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Summary

This review discusses alpha-1-antitripsin (AAT) deficiency that is a wide-spread autosomal-recessive monogenic enzymopathy related to PI gene
mutations. The most serious injury related to AAT deficiency is primary emphysema. A role of AAT for normal growth and functioning of the Iungs
as well as for occurrence of various structural and functional disorders is reviewed in the articles. The authors' own findings about AAT deficiency
prevalence in Russian population are also shown. Clinical features of AAT deficiency and diagnostic methods are described. Finally, a clinical report
of primary pulmonary emphysema due to congenital AAT deficiency is demonstrated.

Key words: emphysema, alpha-1-antitrypsin deficiency.

HepnocrarouHocTh o -aHtuTpuncuHa (AAT) — pacnpo-
CTpaHEeHHAs] TCHETUIECKU 00YCIIOBICHHASI MOHOTCHHASI
SH3UMOIIATHSI, HacjleayeMasi 10 ayTOCOMHO-PEIEeCCUB-
HOMY TUIYy C TNPEUMYIIECTBEHHbIM IOpPaXKeHUEM Jier-
KWX, TIEYCHU, COCYIOB M KOXHU, IIPUIMHON KOTOPOU SIB-
JISTIOTCS MyTallK B TeHe Pi — protease inhibitor.

Haunbonee TMMMYHBIM TTOPaXKeHUEM JIETKUX ITPU BbI-
paxeHHoM aepunure AAT saBnsgercs sMdbpuzemMa, Imep-
BUYHAas TI0 CBOEMY T'€HE3Y.

OMpuseMa — aHATOMHUYECKAsl aJbTepalus JIETKUX,
XapaKTepU3yIolasics IaTOJOTMUYECKUM pacIlipeHueM
BO3AYIIHBIX TPOCTPAHCTB, PACIIOI0XEHHbBIX TUCTaIbHEE
TEPMUHATIbHBIX OPOHXMOJI ¥ COMPOBOXKIAIOIIASICS IECT-
PYKTMBHBIMU H3MEHCHUSIMU aJbBEOJISIPHBIX CTCHOK.
OMbpu3eMa OTHOCUTCS K TPYIIIe XPOHUYECKUX 0OCTPYK-
TUBHBIX 3a00JIEBAHUI JIETKUX, HapsIy C XPOHUYECKUM
OOCTPYKTUBHBIM OPOHXWUTOM, MYKOBMCLIMAO30M, TSIXKe-
JBIMH (hopMaMu OpoHxuaabHOM acTMeI (BA) [1].

IL.Jacken (1837) oTMeueHO CyIlIeCTBOBaHUE CeMeli-
HBIX (hopM aMbuzeMbl. CITyCTsI JOCTaTOYHO IJTUTETbHOE
Bpems (> 100 jeT) oTOT (hakT BBI3BAJT XXMBOW MHTEpEC
uccinenosareneit. C.B.Laurell u S.Eriksson (1963) coo0-

IIAETCId O CEMEWHOW HEeNOCTaTOYHOCTU B ChIBOPOTKE
kpoBu AAT, KoTopas codeTanach ¢ 00CTPYKTUBHBIMH 3a-
OoseBaHUSIMU JIETKUX (3M(U3EMOIi) U HacjeaoBajlach
M0 ayTOCOMHO-PELIECCUBHOMY TUMY [2]. DTO OTKpBITUE
JIaJI0 TOJTYOK K MHTEHCUBHOMY U3YUCHUIO IIPUPOIbl AAT
W MEXaHU3MOB (hOPMUPOBAHUS JETOYHBIX M3MEHCHMIA
Tpu ero aepuiInTe.

Cgoe Ha3BaHue AAT mosyuus1 u3-3a MpUHALIEXKHOC-
TU K Q;-IJIOOYTMHOBOU (bpakiiuyd OeIKOB ChIBOPOTKU
KpOBH, YCTaHABIMBAEMOU IIPU 3JIEKTPODOPETUICCKOM
HMCCIeIOBaHUM, a TakxKe OJlarogapsi ero CIioCOOHOCTH,
Hapsiy ¢ NIPYTMMU CEPUHOBBIMU MpoTea3aMu (II1a3Mu-
HOM, XMUMOTPHUIICUHOM U [Ip.), MHTUOUPOBATh TPUIICHH.
[MpakTraecKy HEOCTIOPUMBIM B HACTOSIIIEE BPEMSI STBJISI-
ercs (pakT, yTo BhIpaxkeHHbIN nepuut AAT nMmeeT 3Ha-
yeHue B popMUpOBaHUU OOCTPYKTHMBHBIX O0JIE3HE Jier-
kux. [eHeTHUecKast MpeapacIioIoXeHHOCTh K AMpu3eMe
B rpynre OOJIbHBIX XPOHUYECKONW OOCTPYKTUBHOM 00-
ne3nbio gerkux (XOBJI) cocrasmsier 2—5 %.

B 0630pe [3] (2011), mocBsillIeHHOM reHeTUKe A3MpU-
3eMBI JICTKHX, YKa3aHO, YTO B pe3yJIbTaTe COTPYTHUYIECT-
Ba TCHETUKOB U KIIMHUILIKCTOB MpoOeMa TSKEJIOTo JIe-
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lemobuukas T.E. u dp. [lepBuuHas sMmbu3eMa JIerkux, 00ycIoBIeHHAast TOMO3UTOTHBIM Ae(MULIUTOM ¢ |-aHTUTPUIICMHA (TeHOoTuUIl ZZ)

¢ummra AAT moTepsiza CBOIO OCTPOTY. DTO HE COBCEM

Ttak. [IpeacraBiasgeT MHTEpeC 4YacTOTa BBIPaKEHHOTO

cHKeHUs1 AAT B pa3TUUHBIX TOMYISILUSIX, CBSI3b Ae(u-

UTa C Pa3IMIHBIMA (OpMaMM JIETOYHOM MaTOJIOTHU

(amdm3ema, XOBJI, 6poHX03KTa3bI), KypeHUEM U T. 1.,

a TaKXke OCOOCHHOCTH BEICHUS U JICUCHUS TaKUX Ialu-

eHTOB. B Hauieit ctpaHe rpo6JieMa MOMOIIIY MallMeHTaM

¢ AAT-neduMToM MpakTUYECKU He pa3padaThiBaiach.

BwmecTte ¢ TeM nHTEpec K 3Toit ITpobiieMe He ociabeBaerT:

B kypHazne "IlyneMononorus” (2008) omy0GamMKoBaHBI

pekoMeHnaiuu McrmaHckoro ooO1ecTBa MyJbMOHOJIO-

TUH ¥ TOpaKaJIbHOM XUPYPTUU 110 TMATHOCTHKE U BEIe-

HUIO TaKuX 00IbHBIX [4], a Takke 2 0030pa (2011), mo-

CBSIIIIEHHBIX TeHeTHuKe sMpuseMnl [3, 5]. B mocienHux

0030pax [6] 3KCIIepToB MO JaHHOW IPOOJeMe YTOUHS -

FOTCSI HEKOTOPBIE TTOJIOKEHUST U TIEPCIIEKTUBEI JICUCHUS

3a00JIeBaHUil (B MEPBYIO Ouepenb dM(MU3EMBI JETKHUX),

STUOJIOTUYECKHU CBSI3aHHBIX C TSXKEIbIM Ae(PUIIUTOM

AAT.

K HacTosieMy BpeMeH! JOCTaTOUHO XOPOIIIO pa3pa-
0O0TaHBI BOIIPOCH CTPOCHUST M MOJICKYJIIpHAsI XapaKTe-
puctuka AAT. Cucrema reHoB Pi, K KOTOPbIM OTHOCHUT-
csa AAT, pacriosioxxeHa Ha JJIMHHOM IUIeYe XPOMOCOMBI
14 (14q31-32). IIpomyKTOM TreHOB SIBJISIETCS TJIUMKO-
npotenH AAT (a,Pi) maccoit 52 xk/1a, cocTostmii u3 1 mme-
noukud u3 394 aMUHOKMCIOT M 3 OOKOBBIX TMIAPOKap-
OoHaTHbIX Lerneil. TeH, komupyromuit AAT, ucxomHo
aKcnpeccupyetcs B renatourax. AAT conepXuT B CBO-
€M aKTMBHOM IIEHTPEe aMMHOKHUCJIOTY CepUH, CJIeI0Ba-
TeJIbHO, OTHOCUTCS K CEMEICTBY CEpUMHOBBIX ITPOTEMHA3.

