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OEOULIUT ANTb®A- 1-AHTUTPUNCUHA
Y OETEWN

Cpeam NpuyMH pasBUTUA XPOHMUYECKUX Hecneumnduyeckux 3abonesaHuin nerkux ¢ dopmmpoBaHnem smduseMbl y AeTel BeayLiee
MeCTO 3aHMMaeT HacNeACTBEeHHbIN aeduumnt anbda-1-aHTuTpuncuHa. epuumut anbda-1-aHTUTPUNCHHA ABASETCA NOTEHLUMANbHO
(aTanbHbIM HacneacTBEHHbIM 3aboneBaHMEM, HEAOCTAaTOMHO AMarHOCTMPYEMbIM BpayaMu Nio6biX cneuuanbHocTeil. ABTOpbI
3HaKOMSAT NeAMaTpoB C 3TUM HaCNeACTBEHHbIM 3a601eBaHUEM, CIOXKHOCTAMM AUArHOCTMKU U neveHus. MpusoasT cobcTBeHHbIE
AaHHbIE MO AMArHOCTUKE M OMbITY 3aMEeCTUTENIbHOM Tepanuu aeduuuta anbda-1-aHtutpuncuHa npenapatom ¢ MHH anbda-1-
QHTUTPUNCUH YENIOBEYECKUM.
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ALPHA-1-ANTITRYPSIN DEFICIENCY IN CHILDREN

Hereditary deficiency of the alpha-1-antitrypsin occupies a leading position among the causes of chronic nonspecific lung dis-
eases with emphysema formation. Deficiency of alpha-1-antitrypsin is a potentially fatal hereditary disease, under-diagnosed
by physicians of various specialities. The authors familiarize pediatricians with this hereditary disease, difficulties of its diagno-
sis and treatment. There are presented own author’s data on the diagnosis and the experience of the enzyme replacement

therapy of alpha-1-antitrypsin deficiency with the drug INN «Alpha-1 antitrypsin human» (Respikam).
Keywords: hereditary diseases, a deficiency of alpha-1-antitrypsin, pulmonology, gastroenterology, pediatrics, children.

enMHObEKUNOHHbIE XpoHMyeckme 3aboneBaHus

OpraHoB [AblXaHWs Yy LeTel 3aHMMaloT Bedylume

MecTa cpefu MPUYMH CMEPTHOCTM MO AaHHbIM
BcemupHoi opraHusaumm 3gpasooxpaHenms (BO3). Ycra-
HOBJ/IEHO, YTO OAHOW W3 MPUYMH PA3BUTUS XPOHUYECKMX
Hecneunduyeckmx 3abonesanuii nerknx (XH3J1) c passutu-
eM 3MbU3eMbl GBNAETCH HACNEACTBEHHBIN AeduumnT anbda-
1-aHTuTpmncuHa [1]. OcBenOMNEHHOCTb MNPAKTUKYHOLWMX
Bpayei pasnyHbIX CneumanbHoCTel B 3Toi 061acTi No3Bo-
ST YAYYLWWUTb AMArHOCTMKY AaHHOTO 3ab0NeBaHms 1 KOMop-
OUIOHbBIX C HUM COCTOSAHUMN.

BO3 onpenenser peduumt anbda-1-aHTUTpMNCKHA
(A1AT) Kak reHeTUYeCKM AeTePMUHMPOBAHHOE 3ab0oneBaHMe,
BbI3BAaHHOE HEA0CTAaTOMHOCTbO 3Toro 6enka. Jeduumt ALAT
SBNSETCS HEeLOCTaTOYHO AMArHOCTUPYEMbIM, MOTEHLMANbHO
daTanbHbIM HacneacTBeHHbIM 3aboneBaHnem [2, 3]. B mex-
[lYHapoaHoW knaccudukaumnm 6bonesHern X nepecmoTpa
nedununt ALAT oTHeceH k pybpwuke E88 «[lpyrve HapylieHus
obMeHa BeLLeCTB».

