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HacneacrBeHHan HeO0CTATOYHOCTD

Oy=dHTUTPUNCHHA

HacnepactBeHHas HEOOCTATOYHOCTb O, -aHTUTPUNCHUHA
(04-AT) - reHeTMyeckoe 3aboneBaHne, KMMHNYECKN NPOSIBIS-
loLeecst aMPU3emMon nerkmx, LMpPPO30oM NeveHn 1 3Ha4nTesb-
HO pexe naHHMKYIMToM. HepgoctaToyHocTb o,-AT BGbina onu-
cana B 1963 . C.-B. Laurell n S. Eriksson, koTopble BNepBbie
0BHaPYXUNN CBA3b MEXAY HU3KMM CbIBOPOTOYHLIM YPOBHEM
o4-AT 1 aMbU3EMON Nerkux.

MonekynapHasa 6uonorus o,-AT

o,-AT — 6enok ¢ maccow 52 k[la, KOTOpbIA CUHTE3NPYETCS
NpPeMyLEeCTBEHHO renaToumTamy (BO3MOXHO ero obpa3oBa-
HYE TaKkxKe B MOHOLUMTAX W IErOYHOM 3NUTENNMN) N BLICBOOOX-
[aeTCs B LMPKYIMPYIOLLYIO KPOBb. ATOT GENoK NpucyTcTByeT
BO BCEX TKAHSAX OpraHuama, Ho Gr3nonornyeckn ero OencT-
BME 3HAYMMO B Jerkux, rae OH 3aluiaeT afnbBeosibl OT Mo-
BPEXAEHUS NPOTEOANTMHECKMMU dEepMEHTaMK, TaknMu Kak
HenTpodwubHasa anacrasa.

o;-AT oTHOCUTCS K Benkam OCTPO ¢asbl, U ero NPoayKLMs
perynmpyeTcs pa3nnyHbIMy CTUMYIaMK, B TOM YKC/Ie U BOCNa-
NUTENBHBIMK MegmaTopamn. No3aToMy KOHUEHTPALLMS LIPKYIN-
pyoLLero o, -AT MOXET pa3nuyaTbCs y OAHOrO U TOrO Xe Yeso-
BEKa B 3aBUCKMOCTV OT COMYTCTBYIOLLMX 3a60NeBaHuin. B Hopme
CbIBOPOTO4HAsA KOHLEHTPauUms o,-AT coctasnsiet 1,5-3,5 r/n.

l'eH, kogmpytoLwmia o,-AT, pacnonaraetcs B 14-i xpomocome
B nokyce 31-32.3 n HasbiBaeTcs SERPINAT. MNMpomoyTepsbl pe-
rYAUPYIOT SKCMPECCUIO 3TOrO reHa B CTabuiibHOM COCTOSIHUM, @
9HXaHCepbl YCUNINBAIOT ee BO Bpems BocnaneHus. CyliectsyeT
nonMmMop®uam reHa o,-Al, 1 HEKOTOPbIE anefbHblE BapuaHThbl
NPUBOAST K CHWXEHMIO CbIBOPOTOYHOrO YPOBHS 04-AT Huxe
HOPMaJTbHbIX 3HAYEHWIA, YTO, OAHAKO, HE BCEraa CONpPOBOXAAET-
€S KIIMHUYECKUMMN NPOsiBNEHNUIMU. CbIBOPOTOYHAS KOHLLEHTPa-
umst o,-AT Huxe 0,5 r/n TpebyeT panbHeliero obcnenoBaHus.

B HacTosILLEE BPEMS N3YHEHBI MHOTUE annefbHble BapyaH-
Thbl reHa o4-AT. Tak Kak BO3MOXHO OnpeaeneHne n MatepuH-
CKOro, 1 OTLOBCKOro annensi, AaHHblii TUN B3anMOLEenCcTBuUS
annenei OTHOCAT K KOZOMWHMpOBaHwio. Hambonee yacto
BCTPEYAOLLMECS U KIIMHUYECKW 3HAYNMbIE aNenn, BEQyLme K
HeoCTaTOYHOCTU oy -AT, — annenn Z n S. Z-annenb npeacras-
nsieT coboi TOYEYHYIO 3aMeHy ryTaMuHa JIM3MHOM B MO3ULMN
342, S-annenb — 3aMeHy rnyTamuHa BaJIMHOM B N03ULMmn 264.
fomo3suroTsl PiSS umetoT HecTabunbHbIl o,-AT, GbICTPO Aerpa-
OVPYIOLLMIA BHE renaToUMTOB. Z-aneflb Y roMO3UroT BeAeT K
GOpPMUPOBAHMIO NOAMMEPOB 0 -AT BHYTPY renatouuToB 1 Mo-
HOLMTOB, B peaynbrate Yero o,-AT CekpeTMpyeTcs B KpOBb B
04eHb HEBOJbLLIOM KOIMYECTBE.