Cneunduyeckoil nenbto AAT sBasieTcss HEUTpo-
(unbHas anmactaza — GEpMEHT, paclIeTUISIONINIA 3J1a-
CTUH, 0a3aJbHYI0 MeMOpaHy U Ipyrue KOMITOHEHTHI
SKCTpaLC/UTIONSIPHOTO MaTpUKCa, a TakKXke MpOoTerHa-
3a 3 [7, 8], a Takxe:

* WHTMOMpBaHUE TPUIICMHA W OOJBIIMHCTBA HEUTPO-
(PUITBHBIX CEpMHOBBIX IIPOTEa3;

* HelTpanusauus «;-1eeH3uHOB HENTPOPUIIOB, JIeii-
koTpueHa B4 u unrtepneiikuna (IL)-8, xoTopbie
SIBJISTFOTCST MOIITHBIMU XeMOATTpaKTaHTaMU HEUTpO-
(uI0B B 0Uar BOCITaJICHNS;

*  peryJMpoBaHUe aAre3uu HEeUTpOo(UILHON 3J1acTa3bl
K (hocdhaTunmicepuHOBBIM pelienTopaM Ha MeMOpa-
HE HEUTpOoPMIOB — HEOOXOOAMMOM KOMITOHEHTE
WHUIIAAINN aTlonTo3a — ciegoBaTebHo, AAT urpa-
€T BaXXHYIO POJIb B pa3pellleHUH BOCIIAJICHMUSI,;

AAT saBnsieTcsd HecneuubUIecKUM OCTPpOoGha30BbIM
OEJIKOM CHIBOPOTKH, YPOBEHb KOTOPOTO TIPU BOCIaJie-
HUU MOBBIIIACTCS, 2 9 METHOHMHOBBIX PaINKAaIOB AcIa-
IOT €0 MOIIIHBIM aHTUOKCUIAHTOM.

Ten ATT otamnyaeTcs BbICOKOW MOJIUMMOP(GHOCTHIO:
BoiaesieHo > 100 BapuanToB ATT, = 30 13 HUX BbI3bIBA-
FOT MATOJIOTMYECKHE TIPOSIBJICHNS.

Ha ocHoBanuu ypoBHsi conepxanusi AAT B cbIBO-
POTKE KPOBU U ero (hyHKIMOHATbHOW aKTMBHOCTU BCe
W3BECTHBIE BapuaHTHI ajljiejieil reHa Pi, Koxaupymoiue
cuHTe3 AAT, menarcs Ha 4 TUIIa: HOpMaJIbHBIC, HYJIEBBIC,
JeULUTHBIE U ¢ U3MEHEHHbIMU cBOcTBaMU. PeHOTHU-
bl AAT omnpeaensitorcsi ¢ TOMOIIBIO METOIa U303JIeKT-
puIeckoro (hoKycMpoBaHUS. BBICTpO MUTpHpYIOIINe
BapuaHThl AAT 0003HauYalOTCs HayajJbHBIMU OyKBaMU

andaBuTa, MeljleHHble — KOHeYHbIMU. Y 90 % 3m0po-
BBIX JIIOJCH TIPUCYTCTBYIOT HOpMaJIbHbIEC ajiienu — PiM.

HaubGonee yacto BcTpeuyaroTcsl neUIIMTHBIE ajljie-
mu — PiS (skcnpeccupymomue = 50—60 % AAT) u PiZ
(akcmpeccupyoiiue = 10—-20 % AAT). Amnenu S u Z
BKCIPECCUPYIOT MaTOJOTUYECKUI OEI0K, TTOTUMepU3y-
JoLIUiicsd B TIeUeHu. Y 1l ¢ TakuM peHotumnom 80—90 %
Mouiekysl AATZ u 40—50 % monekyn AATS ocratorcst
B IeIaTOLNTAX, MMOJUMEPU3YIOTCSI, Pa3pyLIalOTCs IIPO-
Tea3zaMM M He TI0IaJaloT B KPOBSHOE PYCJIO.

Puck 3aboneBaHus1 orpaHU4YeH B OCHOBHOM (heHOTU -
oM ZZ. (96 %). Y ocTabHBIX JIUII C TOBBIIIEHHBIM PUC-
KOM pa3BuTusl 3a00jeBanus (4 %) oTMeYaloTCs peaKiue
ne(ULMTHBIE BapUaHThl WM KpaiiHe peakuil HyJeBOM
reHoTurl. CBeJIeHUsI O pacCIpPOCTPAHEHHOCTU 3TUX Bapu-
AHTOB (TMALIMEHTHI C KIIMHUYECKUMU TIPOSBICHUSIMU IS~
¢umurta AAT) BechbMa CKYIHBI, XOTSI YCTAaHOBJIEHO, UTO
MOYTHU Y BCEX JIUI] C HYJEBBIM T€HOTUIIOM Pa3BUBAETCS
aMmpusema jgerkux. IMpuszemMa JIerkux y Jull ¢ 1epuLm-
ToM AAT, BbIsIBIsIEMAasl C TTOMOIIBIO METO/Ia HE(eToMeT-
puM, pa3BUBaeTCsA MPU CHIDKEHUU YpoBHSI AATB CHIBO-
potke kpoBH < 11 mMob / 1 (50 mr / mi).

BceienctBue CHUXXKEHMSI ChIBOPOTOYHOTO YPOBHS
AAT TosIBIISIIOTCS TeCTPYKTUBHEBIC M3MEHEHUSI B TKAHU
JIETKUX ¢ (DOPMHPOBAaHMEM HEOOPaTUMOIO 3Mdpu3eMa-
To3HOTO pemonaenupoBanus. [1pu cogepxxanun AAT Hu-
K€ YKa3aHHOI'O Mopora CTUMYJIUPYETCsT HEKOHTPOIUPY-
eMo¢ IIOBBIIIEHNE AaKTUBHOCTU IIPOTEOJUTUUECKUX
(epMeHTOB, TIpexkIe BCero HeHTPOMMIBHOI 371acTa3Hbl,
AKTUBHOCTb KOTOPBIX OH MHTUOUPYET, YTO CIIOCOOCTBYET
MOSIBJICHUIO TPOTE€a30aHTUIIPOTEa3HOro AucbanaHca.
B urore anactuyeckasi cTpoMa U JIpYrve SKCTpalesuo-
JISIpHBIE MATPUKCHBIC CTPYKTYPHI ITOABEPIaroOTCS MeEI-
JIEHHOM OECTPYKILIMU.

B nocneanue 2 pecsatunetus B 3anagHoii EBporme
u CeBepHOll AMeprKe ObUTU MTPOBEACHBI IMUIEMUOJIO-
IrUIecKre MCCIeIOBaHUS B 00JIACTH YacTOTHI AeuInTa
AAT, coctaBlieHbl MEXXIYHAPOIHbBIE PETUCTPHI OOTbHBIX.
Haubonee Bbicokasi yacTtoTa Z-ajlienisl OINpeaesieTcs
B cTpaHax CeBepHoii EBporbl, a S-BapraHT yalle BcTpe-
yaercsa B lOxHoit EBpone; ZZ-renotun — B EBpome
u CeBepHoii AMepuKe.

CornacHo pesyasrataMm MeTaaHanu3za (2004) u Gonee
COBpPEMEHHBIM JaHHBIM [9, 6], pacyeTHOE YMCIIO JIUII
¢ (enotuniom ZZ B 21 crtpaHe EBpornl KojaeOneTcs:
= 15000 — B Utanmuu, 12 000 — B Ucnanuu, = 2 000 —
B Hunepnangax. B yactHoctu, B McrmaHckoM Hauuo-
HaJIBHOM PETHCTPE COMep>KaTcsl CBEACHMS O MallleHTaxX
(n = 500) ¢ dbenorunom ZZ, uto cocraniuseT 4 % pac-
YETHOIO 4ucja OOJbHBIX, MpoxXuBawinux B McmaHum
(n= 12 000). AHa/lOTMYHbIE COOTHOILIEHUST MOJTYYEHbI
B CIIIA u BenukoOGputaHnuu, v TOJAbKO B JlaHUY TUaTHO3
BbICTaB/IeH y 28 % pacyeTHOro 4ucia 00JabHbIX. TaKuM
o0pa3oM, peajibHasl YacToTa OOJIbHBIX, 3aHECEHHBIX B Pe-
TUCTP, 3HAYUTEJbHO OTJIMYaeTCs OT pacueTHoi. YacToTa
TOMO3UTOTHEIX Hocutesieii AAT B eBpOIIEOMIHBIX IOITY-
Jsumsix cocrapiisieT or 1 : 670 o 1: 5 097 cpenu XKUBBIX
HoBopoxaeHHbIX [10]. I[To manueiM BcemupHoii opra-
HM3aLMK 3apaBooxpaHeHus (1996), yactora neduimrra
AAT B eBponieongHbIX omyJstiusax — 1 :2 000—1: 7 000.
B pa6ore [10] mpencrtaBieHsl M gaHHBIe 1O Poccun
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(n < 2000), omHaKO B HaIlIeil CTpaHe MACIITAOHBIX I -
JMEMMOJIOTMYECKUX MCCIeNOBaHUM He TTPpoBOAMIOCh. [1o
HMMEIOLIMMCSI B OTE€UECTBEHHOM JIMTepaType OTAeIbHBIM
paboTaM MOXHO OYeHb MPUOIUZUTETBHO CYyIUTh O Yac-
tote nepunmta AAT cpenu 00JbHBIX C OOCTPYKTUBHOM
JIETOYHOM TMaTOJIOTUEH.