Bnepsble peduunt ALAT onucan B 1963 r. C.B. Laurell
S. Eriksson. B xone npoBeneHusa anektpodopesa 6enkos B
1 500 o6pasuoB y 5 nauMeHTOB BbISBNEHO CHMKeHMe ATAT.
Y TpOMX 3 NgT NaUMEHTOB OTMEYanoch pa3BuTne smMdmse-
Mbl B MONIOAOM BO3pacTe. [lopaxeHue neyeHu npu neduum-
Te A1AT 6bino yctaHoBneHo B 1969 r. Sharp, koTopbiit onucan
pa3BUTME LMPPOTUYECKUX WM3MEHEHWI B MEYEeHW Yy LIecTu
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[eTeit u3 rpynnel fecatu neteit ¢ gedbuuntom ALAT. Hannume
M3MEHEHWI BHYTPU renatoumToB, XapaKTepHbIX 4ns Gopmu-
pOBaHMS MOAMMEPOB NATONOrM4eckoro 6enka, bbi10 onucaHo
um B 1971 1. [4].

Hedununty ALAT nopsepxeHbl xuTenu crtpaH CeBepHOM
Esponbl, MnpeHelickoro nonyoctposa 1 CaynoBckoi Apasuu.
PacnpoctpaHeHHocTb B EBpone BapbupyeT B npefenax ot 1
Ha 1:800 go 1 Ha 2:500 HOBOPOXAEHHBIX, YTO COCTaBNseT
nopsaaka 125 000 yenosek [1]. B CLLUA HacuuTbiBaeTCS 0KONo
60-100 TbiC. NaUMEHTOB C 3TUM 3aboneBaHneM [4].

lMonumepusayuto Mo2ym ycunusamob makue
¢dakmopol, Kak nosbiwieHue memMnepamypbl menda,
CHU)XeHue pH, HapacmaHue koHYyeHmpayuu A1AT,
so3delicmaue apononiomaHmos, u npexoe 8cez2o
maba4yHo20 ObiMa

Anbda-1-aHTUTPUNCUH NpeacTaBnseT cobow HM3KoMone-
KYNSpHbIM rvkonpotens ¢ maccon 52-61 k[la v coctasnset
80-90% dpakumnm al-rnobynmHoB 1 4% BCex CbIBOPOTOUHbIX
npoTenHos [3].

leH, OTBeYAKOLWMIA 32 ero CTPyKTYpY, pacnonoxeH Ha 14
xpomocome (14g32.1) u coctouT u3 5 3k30HOB. CuHTe3
A1AT ocywiecTBngeTcs NpeMMyLLECTBEHHO B renaTounTax, B
MeHbLUEM KOMMYeCTBe OH BblpabaTtbiBaeTcsd Makpodaramu,



MOHOHYK/eapHbIMKU daroumTamu, HemTpodbunamu, BpoHxm-
aNbHbIM 3NUTENNEM, aNbBEONIOLMTAMMU, KNETKAMM KULIEYHO-
ro anuTenua u napeHxumsl noyek [1]. B neveHn npomcxo-
OUT BbIpabOTKa HEAKTMBHOrO npefwecTtBeHHMKa A1AT,
KOTOpbIN COCTOMT M3 418 aAMWHOKMCNOTHLIX OCTATKOB.

Mpu HapyweHuu 6anaHca Mexdy npomeasamu
U aHmunpomeasamu npoucxooum nopaxceHue
J1e204HOU MKaHU

