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HAYYHO-MPAKTUYECKAA KOHOEPEHLIMA CTYOEHTOB M MOJIOAbIX YYEHBIX « CMEPAHCKUE YTEHNA-2024»

LMPPO3 NEYEHWN B UCXOME Allb®A-1-
AHTUTPUNCUHOBOWU HEAOCTATOYHOCTHU
Y PEBEHKA PAHHEIO BO3PACTA

MapaxuHa O.B., M'pe6éHkuH O.W.
HayuHbin pykoBoauTtens: npod. A.C. NoTtanos

HaunoHanbHbIN MeAULUMHCKUIA UCCreqoBaTeNbCKUn LEHTP
3p0opoBbs getert Munsgpasa Poccun, Mocksa, Poccus

Knouesbie crioga: KnuHu4eckul cry4vad, demu,
Hedocmamo4YHOCMb anbgha-1-aHmumpurcuHa, yuppo3s
reyeHu, OuazHocmuka

Axmyansnocms. HegocTatouHOCTh anbda-1-aHTUTPUIICHHA
(A1AT) — penxoe HacnenCTBEHHOE ayTOCOMHO-PELIECCUBHOE 3a-
GoneBaHue, 00ycaoBIeHHOE MyTanusiMu B rene SERPINAI u xa-
pakrepmsyromeecs aedpururoM A1AT. [lannas GopMa HaToIoruu
OTHOCHTCSI K TPYAHO THAarHOCTHPYEMBIM 3a00JI€BaHUSIM B CBS3U C
Pa3IMYHBIM BO3PACTOM MaHU(ECTallui U OTCYTCTBUEM IaTOTHO-
MOHMYHBIX KIMHUYECKUX IPOsIBICHUH. 3a00eBaHNe XapaKTepu-
3yeTcsl He TOJIBKO MOPaXKEHUEM JIETKUX, HO M BO3MOXKHBIM OecCHM-
MITOMHBIM TEYEHUEM C U30JIMPOBAaHHBIM ITOpa)keHneM redyeHu. He-
noctatogHOCTh A1AT siBIIsieTcsl BTOPBIM 10 YacTOTE IMOKa3aHUEM
K TPaHCIUIAHTAIMH [IEYSHH y JeTel Tociie OMIHapHON aTpe3HH.

Onucanue knunuyeckozo ciydas. JleBouka B Bo3pacre 1 rona
8 Mec mocTynuiia B raCTPO3HTEPOIOTUUECKOE OTACNICHHE C XKa-
J100aMH Ha YBEJIMUCHUE IIEYEHH U CeNe3¢HKU ¢ poxaeHus. Jlabo-
paTropHo ¢ 4 Mec OTMEYaJINCh CHHJIPOMBI IIUTOJIN3A U XOJecTasa,
SMH30bI AaHEMHH, TPOMOOIIUTONCHUH. [Ipr 0ocMOTpe BBISBICHA
MajbMapHasi )puTeMa, redeHs + 1 cM, Kpall TUIOTHBIH, cene3éHka
+ 2 cm. IIpu obcrenoBaHny OBLIO OTMEYEHO MOBBIIEHHE AKTHB-
HOCTH ajaHuHaMuHOTpaHcdepassl 170 EJI/n, raMmma-niryTaMui-
tpaHcdepasbl 491 EJI/n, menounoii pocdarassr 840 EJI/n, ru-
nepOmMpyOorHeMus 3a c4ET npsiMoii ppakuun. [1o TaHHBIM WH-
CTPYMEHTAIBHBIX 00CIeIOBaHUI OpraHOB OPIOIIHON IOJIOCTH
— TenaToCIUICeHOMETaNs, TUPPOTHYECKHE N3MEHEHHUS TapESHXHU-
MBI [IeYEeHH, IEPUNOPTANIbHAS PEaKIHs B IIEYCHHU, IOpTaIbHAasl TH-
nepren3us. [Tpu pudpoanactomerpun: meauana 71,2 klla (F4 no
mkaine METAVIR). B cBsi3u ¢ AuarHocTupoBaHHBIM LUPPO30OM I1e-
YeHH [IPOBE/IeHa 330(aroracTpoLyo1eHOCKOUS — BapUKO3HOTO
pacIIupeHus BeH He 00HapyKeHO. bbiin NCKITIOYEHB! BUPYCHBIH
1 ayTOMMMYHHBII TeHe3 3a00J1eBaHus, HacJIeICTBEHHBIE OONIe3HN
HaKOIUICHHUS, BBISIBIICH HU3KHiA ypoBeHb A1 AT — 48 mr/mn (Hopma
90-200 mr/mm). [Ipu MoNeKyIIpHO-TeHETHYECKOM 00CIIeJOBaHUN
B reHe SERPINA I BbIsiBIIeH HYK/I€OTHIHbIH BapuaHrt c./096G>A
B TOMO3HUT'OTHOM COCTOSIHUH, NPUBOAIINN K AMUHOKHUCIIOTHOMY
BapuaHTy p.E366K, onrcaHHOMY y MAIllMEHTOB ¢ HEJOCTATOYHO-
cthio A1AT. B cBsI3u ¢ BOBMOXKHBIM TOpaKEHUEM JIETKHX Oblia
BBINIOJIHEHA KOMITBIOTEpHAst TOMOrpadusi OpraHoB IpyaHOH M0JI0-
CTH — TIaTOJIOTUH HE BBISBICHO. PEOEHOK KOHCYIBTHPOBAH TPAHC-
IUIAHTOJIOTOM — PEKOMEH/I0BaHa IJIaHOBAsl TPaHCILIAHTALUS Tie-
YeHU 1 00CIIeI0BaHNE TTOTEHIMAJIBHOTO JOHOPA.

3axniouenue. XonectaTHaeCKUid reNaTUT B HEOHATAILHOM TIe-
pHOJIe MOXKET OBITh MEPBBIM MPHU3HAKOM HemoctarodHocT A1AT.
IMopaxkeHne meyeHu NPH OTCYTCTBHUU JETOYHBIX MPOSBICHUH He
UCKJIIOUAET TMarHo3 u TpeOyeT TeHEeTHIEeCKOro 00cie1oBaHMs.
[To3mHss qarHOCTHKA MOBBIIIAET PUCK Pa3BUTHA LIMPPO3a Ieye-
HU 1 HEOOXOIMMOCTD €€ TPaHCIUIAaHTALUK B JETCKOM BO3pAaCTe.