B 1984—2000 rr. mpoBeneHo UccieqoBaHue o ompe-
neneHuto ypoBHs AAT B ChIBOPOTKE KPOBU U (DEeHOTU-
MUPOBaHUE 3JIEKTPODOKYCHPOBAHWEM B IIOJHMAKpPIIIA-
MUIHOM rejie y OOJbHBIX (1 = 366) ¢ XpOHUYECKUMU
OOCTPYKTUBHBIMU 3a00jieBaHUSIMU jerkux. Cpean o0-
cyieoBaHHbIX BbIsIBJIEHO 11 (3,3 %) TOMO3UTOTHBIX HO-
cuteneit ZZ v 5 (1,5 %) — SS (ta6un. 1). Y Bcex O0IbHBIX
¢ TeHOTUNnoM ZZ Obljla TMarHoCTUpOBaHa IepBUYHAs
aMmpuszema gerkux [11].

ITpoBoamyioch TakXe CKPUHWHTOBOE STMUAEMUOJIO-
rudyeckoe mcciaemoanue (2011—2012) mist BBIIBICHUS
HacleACTBEHHON HegocTtaToyHOCTH AAT 10 MpOTOKO-
a1y 1G0903. B HayyHO-KJIMHUYECKOM LIEHTPE UHTEPCTU-
HUAIbHBIX U opdaHHbIX 3aboneBanuit 'BOY BITO
"Mepsorit CIT6OI'MY umMm. akan. M.I1.ITaBnosa" obcieno-
BaHbl narmeHTsl ¢ XOBJI, amduzemoii, BA (n = 149).
Y 1(0,67 %) nmaumenTa ¢ reHoturioM PiZZ BbIsSIBICHO
pe3koe cHIbKeHne ypoBHSI AAT B CBIBOPOTKE KPOBH,
y 3 (2,01 %) — nuarHOCTUPOBAH IeTEPO3UTOTHbII Aedu-
mut AAT (Pi M1Z). Cynutb o yactote nepunurta AAT
B POCCUICKOI TOIYJSIIUU HAa OCHOBAaHUU 3TUX CBEle-
HUIA He TIPEICTABISICTCS BO3MOXKHBIM.

ITon srunoit ERS B kauecTBe eBpoIeiicKO MHUIIA-
TUBBI CO31aH MexXayHapoaHblil peructp aedunmra AAT
(The International Registry for AAT Deficiency — AIR)
(1997). Ilomumo espomneiickux crtpaH (BemukoOpura-
Hus, seuus, Janust, Hunepnannbl, Mcnanusi, Mrta-
s, seinapus n Tepmanus), um oxsayeHbl HoBas
3enanaus, Asctpanus, FOxHast Adpuka, ApreHTUHA,
bpasunusa u Kanana. boabHbie ¢ gepuiiurom AAT (pe-
Hotumbl PiZZ, penxme mepuiutHbie amiean u PiSZ)
MOTYT OBITh BHECEHBI B 3TOT peructp uepe3 caiit SEPAR
(www.separ.es/air) [4].

B nopasssitoniieM GOJBITMHCTBE CJTyYaeB TeHETUYEC-
kuit nepuunt AAT tiposBigeTcsd 4 OCHOBHBIMU KJIIMHM-

Tabauua 1
Denomunvt AAT y o6caedosannvix (1984—2000)
Table 1
AAT phenotypes in Russian population (1984—2000)
®eHotun AAT n
M1M1 295
M1M2 16
M1M3 3
M1M4 1
M2Mm2 3
M3M3 1
M1z 20
M1S 11
ss 5(1,5 %)
2z 11(3,3 %)
Bcero 366

3ameTKM1 13 NpaKTUKu

YeCKUMU BapMaHTaMU TeUeHUS 3a00JIeBaHMUsI WU X CO-
yeTaHUSIMU. B mopsinke yObIBaHUSI pacIpOCTpaHEHHO-
CTU B MOMYJISILIMUA 3TU BapuaHThl MOXKHO PAaCIOJOXUTh
CIEeIYIONIM 00pa3oM:

* IIOpaxkeHME JIETKUX, Jallle BCero sMduiema JIeTKHUX;

XOBJI ¢ smbuzeMoii Jerkux, pexke — OPOHXOIKTa3hI;
* TOpaxeHUe MeYeHM C pa3BUTUEM LIMPpo3a B (pruHaie

3a00JieBaHUs;

* BaCKYJIMT, aCCOIIMMPOBAHHBIN C OOHApY:KCHUEM aH-

TUHEUTPODUIBHBIX LMTOIUIA3MATUIECKUX aHTUTEN

K nporeuHase-3 (C-ANCA);

* TIOpaxkeHMe KOXHU B BUIE HEKPOTU3UPYIOIIETO TTaH-

HUKYJIUTa, KOTOPOE BCTPEUYACTCS MTOBOJBHO PEIKO

(B maHHOI cTaThe aKIICHT CAeJaH Ha IOPaXKeHUSIX

JIETKMX).

Knaccuueckumu nposiBinenusimMu aeunnta AAT sB-
JISIIOTCST TIPOTPECCUPYIOIIasl OABIIIKA M BBIpaKeHHAsS
sMbu3eMa y MOJOIBIX B3POCIBIX JIUII, KypSsIIIUX WU He-
Kypsiux. OnHakKo AUMarHo3 HepeaKo yCTaHaBJIUBAETCS
B ropasjio 0oJjiee cTapiieM Bo3pacTe.

OCHOBHBIM IIPU3HAKOM OOJIE3HU SIBIISICTCS TIPOTPEC-
cHUpyIoIIas OfbIIIKa, a HEe KallleJb ¢ OTAEJCHUEM MOK-
poThl (3Ta Xkanoba MOXKET ObITb Y KYPUJIBIIMKOB, YTO
3aTPYIHSIET IUATHOCTUKY). Y = 60 % HeKypsimx ¢ (e-
HOTHUIIOM ZZ TIepBbIe CUMIITOMBI MOSIBIISIOTCS K 40 TO-
gaM, a 'y 90 % — x 50, XoTd y KypWIbLIMKOB Havyallo
3a00JieBaHUSI MOXKET ObITh Oojiee paHHUM. [Ipu ¢usu-
KaJIbHOM O0OCJIEIOBAaHUM TTOATBEPKIAIOTCS TPU3HAKU
TUTTepUHQISINT JIeTKUX (YBeTUUeHHUE TIepeIHe3aTHETO
pa3Mepa IpyaIHON KJIETKH, 9M(MU3eMaTO3HbIe "TIOMYIITKH ",
YMEHbIIIEHUE MOABMXKHOCTU AuadparMbl, ocaadieHHOe
IBIXaHUE TIPU ayCKYJIbTalliK, MHOTIA BHICITYIIMBAIOTCS
CyxXmue XpWIIBl), CHIDKEHHE o0beMa (POpCHpPOBaHHOTO
BbIgoXa 3a 1-10 cekyHay (ODB,) 10 30—65 % ,0:x. Hamu-
Yylrie aHaJJOTMYHOTO 3a00/1eBaHUs Y APYTUX YWIEHOB CEMbU
CBUJIETEJILCTBYIOT O CEMEHOI (hopMe MaToIOThH.

IIpu peHTtreHorpacdnm M KOMIIBIOTEPHOI TOMOTIpa-
¢um (KT) nerkux BBICOKOTO pa3pellieHUsT BBISIBIISICTCS
MaHJI00yJIsIpHast SMdu3eMa MpeuMyI1LeCTBEHHO B 0a3alib-
HBIX OTAeNaX. Byibl OOJIbIIMX pa3MEPOB BCTPEUAIOTCS
HedacTo. BpoHX03KTa3el 0O0HAPYKUBAIOTCS IIPUMEPHO
y 25 % 6oabHbIX. BpoHxMaibHasE TUIEPPEAKTUBHOCTh
y OOJNbHBIX ¢ (DEHOTUIIOM ZZ SIBASIETCS TIJIOXUM IPOr-
HOCTHYECKNM ITPU3HAKOM.