KnuHnyeckune nposiBNeHns He[oCcTaTouHOCTM o -AT CTpO-
ro KOPPEenupyroT C reHoTunoMm PiZZ, ogHako BbIPaXEHHOCTb
CYMMTOMOB CWJIbHO BapbMPYET — OT MOJSIHOFO OTCYTCTBUS 80
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daTanbHbIX NIErOYHbIX WM MEYEHOYHbIX NPOSIBNEHMA. Takxe
KIIMHUYECKUMW NPOSIBNEHNSAMM CONPOBOXAAETCS HY/IEBOWA re-
HOTWM, T.€. NOJSIHOE OTCYTCTBME NPOSYKLMN 0L -AT.

Anupemuonorus

B EBpone pacnpocTpaHeHHOCTb reHoTnna PiZZ BapbupyeT
mMexay cTpaHamu, B cpefnHem coctaenss 1 @ 2500 HOBOPOX-
[OEHHbIX, @ MakcumanbHa oHa Ha cesepe Esponel (B LLseuyn —
1: 1600 HOBOPOXAEHHBIX).

KnuHnueckue nposeieHus

Y HebonbLWOoro yncna HOBOPOXAEHHBIX C ZZ-reHOTUMOM
HabniogaeTcs MopaxeHue ne4vyeHu, npoTekalllee ¢ -
TENbHOW XENTYX0M 3a CYET CBA3AHHOMO OUNMPYBUHA 1 C NOBbI-
LUEHMEM YPOBHS MEYEHOYHbIX PEPMEHTOB B nnasme. Boamox-
Hbl KPDOBOTEYEHWS BCNEACTBME MEYEHOYHOM HeO0CTaTO4YHOC-
TN. 3TO COCTOSHNE ABNSETCSH OCTPbIM OTBETOM Ha NOIMMEPU-
3aumto Z-tvna o4-AT B renatoumTax.

BcnencTtere XpoHMYeCKo NonMepusanmmn Z-tuna npoTen-
Ha B renaroumTax GopmmpyoTes Grbpos 1 Lppo3 neveHn. 3t
COCTOSIHWSI MOTYT Pa3BUTLCS YXE B AETCTBE, HO, KaK Mpasuno,
MaHudecTupyioT nocne 50 net. Takxke y NauMeHToB C HeaoCTa-
TOYHOCTbIO 0-AT OTMEYaEeTCst OTHOCUTENLHO BbICOKAst YacToTa
renaToLeItoNSPHON 1 XONAHTMOLENIONSPHON KapLMHOM.

JleroyHbIMM NPOSBAEHUSAMU HELOCTATOYHOCTU oL -AT
cnyxat aM@u3ema nerkmx 1 XpoHnyeckast 06CTpykT1BHas 60-
nesHb nerkux (XOBJT). Y KypunbLLMKOB aMPU3eMa NErkux pas-
BMBaETCA Ha 3—4-11 feKkafe Xn3Hu, Yy HEKYPALLMX — Ha 5-7-11 ae-
kage. MNpn HyneBOM BapuaHTe reHoTuna, T.e. NPy NOSHOCTbIO
OTCYTCTBYIOLLEV NPOAYKLUN 0L -AT, 1 CONYTCTBYIOLLEM KYPEHUM
amdusema hopMmpyeTca B elle 6onee paHHEM BO3pacTe.

B passutun ambursembl Nerknx npu HeLoCTaTO4HOCTU
o1,-AT y4acTBYIOT [1Ba MexaH13Ma: COOCTBEHHO AeuunT o,-AT,
3aLUMLIAIOLLErO aNTbBEOSIbI OT MOBPEXAEHNS MPOTEONTUHECKM-
M1 pepMeHTaMu, a Takke nonmmepnsaums o,-AT, KoTopas Ha-
6nt00aeTcs TONbKO NpU Z-myTauum. Gr3nonornyeckn HeakTve-
HbIA nonumep o,-AT cnocoB6CTBYET NPUTOKY HENTPOMUIOB B
aNbBEOSbI, YTO BEAET K eLLe 60MbLLEMY NMOBPEXAEHMIO NErKMX.

