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OEONLUAUT ANIb®A-1-AHTUTPUNCUHA
nopn «MACKOM» XPOHUYECKOIO FENATUTA

NycenHoBa A.A.
HayuHbin pykoBoguTtens: npod. A.H. CypkoB

Poccuincknin HaumMoHanbHbIN MCCreaoBaTeNbCKUn
MeauLMHCKUn yHuBepcnteT nmenn H.W. Muporosa
MwuH3agpasa Poccuun, Mockea, Poccus

Kntoyesble criosa: knuHudeckul crydad, 8emu, decpuyum
anbgha-1-aHmumpurncuHa, duaeHocmuka

Axmyanvnocms. leduur anbda-1-anturpuncuna (A1AT) —
HACIEJICTBEHHOE 3a00JIC€BAHUE, BBI3BAHHOE HEAO0CTATOYHOCTHIO
A1AT B cBIBOPOTKE KPOBH M NPHBOAALIEE K HOPAKSHUIO JETKHX,
neyeHu u cocyno. Hepenko Ha MpakTUKe OTMEYaeTcs THIIOANA-
THOCTHKA 3TOH MaTOJIOTHH, YTO HETaTUBHO OTpaXkaeTcs Ha Mpo-
rHO3€ 0O0JIEe3HU.

Onucanue xnunuyeckoeo cayuas. Y IeBOYKU B Bo3pacTe 1 rox
3 Mec BO BpeMs FOCIUTAIU3AIHU 10 IOBOLY OOIIUPHBIX TEPMU-
YEeCKHX 0)KOTOB BIIEPBBIC BBISIBICH CHHAPOM IHTOJIN3a: TIOBBIIIIE-
HHUE aKTUBHOCTH anannHaMuHoTpancepassl (AJIT) mo 108 ME/n
(HopMma < 35 ME/n), acnapraramunotpancdepa3ssl (ACT) — mo
101 ME/n (Hopma < 42 ME/n), uto ObIIO pacLieHEHO KaK JicC-
(yHKIMSA TeyeHn Ha poHE OKOroBoit O6onesnu. JloobenenoBaHue
He IIpoBOAUIOCh. B Bo3pacte 2 roga 6 Mec HaXoAUNach B CTAIHO-
Hape 110 IOBOY OCTPOH PEeCHHPaTOPHON HH(EKIMH; IUTOIU3 CO-
xpansuicst: AJIT — 117 EJl/n, ACT — 120 EJl/n. Beuin uckmroue-
HBI BUpycHble renatutel B u C, Ha3HAueH remnaronpoTeKTOPHBIN
npemnapar — ypcozaezokcuxonenas kuciora (YIXK). B Bozpacte
2 roga 10 Mec GonbHas MepeHecsia MOHOHYKJIE03, IIUTONH3 ObLI
pacleHEH KaK MPOSIBICHHE PEAKTUBHOTO IeMaThTa B paMKax HH-
(dekmonHoro 3abonesanus. [Ipu Y3 opranoB OproIIHO# MOT0-
CTH BBISBJICHBI TEMaTOCINICHOMETANINS U HEe3HAYNUTENbHbIE TU(-
(y3HBIC U3MEHEHUS apeHXUMBI IedeHu. [Ipu anactomeTpun
nedeHn ¢pudpo3 orcyrcTByeT. [Iponomkena tepanust YIXK 6e3
MOJNIOXKUTENBHON TUHAMMKH, CHHPOM LIUTOJIM3a U 3XOorpaduue-
CKHUE NPU3HAKYU I'eNaToCIUIEHOMEraauu COXpaHsuch. B Bo3pac-
Te 4 roga 3 Mec ObuIa 0OCIIE0BaHa B OT/AEICHHU TaCTPOIHTEPO-
morum mns nereit HKL Ne 2 PHIIX nwm. akazn. b.B. [lerpoBckoro:
AJIT — 103,5 ME/n, ACT — 100,7 ME/n, OunupyOHUHOBBIH, JTH-
IUIHBII U yIIIeBOAHBINH 0OMEHbI He HAapyILIEHbI, X0IeCTa3a, Koary-
Jonaruu HeT. VICKIII0ueHb! ayTOUMMYHHBIE IOPAXEHHS IIEUeHH U
601e3HH HAKOILICHUS. B ChIBOPOTKE KPOBU CHUKEHA KOHIICHTpA-
st A1AT no 0,4 r/n (Hopma — 0,9-2,0 r/i1). MeToaom npsiMoro
ABTOMAaTHYECKOTO CEKBEHNPOBaHMs 10 CoHrepy NpoBeEH aHaIN3
reHa SERPINA-1 — BBISBJIECH BapHaHT HYyKJICOTHUIHOU ITOCIIEI0BA-
tenbHOCTH €. 1096G>A (p.GIlu366Lys) B TOMO3UTOTHOM COCTOSIHUH,
onucanHsblii B 6a3e nanHbix HGND (CM830003) kak maTtoreHHbIi.

3aknouenue. Y pebEnka Obl1 nonTBepkaAEH aedunut A1AT.
[Marorenernyeckas Tepamust AIsi KOPPEKIHU MMEYEHOYHBIX HAPY-
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HAYYHO-MPAKTUYECKAA KOHOEPEHLIMA CTYOEHTOB M MOJIOAbIX YYEHBIX « CMEPAHCKUE YTEHNA-2024»

Iy

LIEHHH PH JTaHHOH MaToNOTuH He pa3padorana. [lanuenty HeoO-
XOZIMMBI PETYSAPHBII PUEM TeraTonpoTeKTOPOB, KOHTPOIb J1a00-
paropHbIX nokasareineii, Y3/ opraHoB OpIOIIHOW MOJOCTH, 31a-
CTOFpa(i)I/II/I MEYCHU B JTUHAMHUKE [JI1 CBOCBPEMCHHOT'O BbISABJIICHUA
CTPYKTYpHO-(YHKIIMOHAJIBHBIX HAPYIICHUN MEUYEHH U ITPUHATHS
petuenust o e€ TpancruianTanuu. Jedunur A1AT cnenyer paccma-
TPHBATh B CTPYKType An(PpepeHIHanbHON THaTHOCTHKH Y eTei
¢ HEOOBSICHUMBIM CHHIPOMOM LIUTOJIH3A.
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