[lepBBIM CUMITTOMOM y HEKOTOPBIX MALIMEHTOB, TO-
MOBUTOTHBIX MO ZZ, SBiIsieTcsl HapylleHue (GyHKIUU
IeYeH! B paHHEM Bo3pacTte. Y TaKuX JeTell pa3BUBaeTCs
X0JIecTa3 pa3HO CTENEHM BhIPAKEHHOCTHU, COTPOBOX-
JAIOIITUIACS XEJITYXOM 1 MOBBIIICHUEM YPOBHS ITEUCHOY -
HBIX (pepMeHTOB. B HEKOTOPHKIX ClIydasix 3TO COCTOSTHUE
IPOrpeccupyer N0 Pa3BUTH LMPPO3a U IEYEHOYHON
HEJ0CTaTOYHOCTH C JIETAIbHBIM UCXOIOM.

Jpyroii ManopacrpoCTpaHEHHON KJIMHUYECKO
(opmoii sIBIseTCS MAHHUKYIUT, IPOTEKAIOIINIA B reHe-
paJu30BaHHOU 0o0sieBOil (hopMe ¢ 3pUTEeMaTO3ZHBIMU
IMOOKOXHBIMU y3JIaMU, KOTOPbIE MOTYT U3bsI3BIISITHCS.

WUsmepenue ypoBHst ATT B ChIBOPOTKE SIBJISIETCS
KJII0OYEBBIM METOJIOM B MMAarHOCTUKE HACJIEICTBEHHOIO
nedpummra AAT. Bemmauubl < 35 %onx. YKa3bIBaIOT Ha
BEPOSITHBIN TOMO3UTOTHBIN heHoTun PiZZ. I1pu unrtep-
MpeTallii PEe3yJIFTATOB OTAEIBHBIX KOJIMYCCTBEHHBIX
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HCCIIeIOBAaHU BasKHO TTIOMHUTH, UTO AAT SIBIISICTCST OCT-
poda3oBbIM OeIKOM, U MH(MEKIMOHHBINA WJIX BOCHAIN-
TeJbHBIA MPOLIECChl MOTYT MCKaXaTh pe3yJbTaThl U CO-
31aBaTh HOPMAJIbHYIO WJIM BBICOKYIO KOHIICHTpaIlMU
y OOJIBHBIX ¢ yMepeHHBIM aedummrom AAT. Beicokue
KoHueHTpauu AAT Takke oTMeUaloTcsl BO BpeMsl Oepe-
MEHHOCTH U TTOCJIe yIOTPpeOIeHUS MepOPaTbHbIX KOHTPa-
1enTuBoB [12, 13]. ¥V 601bHBIX ¢ BbIpaK€HHBIM TOMO3U-
roTHBIM AedburtoM AAT Mmokasarean B IepeUnCICHHBIX
ciaydassx He Hopmanusyiorcs. CorjacHO COBPEMEHHBIM
MPeACTaBIECHUSIM, ¥ OOJIbHBIX OIpeaeJeHHbIX TPYII He-
obxoaumo uccienoBaTh ypoBeHb AAT. [1pu aTOM onpene-
nsgercst ypoBeHb AAT B CBIBOPOTKE KPOBH, a TIPH €TI0 Pe3-
KOM CHIDXKEHMH — (DEHOTUIT M TEHOTUII TalleHTa.
Kanaupatsl Ha u3amMepeHue ypoBHst AAT:
* OoabHble XOBJI;
*  B3pOCJbIC JIUIIA C OPOHXO3KTa3aMU;
* OOJIbHBIE C YaCTUYHO 00paTMoii BA B3pocCbIX;
* KPOBHbIC POACTBEHHUKM IMALIMEHTOB C BbISIBJICHHBIM
nepuuutoMm AAT,
* YJIEeHBI 1 CeMbU C OIBIIIKON M XPOHNIECKUM KaIllIeM

Yy MHOTMX U3 HUX;

e Juia ¢ 3a00JeBaHUSIMM TEYEeHU C HEBBISICHEHHOM

MIPUYMHOM;

e JIMIa CO CHIXXKCHMEM ITMKa «-0eKa Ha IPOTeHHO-
rpamMMme.

Kanaunatsl Ha onpeneneHue heHOTUIA U TEHOTUIIA:
®enoru:

e JuIa ¢ KoHueHTpanueir AAT HIKe HOpMBI,

*  KPOBHBIE POJACTBEHHUKU JUIL ¢ fepuiuTom AAT;

e CYNpyru jJuu, umewmux 1 wiu 2 amnenu Z (1o

poxXaeHus pebeHKa).

TeHorumn:

* TIpU HECOOTBETCTBUM HU3KOTO ypoBHS AAT Teo-

peTUYeCK HOpMaJIbHOMY (DEHOTHUITY.

TakuM 00pa3oMm, TIpU KIMHUYECKOM IMOA03PEHUN Ha
nepuunt AAT HeoOXoauMO IIPOBECTU XOTS ObI OJHO-
KpaTHOE OIpeleeHNe CHIBOPOTOYHOM KOHIICHTpalMU
(epmeHTa (BHE Meproaa 000CTpeHUs MaTOJIOTMYECKOro
mpoliecca B JIETKUX), a IIPU HU3KNX 3HAYCHUSIX — (heHO-
TUNPOBAaHUE; TCHOTUIIMPOBAHNE — TOJIBKO B CIIyJasx
pacxoxneHus: Mexny ypoBHeM AAT u heHOTUITOM.

B niesioM nuarHoctrka aM@u3eMbl JIeTKUX, 00yCI0B-
JieHHol neduiutoM AAT, ciioXHOCTel He MpeacTaBiIs-
eT (TIpu ycnoBunu MHGOPMUPOBAHHOCTH Bpada 00 3TOi
TATOJIOTUN).

Knunmnyeckoe HabnogeHne

BbonbHoit M. 43 net (1971 roga poxneHust) oOpaTHICsS K Bpady Briep-
Bble B 2008 . (nasiee — HEOMHOKPATHO) C OHOTUITHBIMU XKajloOaMu:

* OJBIIIKA TIPU TIOAbEME Ha 2-11 3Tax;

* OJIbIIIKA NP XOAb0E 1O nepeceyeHHol MecTHOoCTH 300 M;

* PEIKUI Kallesb C OTAeIeHueM 3—5 MJT BSI3KOI CTM3UCTOI MOKDPOTHI;
* M3penKa MPUCTYIbl CepaLeOnueHusI;

* OoJIeBbIE OIIYIIECHWS B 00JTaCTH cepAlia Mpy (HU3NIECKOIl Harpy3Ke;
* TOJIOBHBIE OOMH.

CuuTaet cebst 60mpHbIM ¢ 2002 I, Korma crycts 4—6 Mec. mocie
TMepeHeCeHHOI oCcTpoii pecriuparopHoii nHbekuu (OPBU) (Temmne-
partypa Tena 38 °C B TeueHue 3 AHEi, CEPO3HbII PUHUT, KallleJlb B Te-
YyeHue 2 Hel.) CTajl OTMevaTh TOsIBJICHUE OIBIIIKYM M YTPEHHETo Kall-
7151 OIHAKO MalMEeHT CIPaBIISLICS C OOBIMHON (HDU3UUECKOI HATPy3KOii,
pa6otan B mojiHoM oobeme. B mapte 2007 . (36 net) mociie OPBU mo-
SIBUJIKACH XaT00bl HA TIPOAYKTUBHBIN KallleJb, OJBIIIKY MO YTpaM U MpU
¢usuyeckoit HarpysKke. B moinmkinHuke nuarHoctupoBaHa bA, B cBs-

3U ¢ YeM PEKOMEHIO0BaH MpUeM THOTPOTIHS Opomua. JlekapcTBo BbI3-

BaJIO yMEPEHHBII MOJOXUTENbHbBIN 3(hdeKT. B mocaenytomme Mecsibl

OIBIIITKA MEJICHHO TIporpeccupoBaia. [1pu obpalieHnn K myJIbMOHO-

JIOTY B IMATHOCTUYECKOM LIEHTPE ObLIO OTMEUEHO HEOOBIYHOE TeUeHUE

BA 1 BbIpakeHHas1 THITIEPUHGIISIINUS JTETOYHON TKAHU TTPH PEHTTEHO-

JIoTUYecKoM uccienoBaHuu. bonbHoit 6bu1 Hanpasied B HUU mynb-

moHosioruu TICII6I'MY um. W.I1.I1aBnoBa, rae Oblia 3amoao3peHa

miepBUYHast oMdu3eMa Jerkux. PeKoMeHI0BaHO MCCIeI0BaHUE YPOBHSI

AAT CbhIBOPOTKM KPOBHU, IPU PE3KOM CHUXKEHUU — (DEHOTUITMPOBAHUE.

