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AEDULMT L-AHTUTPUNCUHA. AIFTOPUTM JEACTBUIA
NMPU NOCTAHOBKE ANAITHO3A U OMNEAEJIEHUE TAKTUKW

BEOEHUSA NALUEHTA

MpeacrasneHa KNMHMYeckas nekums o gecuunte anbda- 1-aHTUTpUNcMHa (A1AT) — reHeTUYeckM AeTepMUHMPOBAHHOM 3aboneBaHun,
BbI3BaHHOM HE[OCTaTOYHOCTbI0 ATAT B CbIBOPOTKE KPOBM, MPOSIBASIOLLEMCS B BUAE XPOHUHECKON OOCTPYKTVUBHOM OOMes3Hn nerkumx,
3MPU3eMbIl, MOPaKEHUS NeYeHM 1 COCYAOB, ero Natou3nonoriv, AMarHocTuke, e4eHnn 1 NpopunakTmke.
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L-ANTITRYPSIN DEFICIENCY. THE ALGORITHM OF ACTIONS IN MAKING A DIAGNOSIS AND DETERMINING THE TACTICS

OF PATIENT MANAGEMENT

The article presents a clinical lecture on alpha-1-antitrypsin (A1AT) deficiency, a genetically determined disease caused by A1AT defi-
ciency in blood serum and manifested in the form of chronic obstructive pulmonary disease, emphysema, liver and vascular damage. Its

pathophysiology, diagnosis, treatment and prevention.
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YeCKH JeTepPMIHIPOBAHHOE 3a00/IeBaHUe, BbI3BAH-
Hoe HejpocrarouHocTblo ATAT B cbIBOpOTKe KpOBU U
IPOSIBJISIIONIEECS B BHUJIE XPOHHUYECKOH OOCTPYKTHBHON
60JIe3HN JIETKUX, 9M(PU3EMbI JICTKHX, IOPaKeHH 1ede-
Hn u cocynos (Kumunueckne pekomengain PPO,
2017) [1].

ﬂe@MuI/IT anbgda-1-anrurpuncuna (A1AT) — renern-

ITHUOJIOTUA U ITATOTEHE3
3ABOJIEBAHU A

Anbda-1-aHTUTPHUNICHH — WHTHONTOP TIpOTeas ce-
MeficTBa CeprMHOB, MPENMYIIECTBEHHON MUIIEHBIO KO-
TOPOTO  sABJdeTCS  HeWTpoduIbHAs  2JacTasa.
Heiirpoduabnag smacraza — hepMeHT MIPOKOTO CITeK-
Tpa JefCTBUS, KOTOPBII pa3pylraeT 2JacTHH, KOJLIa-
reH, GUOPOHEKTUH, JAMUHUH, TPOTEOTJINKAHBI W JPY-
rme KOMIIOHEHTBHI AHKCTPAIeJUIIONSIPHOTO MaTpUKCA.
Kpome toro, A1AT ob6magaer POTHBOBOCTIAIUTEH-
HBIM, UMMYHOMOYJUPYIONIUM, AaHTHOKCUJAHTHBIM,
GaKTEpUINIHBIM U JPYTHUMHU CBOICTBaMU, 00YC/IaBJIn-
BAIONIIMH €TO TIPOTEKTHBHOE AENCTBUE HA JIETOUHYIO
TKaub. ['maBupiM ncrounnukoM A1AT aBisiorcs remaro-
IINTBI, HO CUHTE3UPOBATH €TO MOTYT W MOHOHYKJeap-
Hble GaroiuThbl, HEHTPOPUIDI, KJIETKU IMUTETUSI CJU-
3UCTOH /IBIXATENbHBIX TMyTell W KUITeUHUKA.

len, orBevatomuii 3a npoayknuio A1AT, Hocut 1Ba
naspannss — SERPINA1 (aursm. serpin peptidase
inhibitor, clade A) uau Pi (proteinase inhibitor) u
pacnosiosken Ha 14-if xpomocoMe. OH OTJINYAETCS BBI-
cokoif mommMopdHocTbo. K HacTosdmeMy BpeMeHH OTH-
cano 6osiee 100 BapuwanToB asiesneit, u3 HuUX B 6asy
JTAHHBIX TI0 MyTaIsAM desloBeKa BouLio GoJee 5O marto-
FeHHbIX MyTaluil.