CornacHo KiaccuMYeckMM MPeacTaBEHUSIM, TUMUYHLIM
NPOSIBNIEHNEM HELOCTATOYHOCTW 04-AT ClyXuT naHnobynsp-
Has aMdur3ema Nerkux ¢ NPEMMYLLECTBEHHbIM MOPAXEHNEM
HVDKHUX [ONEN, KOTOPas Pa3BUBAETCS Y KyPUbLUMKOB B BO3-
pacTte okoso 40 net. OgHako MexayHapoHbI PErncTp Hepo-
CTaTO4HOCTM o4-AT coaepXxuT nHdopmaumio o 40-1eTHUX Ky-
pUbLLMKax C ZZ-reHoTUNOM, Y KOTOPbIX HE CHUMXEHbI QyHK-
LMOHaNbHbIE MoKasaTenu Nerkux, B ToM Yucne obbem dopcu-
poBaHHOrO Bblgoxa 3a 1-t0 cekyHay (OPB;) n anddysmoHHas
CMNOCOBHOCTb NErKUX.



C ZZ-reHOTMNOM HEL0CTATOYHOCTYM o-AT acCoUMUPOBaH
NaHHUKYAUT, KOTOPbLIN NPOSBASETCH CNOHTaHHBbIMU HEKPO3a-
MU KOXM. Hanbonee 4acto nopaxaroTcs arogumubl, TynoBuLLe,
KONEHW 1 pyKu. MMCTONOrMYeckn B ouarax nopaxeHus Habo-
Jaetcs nuMm@orncTmoumTapHas nHOUNLTpaums, nHorga BTo-
PUYHbIA BACKYNNT.

OwnarHocTtuka

Ha npeameT BO3MOXHOI HepoCcTaTO4HOCTU O-AT
BOJDKHbI ObITb 06C/Ie[0BaHbI:
® HOBOPOXAEHHbIE C reMopparnaMu 1/vnu AauTenbHON Xen-

TYXOW;
o 6onbHble XOBJ1 B BO3pacte monoxe 40 net;
e OpaTbsl 1 CECTPbl NALMEHTOB C NOATBEPXAEHHON HeLoCTa-
TOYHOCTbIO 0,-AT;
® MauneHTbl C HEOOBbSACHUMBIM LIMPPO30M MEYeHMU.
0O6cnefoBaHne JOMKHO ObITb HAYATO C ONPEAENEHUS CbIBO-
POTOYHOrO YPOBHS oL;-AT. ECv ypoBeHb 04-AT Huxe pedepeHc-
HbIX 3Ha4YeHW nabopaTopuu, cneayeT ONPeaeNUTsL reHOTHMN Na-
umneHTa. B cnyyae 04eHb HU3KOrO CbIBOPOTOHHOMO YPOBHS o4-AT
(<50 Mr/n) n oTCyTCTBUSA annenei S u Z ans UCKOHEHNs Hyne-
BOr0 BapviaHTa HeloCTaTOYHOCTY o -AT HEOOX0AMMO NPOBECTU
ncenegoBaHne METOA0M U303N1EKTPUYECKON HOKYCUPOBKM Cbl-
BOPOTKM 1 AanbHelillee reHeTnyeckoe o6cnenoBaHve.

Mpn amddepeHunanbHOM AMArHOCTUKE CNeayeT y4u-
TbIBaTb, 4TO Y Nofel B Bo3pacTe 30-40 neT Hepeko BCTpeya-
eTcsl amdusema nerkmx 1 6e3 HegocTaTodHOCTU o4-AT. B Ha-
CTOsILLEE BPEMSI HEM3BECTHBLI ApYrne reHeTnyeckme 3abone-
BaHMS, MOMUMO HEOOCTATOYHOCTH Ol4-AT, aCCOLMMPOBAHHbBIE C
3MPU3EMON Nerkumx.

Y HOBOPOXAEHHbBIX MPU SJINTENBHON XENTyXe 1 remoppa-
rMYECKNX COCTOSIHMAX CNEeayeT UCKIoYaTb BUPYCHbIE 3abore-
BaHWsl, reMoxpomarto3, 605e3Hb BunbcoHa, ayTOMMMYHHbI
renaTuT.

B cnyyae obHapyxeHus ZZ-reHoTuna y 04HoOro 13 cyrnpyros
uenecoobpas3Ho MPOBECTN reHeTuyeckoe obGcnepoBaHue
[pyroro cynpyra, nocne 4ero BO3MOXHO OLEHWUTb PUCK HAcne-
[l0BaHWS AETbMU HEA0CTaTOYHOCTM ol-AT. MpeHaTansbHas gua-
FHOCTUKA HE0CTAaTOYHOCTY O -AT PYTUHHO HE MPOBOAUTCS.