[To He3aBUCSIIUM OT TAIIMEHTa OOCTOSITETHCTBAM BBITIOJIHEHUE ITHUX

peKoMeHAaluii ObUT0 HEBO3MOXHO. [1allMeHT npomoKan NpUuHUMATh

OPOHXOJIMTUYECKHE perapaThl, UHTAISILUOHHbIE KOPTUKOCTEPOU/IBI.

B 2011 r. marimeHT ObUT BKJIFOUEH B CKDUHUHTOBOE KIIMHUYECKOE UCCIIe-

noanue 1G0903 mnst BoisiBneHust aedunnta AAT y 6onbHbix XOBJI,

BA u smduzemoii. MccrnenoBanusi oOpa3lioB KpoBU (Cyxue ISITHA)

MPOBOAMIIMCH B LIEHTpaJIbHOM JJabopaTtopuu ([epmaHus):

» conepxaHue AAT B cyxoit karute kposu < 0,170 MmoJb / 1 (HopMa
> (0,313 MMoOJb / J1); CHUXKEeHUE pe3Koe. bbla mpoBeieH 2-it aTar
obcenoBaHus — onpeaeaeHre Mmyrauuu reHa AAT,

+ rerorurn (PSR) ZZ.

Anamnesis vitae. pomWJCs 310POBbIM, €IMHCTBEHHBII PEeOECHOK
B ceMbe. Pomurenu 3m0poBbl. MaTh KWBa, 3a00JIeBAHUSIMU JIETKUX
¥ / vn riedeHn He crpamaet. Otenr moru6 B Bodpacte 60 jet. Poc 1 pas-
BHMBAICSI COIJIACHO BO3pacTy, 3aHUMaJICsl criopToM. Kypusl B TeueHue
S et (B Bo3pacte 19—24 net), He Kypurt ¢ 1995 r. [1podeccnoHanbHbIT
aHaMHe3: 10 CMeLUATbHOCTU — Mpopad, paboTaeT HAYaIbHUKOM y4acT-
Ka ctpoiikn. CucteMaTyecKux MpohecCUOHATbHBIX BPEIHOCTEN He
oTMeueHo. brutn mepeoxakaeHusi, KOHTaKThI ¢ Tbuibio. boiren OPBU
2—3 pa3a B roz. [1o 2002 1. Xopo1110 TiepeHOCHIT (PU3NIECKIEe HATPy3KH.

Status praesens: cOCTOsSTHUE cpeqHe TskecTu. HopMocTeHn4ecKo-
ro TEJOCIOXEHUs, MOHMXKEHHOro nuraHusi. OTekoB HeT. [pyaHast
KJIeTKa yBeJIMUeHA B TIepeqHe3alHeM pa3mepe, aMbU3eMaTO3HbIe TIO-
YUKW Haj KioyuiaMu. Yacrora apixanusi — 20 B MUHYTY !, yactora
CepICeYHBIX COKpanieHnit — 80 B MUHYTY !, caTypariisi KUCJTIOPOIOM —
95 %, aprepuanbroe nasiaenue — 120 / 70 MM pt. cT. [TepkyTOopHO: KO-
POOOYHBII OTTEHOK JIerouHoro 3Byka. [1pu ayckynbrauuu: ociaadieH-
HOE BE3UKYJSIPHOE JbIXaHWE, HEOOUTbHBIE BHICOKOTOHATBHBIE CyXUE
xpuribl. TOHBI cep/la NPUIAYLIeHbI, akKLeHT 11 ToHa Ha JIerouHoii ap-
tepueil. [leyeHb He yBeaMueHa.

B ximMHMYeckoM aHanM3e KpoBU oOpailiaeT Ha ceOs BHUMaHUE
apuTponTo3 (5,42) 1 noBbIlIeHHe TemorinoouHa (187 /1) mpu cKo-
pPOCTH OcelaHusI SPUTPOIUTOB | MM / 4. B OmoxumMuyeckoM aHam3e
KPOBU — HEOOJIbIIIOE MOBBIIIEHKE TOKa3aTelisi aKTUBUPOBAHHOTO Map-
IIMATbHOTO TPOMOOIIJIACTUHOBOTO BPEMEHU, CHIKCHHE TTPOTPOMOU-
HOBOTO MHAEKca 10 86,78. O6LIMII aHAIM3 MOYM U KUCIIOTHO-OCHOB-
HOE COCTOSTHUE KPOBU HE U3MEHEHBI.

Dxokapouoepagus: Hepe3Koe pacUIMpeHue MpaBoro XKeTyoouka,
pacyeTHOE CUCTOJIMYECKOE JaBIeHUe B JIETOYHOI apTepuu Ha BepXHeil
rpaHuile HopMbl. [lokazatenu oOieil HacOCHOU (QYHKIMM HE CHU-
JKEHBI.

Penmeenoepaghus opeanos epyonoit kaemku om 15.05. 12: onpenensi-
€TCsl IOBBIILIEHUE TPO3PAYHOCTH JIETOUHON TKaHU 6e3 UHPUIBTPATUB-
HBIX M3MEeHEeHMit. JIerouHbIii pUCYHOK OOemHeH B mepubepuyecKux
otzaenax, 6onblie cieBa. KopHM JIeTKUX He pacIIUPEHbI, CTPYKTYPHBL.
[nadparma pacrosioxxeHa HU3KO, yruiomieHa. CepaeyHast TeHb B pa3-
Mepax He yBeJnIeHa.

Yavmpaseykosas donnaepoepaghus HenapHvix GUCHEPANbHBIX apme-
puii om 22.05.12: npu3HaKU TeMOIMHAMUYECKU BBIPAXKEHHOTO KOM-
TPECCUOHHOTO CTEHO3a YPEBHOTO CTBOJIA.

Hccnenosanue pyHKLMY BHELIHETO IbIXaHUsI B AMHAMMKE: Kpaii-
He pe3Kue HapylleHUs] OPOHXMATBHOU MPOXOIMMOCTH, OTPUIIATETb-
Hast nuHamuka ¢ 2007 . (TabJ1. 2).

Boounnemuzmoepaghus: ob1asi eMKOCTb JIETKMX PE3KO YBeJIUueHa,
B €€ CTPYKTYpPE OCTATOUYHBIN 00beM JIETKUX pe3Ko yBeaudeH (312 % ,onx.)
npu HopMasibHOU KEJI. Iuddy3rnoHHass crmocoOHOCTh JIETKUX yMe-
PEHHO CHIKEHA 33 CUeT yMEHbIIeHUs (BYHKIIMOHUPYIOIEH TOBEpX-
HOCTH.

KT epyonoii knemxu 16.04.07: smbuzema nerkux; KT-npusHaku
OOCTPYKLIMU MEJIKMX OPOHXOB.

Kaunuueckuii duaenos:

OcnosHoit: >Mbu3eMa JeTKHX, CBsI3aHHasI C BPOXKAEHHON HeI0CTa-
toyHocThblo AAT. Tenotun PiZZ.

Conymcmeyiouuil: KOMIIPECCUOHHBIN CTEHO3 YPEBHOTO CTBOJIA.
TMonun xemyHoro my3bipsi. SI3BeHHast Ooyie3Hb. fI3Ba Kejynka BHE
obocTpeHus.
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Ocnooicnenus: XpOHUIECKOE KOMIIEHCPOBAHHOE JIETOYHOE CepII-
ue. Jlerounast runepreHsus | crernenu. JpixaTeabHas HEAOCTaTOY-
Hoctb I crenenu. [unorpodus I crenenu.

Tepanus: KopakcaH, Aesut, Knenwn mxer, Crniupuba, Canamon
Oko Jlerkoe IpixaHue mo norpedHocTH, TpeHran, Me3um dopre.