Bce amrenn kraccuuImpyoTcsa B 3aBICUMOCTH OT
IIJTa3MEeHHOH KOoHIeHTpannn u cBoiictB A1AT na cie-
AyIOMNe TUIBL:

- HOpMaJIbHbIE AJIJIENIN, OTBETCTBEHHbBIE 32 BbIPAGOT-
Ky A1AT ¢ HOpMaTBHBIMI CBOMCTBAMH W B JIOCTATOU-
HOM KOJIHYecTBe — ajtenn M;

- feunUTHBIE aJIeNH, TPH KOTOPBIX BBIPA6GATBIBA-
eTcd o4eHb HU3Koe KommdecTBo A1AT — amnenn Z, ca-
MBII pacIpocTpaHeHHbIN Bua aedummrta L-anTuTpum-
CHUHA;

- HyJesble ajenu, npu koropblx A1AT B kpoBu
MOJTHOCTBIO OTCYTCTBYeT — asienu QO;

- aJuten ¢ HapymIeHHeM (DYHKITNM, TIPH KOTOPBIX
xoumaectBo A1AT He oTamyaeTcs OT HOPMBI, HO OH He
MOJKeT BBITIOJHATh CBOM (DYHKIINN — aJienanb S.

K ocHOBHBIM JeUIITHBIM aJJIETIIM OTHOCATCS Ba-
puantel S u Z, npu kotopbix A1AT mommMepusyercs,
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3a/Iep’KMBAeTCS B MEUEHH U TTOCTYNaeT B KPOBb B KO-
JmdectBe, coorBercTBeHHO, 40-60% 1 10-20% ot HOp-
Mbl. [TogaBistioniee GOJBITMHCTBO CJyYaeB KJIMHUYECKN
saHaunmoro gepuinta A1AT passuBaercs npu peHoTH-
ne 27 (96%). S-amnenp npuoGperaeT KIMHIYECKOE 3HA-
YeHne TIpU codeTannn ¢ Bapuantamn Z nanm Q0.

B curyanusix, korga aktubnas hopma A1AT He 06-
pasyeTcs WM KOHIIEHTPAINSA €T0 B CBIBOPOTKE KPOBH
Meree 1% OT HOPMBI, ajuieJib Ha3bIBAETCS HYJEBDIM,
(penorun acconuupyercs ¢ pazputueM HanGoJiee TsKe-
goit popmer gedurra ATAT. D10 kpaiine penxuil Ba-
puant gedpurmra A1AT, nrertndunupoBanHblii B en-
HUYIHBIX CIydasx [2].

Bemymeit Teopueii nopaskenus JeroqyHol TKaHU MIPU
npedpurmre A1AT aBrsgerca auc6ananc B cUcTeMe TIpoOTe-
osm3-aHTHIpoTeon3. B ycioBuax gedmmmra A1AT
TPOMCXONT HEKOHTPOINPYyEMOe MOBBIINIEHIEe aKTHBHO-
CTH TIPOTEOJUTIYECKIX (DEPMEHTOB, TIPEKe BCETO Heli-
TPOPUILHO 2/71aCTa3bl, B PE3yJIbTaTe UeTO 3JIACTIHYeCKUe
BOJIOKHA U JIPyTHe CTPYKTYPbI 9KCTPAIE/LTIOAPHOTO Ma-
TPHUKCA TOJBEPraloTCs MEJICHHOH JecTPyKIuu. ITO
TIPUBO/INT K TOTepe 3TACTUIHOCTH JIETOYHO TKAHW, Pa3-
BUTHIO OOCTPYKTUBHBIX HAPYIICHUH U aM(pU3EMBI.

Baskmyio poJib B OBPEKIEHUT JIETKOTO TIpH edu-
mute A1AT urpaer xypenne. CurapeTHblii bIM MOXeET
JIOTIOJTHUTEBHO YCHUINBATH MOJMMEPHU3AIII0 MOJIEKY.JT
A1AT, napymarb CUHTe3 31acTHHA B JIETKUX, MOJJIEp-
KIBAThb HeHTpodmabHOe Bocmanenne. Kypenne, Bo3-
JleficTBIE TIOJUTIOTAHTOB W JIETOYHBIE MH(MEKITNH TTOBBI-
IAI0T YPOBEHDb NPOTEOTUTHYECKON HATPY3KH, YCKOPSIA
IporpeccupoBaHie 3a60eBaHNs JerKux [3-5].

AJITOPUTM JUATHOCTUKU JEDOUIIUTA
L-AHTUTPUIICUHA

JKano6pr  Hecmeru@uUHLI: TpoTrpeccHpylomias
ofpIKa pu (GU3MUECKON HArPy3Ke, Kalllesb, MPOIYK-
IS MOKPOTBI, XPUIIBI B TPyIu. XPOHUUECKUIT KAIIEeb
6osiee xapakTepeH /st GOJBHBIX ¢ GPOHXO03KTA3aMHU.