JleyeHune
|-|aLI,I/IeHTaM C NopaxeHnem nevyeHn Haao pekoMeHa0BaTb
0TKa3 OT afikorongd. ﬂau,meHTaM C nNopaxeHnem nerkux cneny-
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€T HUKOrA,a HE HAuYMHATb KYPUTb UM HEMELNEHHO NPekpaTuTb
KYpeHuve, ecnim OHY KypsiT. B HacTosLee BpeMs 0Tkas OT Kype-
HUS IBNSIETCS AMHCTBEHHBIM CNOCOB0M 3aMeannTb MPOrpec-
cupoBaHue 6one3Hn. BcemupHas opraHunsaums 30paBooxpa-
HEHUS PEKOMEHAYeT MPOBOAMTbL €XEerofHyl BakLMHALMIO
NpPOTUB rpunna, a Takke BakUMHALMIO NPOTUB NMHEBMOKOKKO-
BON nHdekumm 1 pasd B 5 net. MaumeHTbl C UMPPO30M NEYEHN
[LOMKHBI MPOXOAUTHL perynsipHoe o6cnenoBaHye.

AmepukaHckoe TopakanbHoe u EBponerickoe pecnupa-
TOpHOE 00LLEeCTBA PEKOMEHAYIOT NauyeHTam ¢ ZZ-reHoTunom
npu OPB; 35-65% OT [OMKHOr0 NPOBOANTL BHYTPUBEHHYIO
Tepanuio o,-AT. 1na o6nerdyeHnst CUMNTOMATUKN NMPUMEHSIIOT
OPOHXONIUTUKA U UHTANSALUMOHHBIE TMIOKOKOPTUKOCTEPOUAbI.
Tak kak nonumepmsaumns o,-AT yCunneBaeTcsa npu nuxopagke,
cnegyeTt pekoMeHa0BaTb NpyYeM napauetamona B cyyae no-
BbILLEHMS TemnepaTypbl Tena. B dvHanbHbIX cTagmsx neroy-
HOW M NEYEHOYHON HEe[OCTAaTOYHOCTM BO3MOXHA TPaHCMIaH-
Tawums OpraHos.

MporHo3

B Heckonbkux nccnenoBaHmsx Obio nokasaHo, 4to OPB;
ABNAETCS BaXKHbIM NPEANKTOPOM BbIXMBAEMOCTUN NALMEHTOB C
HepgocTaToyHoCTblo o-AT. Tpn ODPB, <20% 0T LOMIXHOrO
OBYXNETHSA neTanbHOCTb cocTaenseT 40%. B apyrux muccne-
[0BaHMsIX ObII0 NOKA3aHO, YTO NyYLIMM NPEANKTOPOM NeTaslb-
HOCTU SIBASIETCS NIIOTHOCTb JIErKUX, M3MepsieMast pu KOMMbIO-
TepHoOW ToMorpadum.

O6HapyXeHne HegoCTaTO4HOCTM 0 -AT NPY reHEeTUYECKOM
CKPUHUMHIE Y HEKYPSALLMX NOAENA, HE MMEKLWMX CUMMNTOMOB,
Kak NpaBwo, He BANSET Ha OXMAAEMYIO NPOLOIKUTENBHOCTD
XMn3HW. B 60oNbLUMHCTBE Clly4aeB HeO0CTaTOYHOCTb o -AT Ma-
HUdECTMPYeT Y B3POCHbIX JIIOAEN, a B AeTCTBe Habnogaercs
JINLLb NOBBILLEHNE YPOBHS NEYEHOYHbIX GEPMEHTOB B Mia3me.
Linppo3 neyeHn y NaLmMeHToB C HeLOCTaTOYHOCTbIO o -AT MO-
XeT pa3BuTbCS B SI060M BO3pacTe, HO YaLLe 3TO NPOUCXOOUT Y
noxunblx nogen. Mocne ycTtaHOBNEHMS OuarHoda umpposa
NneyYeHn CpemHss MNpoOOSIXMTENbHOCTb XM3HWU COCTaBNsAeT
2 ropa, N03TOMY LIMPPO3 NEeYEHN CYXMT NoKa3aHWeM K TPaHC-
naaHTaumMm neyeHn. o

MoprotoBuna k.m.H. O.H. Bpoackasi no marepuanam:
Fregonese L., Stolk J. Hereditary alpha- 1-antitrypsin
deficiency and its clinical consequences //

Orphanet J. Rare Dis. 2008. V. 3. P. 16.

IIpopoJsxaercsa MoANMUcCKa
Ha HaAy4YHO-NPAaKTUYECKUH XKypHaJ “ATrmocdepa.
IlyabMOHOJIOTHS U ajaJjaeprojoruda’”
Moanucky MoOXHO 0dOpPMUTL B Tl0OOM oTaeneHnn casm Poccun n CHI.

>KypHan BbixoauT 4 pasa B rog. CTOMMOCTb MOAMUCKM Ha Nosiroaa
no karanory areHtctea “Pocnedatb” — 100 py6., Ha oanH Homep — 50 pyo6.
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