Takum oOpa3oM, Ha OCHOBaHUM aHa/IM3a aHaAMHe3a,
KJIMHUKO-(GYHKIMOHAIBHOTO U PEHTTEHOJIOTMYECKOro
HCCJIEOBAHUI Y MOJIOAOTO MY>XKUYMHBI yXKe TTpu 1-i1 KoH-
CYJIBTAIIM 3aII003peHa MepBUYHAS dM(pr3eMa JICTKHX.
Bb110 T0rMuHO 00BSICHUTD BHIPAXKEHHYIO 3M(PU3eMy U 00-
CTPYKTUBHBI CUHIPOM Y MOJIOIOIO MYXXYUHBI C He-
OONIBIIMM CTakeM KypeHHUs, He WMMEBIIEero KOHTaKTa
¢ mpodecCHOHATBPHBIMM BPETHOCTSIMU, HE OOJIEBIINM
YacTO BUPYCHBIMU WJIM OaKTepUaTbHBIMU MH(MEKIINIMU
JbIXaTeJbHbIX MMyTell, reHeTuYeckumMu akropamu. I1pu
ucciaenoBaHun ypoBHs1 AAT, ero pe3koro CHMXKEHUS
¥ JajdbHeiIneit BepubuKalluy TeHOTUIA 3Ta TUIIOTe3a
MOJIHOCTBIO TOATBEpAMWIach. B manbHeiilieM oTmeda-
JIUCh OOJIbIINE TPYAHOCTH, CBSI3aHHBIE CO crieuduyec-
KHMM 3THUOITaTOreHETUICCKUM JICUCHNEM TTallieHTa.

CoriacHO COBpEeMEHHBIM IIPEACTAaBICHUSIM, IIPU
JICUEHUU MaLMEHTOB ¢ 9M(U3eMOIi JIeTKUX Ha (poHe Je-
¢puuuta AAT TOJIKHBI MCTIOJIb30BaThCS Te XKe (hapMaKo-
JIOTMIecKre M HedapMaKoJIOTMIeCKHEe CpPEICcTBa, 4TO
u npu BeneHun 0onbHBIX XOBJI 6e3 medunura AAT:
eXeIHEeBHasl Tepamnusl MHTaISIIIMOHHBIMU OpOHXOIMIa-
TaTOpaMy W MHTaJSIUMOHHBIMUA KOPTUKOCTEPOMIAMU
(1o mokazaHusiM). PexomeHayeTcsl exxeromHasi BaKlM-
HalWS TPOTHB TPUIINA U ITHEBMOKOKKOBAsI BaKIIMHA-
1Y, T. K. OBLJIO TTOKA3aHO, YTO Y 3TUX OOJIbHBIX (DOPMU-
pyeTcsl XOpolIvii crielu(puyeckKuii MMMYHHBI OTBET.
O6ocTpeHus y nauueHToB ¢ aebunuroM AAT xapakre-
pPU3YIOTCS M30BITOYHOM 3J1aCTa3HOM aKTUBHOCTBIO, TO-
pas3no 0oJjiee BeIpakeHHOI, yeM y 60abHbIX XOBJI, moi-
HoueHHbIX 1o AAT. Ilo aToil mpuuyMHe 00O0CTpeHUs
JIOJDKHBI JICYUTHCS aKTUBHO M KaK MOXHO PaHBIIe ITy-
TEeM YBEJMUCHUS 103 OPOHXOAMIATATOPOB, Ha3HAYCHUS
KOPOTKMX KYPCOB I€pOpaIbHBIX CTEPOUIOB, a IIPU U3-
MEHEHMU CBOMCTB MOKPOTbI — aHTUOAKTepHUalbHbIX
TpernapaTosB.

Kucnoponorepanust mpuMeHsIeTCsS TIPU MOSIBIICHUN
TPAAULIMOHHBIX [JISI 3TOTO BUAA Teparuu ITOKa3aHMWIA.
ITpu yxyauieHun GyHKIMOHAIBHOIO CTaTyca PeKOMEH-
IIYeTCsT JIETOYHasI peadbminTalns. B OTIeTbHBIX cIydasix
TIPY TSDKEJIOM TEYSHUM 3a00JIeBaHMS CIEIyeT pacCMOT-

Tabauua 2

Jlunamurxa noxazameaeii hynxuyuu
eHewne20 dvixanus nayuenma M.
Table 2

Lung function changes of the patient M.

Mokasatenn ‘ 28.03.07 ‘ 23.05.12 ‘ OuHamuka
XEN, 1 (%zonx.) 4,04 (74) 3,23 (57) -0,81
ODB1, N1 (%nomx.) 0,85 (19) 0,9 (21)
0®B; / ®XEN, % 42 31 -1
COCz5-75, 11/ € (%gonx.) 0,59 (12) 0,5(10) -

Mpumeyatne: XEJ - Xu3HeHHas eMKocTb nerkix; GXES - GopcupoBaHHast Xu3HeHHas em-
kocTb nerkux; COCys_75 - CpeaHsA CKOPOCTb BO3AYLIHOTO MoToKa Mexay 25 u 75 % OXEN
(cpenHsn 06beMHas CKOPOCTb CEPEAVHbI BbISOXA).

3ameTKM1 13 NpaKTUKu

pPEThb BOIIPOC O TPAHCIUIAHTAIIUM JIETKMX. Pe3yiabrarhbl

XUPYPTAUYECKOTO YMEHBIIIEHUSI 00beMa JIETKUX Y 00Jb-

HbIX ¢ AepuriiToMm AAT 1oka He SIBJISIIOTCSI OKOHYATe I b-

HBIMU, TaKWe IMallMeHThI HE CUMUTAIOTCS WIACATbHBIMU

KaHIWIaTaMU I TIOOJ00HOTO JICUeHUsI, YIUTHIBAst MOP-

dosormyeckue XapakTepruCTUKU MX JETOYHOM IaTOoJIO-

TUH.

C maroreHeTUYEeCKOW TOYKM 3peHus Hanbosee Tep-
CIIEKTMBHOM TaKTUKOW JICUCHUS MALIMEHTOB ¢ 3Mu3e-
MOIi JIETKMX, CBsI3aHHO# ¢ aeduinurom AAT, sBisercs
3aMecTUTeIbHas (ayrMeHTalUuOHHas) Tepanus [14].
OuuieHHbili penapaT AAT nji1 BHYTPUBEHHOIO BBe-
IIeHUs, TIOJYYeHHBII M3 TOHOPCKOM KPOBW, HOCTYIICH
B KJIMHUYECKO# npakTuke ¢ 1987 r. B HacTosiee BpeMst
MIPUMEHSIIOTCS CIEeAYIOLIMe IpenapaThl 1151 3aMECTUTE b~
Hoii Tepariu: Prolastin, Prolastin-C (Griffols, ctianus),
Aralast, Aralast NP (Baxter, CILIA), Zemaira (CSL Behr-
ing, CIIIA),Glassia (Baxter, CILIA), Trupsone (Trypsan)
(Grifols, cnanns), Alfalastin (LFB, ®panmus). Tonbko
B 2014 . Ha dapmakosorndyeckuit peiHok Poccuiickoii
Ddenepaunu Boien npenapat Pecrimkam (Kamada Ltd,
W3zpauns), 3apeructpupoBaHHblii B Poccum emie B 2010 .

3aMmecTuTeNbHas Teparnusl MoKa3aHa WUCKIIOYUTEb-

HO OOJBHBIM C 3M(bU3EeMOI, BBI3BAHHOW AeHUIIUTOM

AAT. OHa He BIUsICT Ha ITATOJIOTHUIO IICYCHU TOM 3K ITH -

onoruu. DPOEKTUBHOCTh TAKOM TEparvu Mpu BeACHUU

OOJIbHBIX C IPYTUMU, MEHEE PACIPOCTPAHEHHBIMU MPO-

sapaeHussMu nepunurta AAT (DaHHUKYIWAT), HE AOKa-

3aHa.

* 3aMecTuTeNbHas Tepalus I0JDKHA Ha3HAYaThCs
TOJBKO MalMeHTaM C TsKeJbIM Aedunutom AAT —
¢eHotunom PiZZ nubo ¢ peakumu aedULUTHBIMU
BapMaHTaMM, a TaKKe ¢ (PYHKIIMOHAJIBHO MOATBEPK-
JIEHHOM dM(pU3eMOIi JTIerKux.

* 3amMmecTuTe/lbHas Tepanusl He MmokKa3aHa MpU reTepo-
3UroTHBIX heHoTUnax PiMZ unu PiSZ.

