JieBaHMH, TaK KaK OHH MOTYT OBITh OIIMOOYHO MPHHATHI 32 WHBIE MATOJIOTUU CO
CXOel CHMIITOMAaTUKOW BBU]LY OTCYTCTBUS OIIbITA BE/ICHUS TAKUX MMAIIUEHTOB.

Heab: mnpoaHanu3upoBaTh MAaTOPU3UOIOTUYECKHE OCOOCHHOCTH  HACJIEICTBEHHOTO
AHTMOHEBPOTUYECKOI0 OTEKa, BApHabeIbHOCTh MPOSIBIIEHUN U €r0 TEUEHUE Ha IPUMEPE CEMEIHOro
KIIMHUYECKOTO CITyJasl.

Matepuanabl U MeToAbl. B paboTe HCHOIB30BaINCh COBPEMEHHBIC HAHHBIE HAyYHOU
nuTepatypel 0 mnarodusnonorunyeckux acnekrax HAO. IlpoBenéH peTpoCHeKTHUBHBIM aHaIHU3
MEIUIUHCKUX KapT JBYX IalMEHTOB, KPOBHBIX POACTBEHHHKOB, HaOMIOmaBHIMXCS B Y3 «4-i
ropoJicKas JeTcKas KiInHu4Yeckas OonbHULa» U Y3 «10-1 ropojackas kiuHudeckas O0oibHHUIA». B
HCCIIeI0OBaHUE BKIIIOUEHBI NAMeHTh! ¢ AuarHo3oM HAO-1(niepBbli TUIT) ¢ pa3InyHOMN JIOKaIu3anuei
oTekoB. Bce wuccnenoBaHus NPOBOAUINCH C COONIIOJIGHHEM MpPaBUI OMOMEIUIIMHCKON STUKU
(coxpanenue BpaueOHOM TaliHBI M KOHQUICHINAIEHOCTH HH(POPMAITUH).

PesyabraTel m ux obdcyxaenue. [lanmentka M, 2010 roma poxaenus. B 13 ser Obun
BBICTaBIIEH quarHo3 — nedext cucremsl komriementa, HAO-1(mo MKbB-10 — D84.1). 13 anamuesa
ClleyeT: IepBble MPUCTYIBl Hayaluch B Bo3pacTe 6 jer. Bo Bpems MpHUCTYNOB MalMEHTKa
KajioBajach Ha aOJOMHUHalbHBIE OOJIM, PBOTY, pEeXe Ha pELHUIMBUPYIOIIME OTEKU JHLA H
KOHeYHOCTeH. K pa3BUTHIO OTEKOB IIPUBOJUT BPEMEHHOE YBEJINUYEHUE COCYAUCTON IPOHUIIAEMOCTH,
KOTOpasi BbI3BaHa BHICBOOOXKJIEHHMEM Ba30aKTUBHBIX MeauatopoB. Myrtanus B reHe SERPINGI
MPUBOJUT K CHUKeHUIO KonnyectBa Cl-mHruOurtopa u/minu ero (pyHKUIHMOHAJIbHON aKTHUBHOCTH.
CrnenctBueM sIBIsIETCS KacKaJl peakiuii, MpUBOASIINN K U30BITOUHOMY 00pa30BaHUIO OpaTuKUHUHA.
BpaaukuHuH, CBS3BIBasCh CO CBOMMH PELENTOpPaMH, BBI3bIBAET PACIIMPEHHE COCYAOB, IOBBIIICHHE
UX TPOHHUIAEMOCTH W AU(PPYHAUpPOBAaHUE IJIa3Mbl BO BHEKJIETOYHOE IMPOCTPAHCTBO. MeTonom
KalmUIAPHOTO CEeKBeHUpoBaHHs cenpmoro sk30oHa reHa SERPINGI BreisiBieHa rerepo3urotrHas
3aMEHa OJHOI0 HYKJIEOTHJa, NPUBOAAIIAs K M3MEeHEeHHI0 amuHOkuciaorel: ENST00000278407.9:
€.1180 A->C, P.Thr394Pro (PolyPhen2-probably damaging 1.00).

[Marmentka JI, 1984 roma poxxaenus, MaTh naumeHTKH M. Jluarnos — nedexT cucTtemsbl
komruinMmenta, HAO-1(mo MKB-10 — D84.1), Osin BeicTaBneH B Bo3pacte 39 net. M3 anamHe3a
cleIyeT: ¢ Bo3pacTa 6 JIeT MepruoANYECKH JKaJoBalach Ha a0JJOMUHAIBHBIE 00U, PBOTY, CI1a0OCTh.
B Bozpacte 16-17 ner BnepBble NOSBWINCH PELUAUBUPYIOLIME OTEKHM KOHE4YHOcTel. Otekn
paspelaiich CaMOCTOATEIbHO B TedeHue AByX AHei. C Bo3pacta 20-TH JET MAallMEHTKAa OTMEYaeT
YBEJIMUEHHUE YaCTOTHl BOSHUKHOBEHHUSI OTEKOB, Yallle BCEr0 OTEKAJIO JIUI0. MeTOJ0M KanuUIIPHOIO
CeKBeHHMpoBaHuA cenpmoro 3k30Ha reHa SERPINGI BbiBiIeHa reTepo3WroTHas 3aMeHa OJHOTO
HYKJICOTH/Ia, MPUBOAAIIAS K W3MeHeHuio amuHokuciaorel: ENST00000278407.9: ¢.1180 A->C,
P.Thr394Pro (PolyPhen2-probably damaging 1.00).

BouiBoabl. HacnencTBeHHbIM AHTMOHEBPOTUYECKUMH OTEK — PEIKOE TEHETUYECKOe
3a0o0JIeBaHNe, XapaKTepU3YIOIIEeCs Te€TePOreHHOCThIO KIIMHUYECKUX NposiBIeHNH. OTeKH HapacTaroT
U pa3peliaroTcs MEJYICHHO, UMEIOT IJIOTHYI0 KOHCUCTEHIINIO, 0€300JI€3HEHHBI, 3y OTCYTCTBYeT. Ux
MEXaHU3M Pa3BHUTHS, [TIABHBIM 00pa30M, CBSA3aH C IEHCTBHEM OpaJIMKMHUHA.