Wcropus cempu: mammune gedunura L-antutpumn-
cuHa, sM@u3eMbl, OPOHX0IKTA3UM, GoNe3Hel TMeYeHn,
MAHHUKYJINTa Y KPOBHBIX POJICTBEHHUKOB.

3aboseBanne JETKUX Y TAIMeHTa: HeoOpaTuMoe
OrpaHIYeHe BO3/YIIHOTO MOTOKA Tpu crnuporpaduu,
Hajmane 3M(pU3eMbl B MOJIOJIOM BO3PACTe, B TOM YHCJIE
[IPU OTCYTCTBUH KyPeHUsT U MPOMECCHOHATBHBIX BPE/-
HBIX (PAKTOPOB, HATMYNE ACTMBI ¢ (DUKCUPOBAHHOM OPOH-
XOOOCTPYKIHEN TI0C/e UHTAISIUN GPOHXOJUTHKA 110
JTAaHHBIM cnrporpadun, HeoObsICHIMbIE GPOHXO0IKTA3NH.

3aboJIeBaHNs MIEYEHN: HEOHATAJIBHBIN TEIATUT, IHP-
po3 y jeTeil M B3POCTBIX, TeMATONE/TIONSPHAS KapIin-
HOMa, TenaToMerasrs, HeOObSICHIMbIE 3200JIEBAHNUS 1€~
YeHN.

3aboseBanne KOKHM: HEKPOTHIECKUH MaHHUKYJIUT.

[pyrue accormmarmn: AN CA-accormmpoBaHHbIN Ba-
CKYJIHT.

JlaGoparopHble WCCTEJOBAHUA: CTONKWI CHHIAPOM
IIUTOJIN3a, OT JIETKOH /10 YMEPEHHO! CTeNeHN.

®U3UKAJBHBIIT OCMOTP
[Ipu mpoBeseHNN (USUKAIBLHOTO OCMOTpA y TAIlH-
entoB ¢ gedunntom A1AT pexomenjyercsi oGpaniathb
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BHUMaHNE Ha COCTOSHIIE /ILIXaTeIbHOM, TemaTo6nImap-
HOI CHCTeM, OCMaTPHUBATh KOXKHBIE TIOKPOBHI.
I'pynnag kietka. DOU3NKAIbHBIC MPOSBICHUS M-
(usembl: yBesmueHMEe TEepeHE3aHETO pasMepa TPYA-
Holi kaetku (GoukooOpasHasi rpyAHas KJIeTKa ¢ Opu-
30HTAJIBHBIMU PeOPaMH, CIJIAKEHHOCTh MeXKpeOGepHbIX
MIPOMEKYTKOB, IMMPOKUI SMHUTacTPaIbHDIH yTOJI, TpU-
TMOJHATLIN TJIEUeBON TOSC, YMEHBIIEHNE TTO/IBIKHOCTIH
AnadparMbpl, KOpOOOYHBIH MEePKYTOPHBIN 3BYK IO BCEM
MoJIsIM,  OcJabJieHHOe JIbIXaHHe IIPH  ayCKYJIbTallny;
UHOT/Ia BBICYLHIUBAIOTCS CyXHUE XPUIIbL).
lemato6ummapnas cucrema. Ilpu gedpurmmre A1AT
C TIPENMYTIECTBEHHBIM TOPaskeHneM TIeYeHN MPH 0CMO-
Tpe MOTYT OBITH BBLIABJIEHBI IPU3HAKHN IIIPPO3a TMEIEeHN.
Kosxnbie mokpoBel. HamGosree yacToit ToKaamn3aim-
efl TOJKOXHBIX Y3JI0B IPH HEKPOTH3NPYIOMEM TTaHHU-
KYJIUTE SIBJSIOTCS STOJAMYHbIE 06JACTH, HUMKHSIS 4acTb
JKMBOTA, MMPOKCHMATbHBIC OT/eIbI KOHEYHOCTEH.
XapakTepHble KOHCTUTYI[HOHATIbHbBIC YePTHI — CHI-
skeraHprit IMT.

NHCTPYMEHTAJIbHAA JUATHOCTUKA

Pentrenorpacdus opranoB rpyaHoii kierkn. Ha
PaHHHUX CTAUAX PEHTTEHOJIOTHYECKNe W3MEHEHUS B
JIETKIX OTCyTCTBYyIOT. Ha Gosiee TO3IHUX CTaansAX
oTIpesiesIsieTCs HI3Koe CTOSHIIE U yIToNenne anadpar-
MBI, BepTHKAIbHOE MOJOKEHNe cep/aIia, yBeJamueHne Te-
peaHe3aHero pasMepa rpyAHO KJIeTKN U PacIIIpeHTe
PeTPOCTEPHAIBHOTO MTPOCTPAHCTBA, 06E/IHEHNE COCY /M-
CTOTO PHCYHKA MPENMYIIECTBEHHO B HIDKHUX OT/eJsax.