OueHb ynooHoi popmoii sseasieTcst AAT mist mHTas -
umii (http.//www.kamada.com):

* J0CTaBKa HEMOCPEICTBEHHO K MOPaXXEHHOW TKaHU
JIETKUX;

* 10 JAaHHBIM KJIMHWYECKUX MCCIeI0BaHUI 2-11 (asbl,
3HAYMMBIM YPOBEHb NEHO3ULIMU AEUCTBYIOILEIO BE-
1IECTBA B JIETKUX TOCTUTAJICSI Y BCEX O0CIeNyeMbIX;

* HEWHBA3WBHBIN ITyTh BBEICHUS, HE TPEOYIOIINIA TOC-
MU TAIN3AIIH,

* HHU3Kas 103a NEHCTBYIOIIETO BEIIECTBAa ITO3BOJISICT
MPOBOAUTH JeuyeHue y 0dabuiero (B 3—4 pasa) yucia
0OJIbHBIX 10 cpaBHeHUIO ¢ AAT B MHBEKLIMOHHOMN
dopwme;

* TIOKa3aHO MNpU penKkux 3abojeBaHuUIX (meduuut
AAT, MyKoBUCUMAO3, OpPOHXO3KTaTUYecKasi 00-
JIE3Hb).

3aknoueHue

HMHTepec K TeHHO-MHXXEHEPHBIM METOOWKAM JICUCHMUS
no-TpexkHeMy BeJTuK. JJIst BBeieHUsT HOPMaJIbHOTO TeHa
AAT 1croab30BaUCh MIa3MUIHO-KATUOHHBIN JIMTIOCO-
MaJIbHbII KOMILIEKC, PEKOMOMHAHTHBIE aeHOAaCCOLIM-
MpOBaHHbBIC BUPYCHBIE BEKTOPHI M OCIA0JICHHBIC BUPYCHI
npocroro repreca [15].

http://journal.pulmonology.ru
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B HOBEIC TTapagUTMBI JICUCHUS, TI0 MHEHHIO 9KCIIEP-
TOB, B TEUCHUE OJMDKANIINX 5 JIeT OyIyT BKJIIOUCHBI MH-
TISILIMOHHbBIE Y peKOMOMHaHTHbIE (hopMbl AAT, reHHast
Teparvsl ¥ TepaItisl CTBOJIOBEIMU KJICTKAMHU.

Xots mpobiema Tskenoro necduiuta AAT usydeHa
JOCTAaTOYHO U POJIb 3TOTO TEeHETUUECKOro (hakKTopa ToKa-
3aHa, pa3paboTaHbl U pa3padaThIBAIOTCS HOBbIE MOIXObI
K JIEYEHUIO, OJHAKO YTBEpXKIaTh, UTO BCE BOIPOCHI
peIeHbl, IpexXaeBpeMeHHO. Bo3Bpalasich K cuTyallun
B Poccum, ciemyet ¢ coxkaieHreM KOHCTaTUPOBAaTh OTCY-
TCTBUE NaHHBIX (CJIeAOBATEIbHO, U PETUCTpa) O YacToTe
HocutesbcTBa AAT-AeULIMTHOTO TeHa U pacrnpocTpa-
HEHHOCTH 3TOM MAaTOJOTUM Cpedr OOJBHBIX ITyJIBMOHO-
Jormyeckoro npodwisa. K coxaneHuio, B HacTosiiee
BpeMsl B Poccum B mpakTUYECKOM AeaTeIbHOCTU HEmd0-
CTYIIeH HU OOWH W3 CYIIECTBYIOIIMX IIperapaToB I
TMOIIePKUBAIOIICH 3aMECTUTEILHOM Teparmuy OOJTbHBIX
ampuszemoii nerkux ¢ gepuuutom AAT. Jepuuut AAT
OTHOCHUTCS K YMCITy opdaHHbIX 3a001eBaHuli U, corjac-
HO ornybJrukKoBaHHOMY MuH3apaBoM Poccuu crnucky,
BKJIIOYEH B YMCJIO penkux Ooje3Heil. Takum obOpasoM,
o6onbHbIe ¢ AeduuTomM AAT MMEIoT mpaBo Ha ToJayYe-
HUE MaTOreHEeTUYECKON Teparnuu.

B mHauBuIyasbHOM MTOpSIIKE 00ecTieYeHHE JICUCHMST
KOHKPETHOTO 0OJIbHOTO (Ha OCHOBAaHWM IIPUBEICHHOTO
KJIMHUYECKOTO HAOIOAEHMS) — 3aJ1adya Hepa3pelnmasl,
TeM 0OoJiee eciu peyb UAECT O IJIUTEIbHON (MHOIOJeT-
Hell) Tepalmy, KOTJa ITOCTOSTHHO HEOOXOOUMBI TOPO-
TOCTOSIIINE JIEKAPCTBEHHBIC CPEICTBAa, a WX BBEICHUE
¥ MOHMTOPUHT COCTOSIHUSI OOJIbHOTO TPeOyIOT MHANBU-
JyaJIbHOTO TTOAX0Ja B HEMPEPbIBHOM pexkume. TpebyeT-
¢Sl TaKXKe 00CYKAEeHMEe OpraHu3aluy MOMOILIU O0JIbHBIM
¢ necdbunmrom AAT B paMKax MEIUIIMHCKOTO COOOIIIECT-
Ba Bpayeil, yYEHBIX-IIYJbMOHOJIOIOB, IIPEACTAaBUTEICH
Munsapasa Poccuu, a Takke acconyaiiuii oo1ecTBeH-
HBIX OpraHU3alUii MO peaKUM OphaHHBIM OOJIE3HSIM.

Jluteparypa

1. The definition of emphysema. Report of a National Heart,
Lung, and Blood Institute, Division of Lung Diseases work-
shop. Am. Rev. Respir. Dis. 1985; 132 (1): 182—185.

2. Laurell C.-B., Eriksson S. The electrophoretic alpha-1-
globulin pattern of serum in alpha-1-antitrypsin deficiency
Scand. J. Clin. Lab. Invest. 1963; 15 (2): 132—140.
DOI:10.1080/00365516309051324.

3. UBumk T.B. O reneTuke ambuseMbl JeTKux. [1ya6moH010-
eus. 2011; 4: 97—108.

4. Bunans P., branko U., Kacac ®. u np. Pekomengainuu mo
MUArHOCTUKE W BEICHUIO OOJNLHBIX ¢ NeDUITUTOM ¢ j-aH-
TUTpUIicuHa KMcmaHckoro o6uiecTBa MNyJbMOHOJOTUU
u TopakanbHoii xupyprun (SEPAR). ITyasmornonoeus. 2008;
1: 14-28.

5. OBuapenko C.U., Con E.A. BiusiHue HemocTaTOYHOCTHU
«1-aHTUTPUIICUHA Ha TTOpakeHue JIeTKUX. [1y16mono02us.
2011; 5: 79—86.

6. Brebner J.A.; Stockley R.A. Recent advances in alpha-1-
antitrypsin deficiency related lung disease. Exp. Rev. Respir.
Med. 2013; 7 (3): 213-230. DOI: 10.1586/ers.13.20.

7. Sinden N.J., Stockley R.A. Proteinase 3 activity in sputum
from subjects with alpha-1-antitrypsin deficiency and
COPD. Eur. Respir. J. 2013; 41 (5): 1042—1050. DOI:
10.1183/09031936.00089712.

8. Churg A., Zhou S., Wright J.L. Series 'matrix metallopro-
teinases in lung health and disease: matrix metallopro-
teinases in COPD. Eur. Respir. J. 2012; 39 (1): 197—209.

9. Blanco 1., De Serres FJ., Fernandez-Bustillo E. et al.
Deficit de alfa-1-antitripsina en Espafia (variantes defi-
cientes PiS y PiZ): prevalencia estimada y numero de suje-
tos deficientes calculados para cada fenotipo. Med. Clin.
(Barc.) 2004; 123: 761-765.

10. Blanco 1., de Serres EJ., Fernandez-Bustillo E. et al.
Estimates of the prevalence of alpha-1-antitrypsin deficien-
cy Pi*S and Pi*Z alleles and the numbers at risk in
European countries. Eur. Respir. J. 2006; 27: 77—84.

11. Tem6unkas T.E. [TepBuunas smbuzema JIerkKux, CBsI3aHHAs
¢ aeduuuTom anbda-l-aHturpuncuHa. Kiunuueckas me-
Juuuna. 1984; 9: 86—91.

12. Miravitlles M., Herr C., Ferrarotti I. et al. Laboratory testing
of individuals with severe «;-antitrypsin deficiency in three
European centres. Eur. Respir. J. 2010; 35 (5): 960—968.

13. Bornhorst J.A., Greene C.M., Ashwood E.R., Grenache
D.G. a;-antitrypsin phenotypes and associated serum pro-
tein concentrations in a large clinical population. Chest.
2013; 143 (4): 1000—1008.