AKTMBHasg dopma cocTouT m3 394 aMMHOKMCIOT M Tpex
rmapokapboHatHbix uUenen [5-9], BkntovaeT B cebsa Tpu
3-CTPYKTYypbl M aKTWBHbIA, METUOHUH-COAEPXKALLMIA LEHTP
[1, 6,7, 10]. AktuBaumsa A1AT nponcxoauT nyTeM NpoTeonu-
TMYeckoro otuwenneHus N-KOHUeBbix nentnaos. [locne
cekpeunn B KpoBb A1AT pacnpenenseTcd no cocyaaM u B
[anbHenwem, 6narogaps KpoBoToky, AMMOYHAMPYET Yepes
3HLOTENMANbHbIE W 3MUTENManbHble KNeTku B nerkue. Ha
NOBepxXHOCTU BpoHxmanbHoro anutenns A1AT onpenensetcs
B konnyectBe 10-15% ot ero cogepxanusg B nnasme [11].
Bpems Ha cuHTe3 3aHmmaeT nopsagka 1,5 4, 4yto oTHOCUT
A1AT k 6bicTpocekpeTupyembiM benkam [10]. NMepuop nony-
pacnaga coctaBnseT oT 3 Ao 6 aHei. CbiIBOPOTOYHAN KOH-
ueHtpauma A1AT coctasnget 1,5-3,5 r/n (Mo [aHHbIM
HedenomeTpuu, oT 2 0O 4 r/n) U MOXET pa3nuMyatbca y
O[HOrO M TOTO Xe Yes0BeKa B 3aBUCMMOCTM OT COMYTCTBYHO-
WX 3aboneBaHnin 1 NPOBOAMMON Tepanuu (Tak, Npu neye-
HuW 3cTporeHamm yposeHb A1AT noBbiwaetcs). MeveHb
cekpeTupyeT B HopMe 34 mr/kr A1AT B cyTku, a npu pas-
BMTUW BOCMANUTENIbHOIO M OMYXONEBOI0 NPOLECCa KOHLEH-
Tpauuna ALAT ysennumsaetcsa B 2-5 pas [7].

A1AT oTHocuTCa K HenkaM ocTpoi dasbl BOCMANEHUS U
NPpUHAONexXuT K CeMeWncTBy cepnuH (serpin protease
inhibitors) [4]. K 3ToMy ceMeliCTBY OTHOCATCS aHTUTPOMOWH,
nHrnbutop C, MHrMbuTopsl NnasmuHoreHa [12]. B 3moposom
OpraHM3Me CyllecTByeT paBHOBeECMe B CUCTEME «MpOTeo-
M3 — QHTUNPOTEONM3». [NaBHbIMM YYACTHUKAMM CUCTEMDI
aQHTUNPOTEONM3a ABAAIOTCSH CepruHbl. OCHOBHOW 3apavei
Al1AT aBnsetca mHrMbupoBaHue 3nactasbl [13] 1 3awuTa
TKaHen oT npoteonutuueckoro sosaencremnsa [14]. A1AT s 10
pa3 MHTEHCUBHee MHIMOMPYeT 3nacTasy, YeM Apyrue ceprnu-
Hbl [15]. DnacTasa paclwennseT anacTuH, KonnareH, dubpo-
HEKTWH, NaMUHWH, NPOTEOINUKaHbl U Apyrue 6enku 3kcTpa-
LLentoNgpHOro MaTpmkca NeroyHoi napeHxmmsl [13].

MNpu HapyweHun BanaHca Mexay nNpoTteasamu U aHTu-
npoTteasamMn MNPOUCXOAMT MOPAKEHME NEroYyHOW TKAHMU.
Bo3pelictBMe noONNOTAHTOB, a Takxke OakTepuanbHas
MHEeKUMS NpUBOAAT K aKTMBALUMM Hecneuuduyeckoi
3aWwumTbl. Makpodaru 1 nenKounTbl, MUTPUPYIOLLME B aNibBe-
ONgpHOe MNpPOCTPaHCTBO, BbipabaTbiBaT 6Guonornyecku
aKTVMBHblE BeLLecTBa, B TOM YuCNe 3/1actasy, NpuMBOAS K
YBENUYEHUIO MPOTEONNTUHECKON aKTUBHOCTU. SBNSSACh
3alUMTHOM peakuMen, HanpaBNeHHOW Ha YHUYTOXEHUe
Yy)KepOoAHOro areHTa, y nauueHToB C geduumtom A1AT
camMa 3Ta peakums MpUBOLMT K MOBPEXAEHWUIO NIETOYHOW
TKaHW. B HopMe BO34eiCTBME 31acTa3 KPaTKOBPEMEHHO U
He npesblwaeT 20 mc [13, 15, 16]. B cnyvae pedumumnta ATAT

yBennunsaetcs Ao 80 Mc, YTO NPUBOAMT B AECTPYKLMM 3na-
CTUYECKMX BOMOKOH [8] n paHHeMy pa3BuTUIO 3MbU3EMbI
[13,15,17,18]. B panbHeiwem neroyHas TkaHb 3aMellaeTcs
COeANHUTENBHOW TKaHbO, YTO MPUBOAMT K OOCTPYKTUBHbLIM
HapylleHusaM u aMbuseme.