KommnbioTepras TtoMorpadus OpraHoB T'PYIHOM
KJIETKN BBICOKOTO pa3pellieHns. BbIABjeHne KJaccude-
CKMX MPU3HAKOB — IaHanuHapHas (mauaoGyaspHas)
aM(pu3eMa ¢ IPEUMYIECTBEHHBIM TTOPAXKEHIEM HIKHIX
JI0JIell JIeTKUX, BbIsBJIEHIE GyJIT, TPEUMYIIECTBEHHO B
6a3aTbHBIX OT/eTaX, OPOHX0IKTA30B.

KT-nencuromerpus. VsMmepenne MIOTHOCTH JETOU-
HOIl TkaHu. BbIsiBeHUe BBIPAKEHHOCTU U OLEHKA IIPO-
TPECCUPOBAHNSA dM(PU3EMBI.

Cmuporpaduueckag mpob6a ¢ OPOHXOJUTHKOM.
Omnpenensgercs TPEeNMyTIIECTBEHHO 0OCTPYKTUBHBIH THUTI
napymennii: OM®B1 n HOpMambHAsA JNO0 CHIDKEHHAS
(dhopcupoBanHast ;kusHeHHAs eMKOCTb Jterknx (DIKEJ),
camkenue otaomrerrss ODB1/DIKEJL. Y muorHX mna-
IUEHTOB OMpejiesieTcs: 00paTUMOCTb GPOHXHATBHOM
OGCTPYKITHH.

Boanmrernamorpadusa u onpesenenne guhdy3non-
HOIT croco6HOCTH JleTkuX. Ompesesnsercss yBeIndeHne
0CTaTOYHOrO 00beMa 1 OOIIeil eMKOCTH JIETKHIX 34 CYET
CHIUZKEHUST 9JIACTHUECKOH TTH, cHIDKenne quddysnon-
HOI CHOCOGHOCTH JIETKUIX.

Y apTpa3ByKoBOE HCCIe[oBaHNe GPIONIHO MOJIOCTH.

JABOPATOPHBIE ITMATHOCTNYECKUE
NCCJIEAOBAHUA

AnTopuTM J1a6OPATOPHON AMATHOCTHKU Ae(UINTa
al-aHTHTpUNICHHA

KommgecTBeHHOe omnpeziesienne ypoBHA L-anturpum-
CHHA B CBIBOPOTKE KPOBH METOJOM MUMMYHOTYPOUNME-
TPHUH, TIPH KOTOPOIl HOpMATbHbIMI 3HaueHusaMn A1AT
B CbIBOPOTKE KpoBu Oyayr cuutarbess 0,9-2 r/a (ipu
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u3MepeHun MeTogoM Hedenomerpur — ot 2 10 4 1/1).
[Ipu nHTEpIpeTaINN Pe3yabTaTOB CJAeIyeT YINTHIBATD,
YTO TIPH WHQEKINOHHBIX W BOCTAJINTEIbHBIX PEaKIIN-
X, OMYXOJIAX, CcTpecce, IOoKe, 6epeMeHHOCTH, TpHueMe
ACTPOTEHCOIePKAMNX IpernapaToB ypoBeab A1AT B
KpOBH HoBbImaercd. VccaemroBanne Heo6XOINMO TPO-
BOJINTH BHE TIEPHO/Ia 0OOCTPEHNS ACCOIMIPOBAHHBIX C
nebururom A1AT 3a6oseBanuii.

Wccnenosanne xposun Ha CPB.

DenoTtunupoBanne HamboJjee PacHPOCTPAHEHHDIX
BapuanToB (13031eKTpruecKoe HoKycupoBanue) u,/ wiu
reHorunupoBanne (PEKOMEH/YeTCs IPOBOAUTD METOAOM
JLIeTbCIeNMMIIecKoll  aMITM(UKAIINN IS BbISBJIE-
HUSA ajuteell S W Z WM TPSIMBIM CEKBEHHPOBAHNEM
JTHK, BbiIementoil m3 MoObIX SAPOCOAEPKANINX KiTe-
TOK [I/I1 BBISBJICHUS PEAKUX MyTaruii).