14. Chapman K.R., Stockley R.A., Dawkins C. et al.
Augmentation therapy for «;-antitrypsin deficiency:
a meta-analysis. COPD. 2009; 6 (3): 177—184.

15. Flotte T.R., Trapnell B.C., Humphries M. Phase 2 clinical
trial of a recombinant adeno-associated viral vector express-
ing a-antitrypsin: interim results. Hum. Gene. Ther. 2011;
22 (10): 1239—1247. DOI: 10.1089/hum.2011.053.

Moctynuna 17.03.14
YAK 616.24-007.63-056.7

References

1. The definition of emphysema. Report of a National Heart,
Lung, and Blood Institute, Division of Lung Diseases work-
shop. Am. Rev. Respir. Dis. 1985; 132 (1): 182—185.

2. Laurell C.-B., Eriksson S. The electrophoretic alpha-1-
globulin pattern of serum in alpha-1-antitrypsin deficiency
Scand. J. Clin. Lab. Invest. 1963; 15 (2): 132—140.
DOI:10.1080/00365516309051324.

3. Ivchik T.V. About genetics of pulmonary emphysema.
Pul'monologiya. 2011; 4: 97—108 (in Russian).

4. Vidal' R., Blanko I., Kasas F et al. Guidelines of the
Spanish Society of Pulmonology and Thoracic Surgery
(SEPAR) for the diagnosis and treatment of ¢ -antitripsin
deficiency. Pul'monologiya. 2008; 1: 14—28 (in Russian).

5. Ovcharenko S.I., Son E.A. A role of & -antitripsin deficien-
cy for lung injury. Pul'monologiya. 2011; 5: 79—86 (in Rus-
sian).

6. Brebner J.A.; Stockley R.A. Recent advances in alpha-1-
antitrypsin deficiency related lung disease. Exp. Rev. Respir.
Med. 2013; 7 (3): 213—230. DOI: 10.1586/ers.13.20.

7. Sinden N.J., Stockley R.A. Proteinase 3 activity in sputum
from subjects with alpha-1-antitrypsin deficiency and
COPD. Eur. Respir. J. 2013; 41 (5): 1042—1050. DOI:
10.1183/09031936.00089712.

8. Churg A., Zhou S., Wright J.L. Series 'matrix metallopro-
teinases in lung health and disease: matrix metallopro-
teinases in COPD. Eur. Respir. J. 2012; 39 (1): 197—209.

9. Blanco I., De Serres FJ., Fernandez-Bustillo E. et al.
Deficit de alfa-1-antitripsina en Espafia (variantes defi-
cientes PiS y PiZ): prevalencia estimada y numero de suje-
tos deficientes calculados para cada fenotipo. Med. Clin.
(Barc.) 2004; 123: 761-765.

120

MynbmoHonorus 6°2014



10. Blanco 1., de Serres EJ., Fernandez-Bustillo E. et al.
Estimates of the prevalence of alpha-1-antitrypsin deficien-
cy Pi*S and Pi*Z alleles and the numbers at risk in
European countries. Eur. Respir. J. 2006; 27: 77—84.

11. Gembitskaya T.E. Primary pulmonary emphysema related
to a-antitripsin deficiency. Klinicheskaya meditsina. 1984;
9: 86—91 (in Russian).

12. Miravitlles M., Herr C., Ferrarotti I. et al. Laboratory test-
ing of individuals with severe «;-antitrypsin deficiency in
three European centres. Fur. Respir. J. 2010; 35 (5):
960—968.

13. Bornhorst J.A., Greene C.M., Ashwood E.R., Grenache
D.G. a;-antitrypsin phenotypes and associated serum pro-
tein concentrations in a large clinical population. Chest.
2013; 143 (4): 1000—1008.

14. Chapman K.R., Stockley R.A., Dawkins C. et al. Aug-
mentation therapy for ¢ -antitrypsin deficiency: a meta-
analysis. COPD. 2009; 6 (3): 177—184.

15. Flotte T.R., Trapnell B.C., Humphries M. Phase 2 clinical
trial of a recombinant adeno-associated viral vector express-
ing o -antitrypsin: interim results. Hum. Gene. Ther. 2011;
22 (10): 1239—1247. doi: 10.1089/hum.2011.053.

Received March 17, 2014
UDC 616.24-007.63-056.7

Undopmaumna 06 aBTopax

lembuukas TatbsiHa EBreHbeBHa — .. M. H., npodeccop, 3aB. OTAE/IOM Te-
paneBTuyeckor nynsmoHonorum HUM nynemononorum Fr6OY BIMO "Mep-

OneyaTka

3ameTKM1 13 NpaKTUKu

Bblii CaHkT-lMNeTepbyprckuii rocyAapCTBEHHbIN MEONLMHCKUIA YHUBEPCU-
TeT um. akaa. W.MN.Masnosa"; Ten.: (812) 234-13-83; e-mail: mukoviscidoz_
otd@mail.ru

YepmeHckuii Anekceri lfeopruesuy — K. M. H., CTapLUNIA HAYYHbIA COTPYAHMK
nabopaTopun HacneaCTBEHHbIX MEXaHU3MOB 60NIe3HE OPraHOB AbIXaHUs
HUW nynbmoHonorum F§6OY BMO "Mepsbiii CaHkT-MNeTepbyprekuii rocyna-
PCTBEHHbLIN MEOMUMHCKUIA yHMBEpcuTeT um. akag. W.M.Maenosa"; Ten.:
(812) 234-13-83; e-mail: tchermenski@mail.ru

UnbkoBuny Muxann Muxarinosuy — f. M. H., npodeccop, ampekTop Hay4Ho-
KIMHUYECKOrO LEHTPA MHTEPCTULMANBHBIX 1 OpdaHHbIX 3a00/1eBaHNiA, 3aB.
kadpenpoi nynemoHonorun Ao rbOY BMO "Mepsbiit CaHkT-MNeTepbypr-
CKUWIA rOCY[apCTBEHHbIN MeOULIMHCKNI yHMBEpcuTeT nMm. akaa,. W.M.Masno-
Ba"; Ten.: (812) 233-82-22; e-mail: mih.ilkovich@yandex.ru

Lamnpybn CaHapa — COTPYOHUK OTAena KAMHWUYECKUX WCCNeOoBaHWui
n dapmakoHagzopa, NHctutyTo Mpudons, C.A., Bapcenona, Can Guasch,
2, 08150 Parets del Valles, Vicnanus; Ten.: 34-93-5712200, dakc: 34-93-
5710267; e-mail: sandra.camprubi@grifols.com

Author information

Gembitskaya Tat'yana Evgen'evna, MD, Professor, Head of Therapeutic
Pulmonology Department, State Budget High-Level Educational Institution
"Academician |.P.Pavlov First Saint-Petersburg State Medical University";
tel.: (812) 234-13-83; e-mail: mukoviscidoz_otd@mail.ru

Chermenskiy Aleksey Georgievich, PhD, Senior Researcher, Laboratory of
Inherited Mechanisms of Respiratory Diseases, Scientific Research
Pulmonology Institute, State Budget High-Level Educational Institution
"Academician |.P.Pavlov First Saint-Petersburg State Medical University";
tel.: (812) 234-13-83; e-mail: tchermenski@mail.ru

II'kovich Mikhail Mikhaylovich, MD, Professor, Director of Scientific and
Clinical Center of Interstitial and orphan diseases, Head of Chair of Pulmo-
nology, State Budget High-Level Educational Institution "Academician
I.P.Pavlov First Saint-Petersburg State Medical University"; tel.: (812)
233-82-22; e-mail: mih.ilkovich@yandex.ru

Camprubi Sandra, an officer of Department of Clinical Trials and Pharm-
aceutical supervision, Instituto Grifols SA, Barcelona, Spain; tel.: 34-93-
5712200, fax.: 34-93-5710267; e-mail: sandra.camprubi@grifols.com

B No 5 /2014 B cratee E.B.babapckosa, JI.B.IlloreHosoit, 3.P.AlicanoBa, A.B.YepHsika, A.I.YyyanmuHa
"MOHOOKCH]I YIJIepoja B BBIIBIXaEMOM BO3IyXe KaK MapKep aluao3a y CIIOpTCMEHOB" ObLIa TOITyIleHa oIevarKa.
B pucynke Ha ctp. 74 B7MecTo "Boinenenune CO, Mmmoib / MuH" ciienyeT uyuTath "Boeimenenne CO, MKMOJIb / MUAH".

HpI/IHOCI/IM CBOM M3BMHEHUA 3a OH.II/I6Ky.

http://journal.pulmonology.ru

121