lenotunuposanue o0sasaeT HanGOJIbINEN YyBCTBH-
TEJBHOCTBIO U CIIETIM(PUIHOCTDIO TSI OMpe/esIeHNS Jie-
dunura A1AT (S- u Z-amnean). Tlo yposuio A1AT B
CBIBOPOTKE KPOBHU HEBO3MOXKHO TIPEIMOIOKITD TEHOTHII
necdurmmta A1AT. KpoBHBIX pOJCTBEHHUKOB MAINEHTOB
¢ nepurmurom A1AT (0co6eHHO POAHBIX GPAaThEB M Ce-
crep), a TaksKe CyNIpyroB JIMIl, UMEIONIUX OAHY UJIU JBe
Z-auneu (10 poxaeHuss peGeHKa), PEKOMEHIYeTCst OT-
MPaBIATh Ha KOHCYJIBTAINIO K TEHETHKY M MPOBOJIUTD
y HUX TeHOTHIINPOBAHUE.

buoxnmnyecknii anaam3 KpoBU Ha OlpejieieHne ac-
mapTataMUHOTpaHchepassl, alaHnmHAMHHOTpaHchepa-
3bl, Y-raytamuirpancdepasnl, anb6ymMuna, obiero Gu-
supy6una [6].

JJEYEHUE
BuyTtpuBennas 3aMecTuTesbHAsS Tepanus OUYUIIEH-
HbIM yeoBedeckM A1AT, mosrydeHHBIM ITyJIOM TOHOP-
CKOI TJIa3Mbl — BHYTpUBeHHOE BBefienue 1 pa3 B Hejle-
o B jo3e 60 mr/Kr.
Kpurepunu or6opa: mamments! ¢ gepunurom ATAT
denorunio Pi*ZZ, Pi*ZNull, Pi*NullNull mm6o c

JINTEPATYPA / REFERENCES:

peIKUMHU e(OUINTHBIMA BapHaHTaMW; KOHIIEHTPAI
A1AT menbme 0,8 r/a (11 MkMosb/01); Muna crapie
18 7er ¢ HamMuMeM KJIMHIYECKUX MPOSBIECHUII CO CTO-
ponbr opranoB gbixanus; ODB1 30-65% oT H0KHO-
ro.

3aMecTuTe bHAS TepaIns HalpaBaeHa Ha TOCTIKE-
Hue u noajepsxanue kounenrpauuu A1AT Bbie nopo-
ra 6esomnacunoctu — 0,8 r/1.

PesysbTaTbl 3aMeCcTHTETbHON Tepamniu: CHIDKEHHe
€XeroJHOI MOTepH JIETOYHOH TKaHW, YMEHBIIEHIE CKO-
poctu cumxennss OMB1 B roz, cHUKeHNE YaCTOTHI U
TSKeCTH 060CTPeHmiT GPOHX00OCTPYKTUBHOTO CHH/IPO-
Ma.

[MarmenTtam ¢ gedpunurom A1AT m 6porxosKTasza-
Mi 6e3 GPOHXO00OCTPYKTUBHOTO CHH/POMA IPOBE/EHIe
3aMeCTUTENBLHON Tepanny He PEKOMEHIyeTCs.

BospHBIM ¢ TOpaskeHmeM TeYeHH, acCOIMNPOBAH-
HbIM ¢ fedpunntoM A1AT, mpoBeseHme 3aMeCTHTETHHOIM
Tepanny He PeKOMEHyeTCs.

Jluna ¢ TepMUHAIBHOI cTajineil 3a6oseBaHust Teve-
HI SBJIAIOTCS KaHAWJATaMU /IS ee TPaHCIIaHTAI[IH

[7].

IPOD®UJIAKTHUKA

OTKa3 OT KypeHus.

EsxerofHast BaKIMHAIMSI TPOTUB TPUIINA W ITHEBMO-
KOKKOBOH MH(EKINU, a MPU HATUINN TOPAKEHUS TIe-
4YeHW — BaKI[MHAIUS MPOTHB remnatuta B, nampHeiiime
UCCTEeIOBAHMS U cOOP GOBINETO KOTMYecTBa MH(POPMa-
1IN I OTeHKN (PAKTOPOB PUCKA U OMpPe/IeeHIs CTa-
TUCTUYECKN 3HAUYUMBIX pazjmunii [7].

Nudopmanus o punancupoannu u KoupImkTe
HHTEPECOB
UccaenoBanne He UMeNO CIIOHCOPCKON MOIEPIKKN.
ABTODBI IEKTAPUPYIOT OTCYTCTBUE SBHBIX U TOTEH-
UATBHBIX KOH(MINKTOB WHTEPECOB, CBI3AHHBIX C IIy-
OJIMKaIell HACTOSIIEH CTaThH.
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