PacnonoxeHHbIh Ha xpomocome 14g32.1 reH oTBevaeT
3a npoaykumto A1AT, HocuT HasaHue SERPINAL (serpin
peptidase inhibitor, clade A) unu Pl (proteinase inhibitor) [6]
M MMEEeT KOOMpYKLME 3K30HbI — 2, 3, 4, 5 n Hekoaupyto-
wue - 1la, 1b, 1c [19]. Skcnpeccuto reHa B CTaBUNbHOM
COCTOSIHUM PerynunpyoT MPOMOTOPbI, MPY BOCMANEHUN 3HAUU-
TenbHas ponb OTBOAMTCS 3HXaHcepam [20].

[eH obnagaeT BbICOKMM MONMMOPGOU3IMOM: B HacTosLLee
BpeMs u3pectHo 6onee 500 annenbHbIX BapUaHTOB, KIUHM-
4eckoe 3Ha4YeHue 13 KoTopbix MMeeT okono 30 [3]. B 3aBucu-
MOCTU OT BblpabaTtbiBaemMoro b6enka ALAT annenu koaupyto-
Lero reHa MoApasfenstoTcs Ha yeTbipe QYHKLMOHANbHbIX
Knacca: HopmasnbHble - |, neduuntHble — II, Hynesble — I, ¢
HapyweHueM dyHKkumm — IV [19].

BO3 onpedensem depuyum anva-1-
GHMUMPUNCUHA KaK 2eHemMu4ecKu
demepMUHUpPOBaAHHoe 3abonesaHue,
BbI3BAHHOE HeA0CMamoYyHoCMbio 3mo2o beska

B 3aBucumocTn oT nomaBwxkHocTM Monekyn ALAT npwu
anekTpodopese annenun Noay4Ymunm ByKBEHHY HOMeHKNaTy-
py - oTA no Z[18]. benok, uMetoLwmnin HopManbHble CBOMCTBA,
OCTQHABNMBAETCS Ha cepeavHe 31eKTpodOpesHOro rens u
obo3Havaetcq b6yksor M [1]. B HacTosiee BpeMs 0nmMcaHo
HEeCKoNbKo BapuaHToB M-annena — M1V, M1A, M2, M3, TNpu
3ToM A1AT BblpabaTbiBaeTcs B AOCTaTOYHOM KONM4YecTBe
obnapaet HopManbHoW GyHkumen [1]. MiMetoTcs pe3ynbraTsl
MCCNenoBaHUIA, YKa3biBaOLWMeE HA TO, YTO OCTaNbHbIe annenm
NMPOU30LLAM B pe3ynbTaTe U3MEHEeHWUH NOCNef0BaTeNbHOCTH
[OHK, onpepensiowen CTpykTypy BapuaHToB M-annens.
Cpenm Hux BbloenstoT HopManbHble (Christschurch, B, F, X, M4,
PSt.albans) peakue annenu v aHopManbHble annenu, cpeau
KoTOpbIX Hambonee wvacTtbiMu gengwotca S m Z [1, 21, 22].
MnasmeHHas koHueHTpauus ALAT y HocuTenelt Z-myTauuu
coctaBnsiet 10-20% OT HOpMbI 3a CYeT MoAUMMepuU3auum
A1AT. bonbwas monekyngpHas Macca ALAT He nosBonset
€My MPOHMUKaTb Yepes LMTOMNNa3MaTUYECKY0 MeMBPaHY, 4To
NPMBOAMT K HAKOMJIEHMIO B renatoumTax. Hakonnernme ATAT
B renaToumTax OKasblBaeT LUTOTOKCMYEKOE AENCTBUE, NPU-
BOAS K Pa3BMTMIO HEOHAaTaNbHOW XEeNnTyxu, OBEHWAbHOTO
renatuTa, LMpposa u renatoLetoNapHON KapumnHoMsbl [5,
18, 21, 23]. Bbicokas yactoTa pa3BuTUa IMOU3EMbI NETKUX Y
[aHHOM rpynnbl NauneHToB 0byCI0BAEHa HEBO3MOXHOCTbIO
MHIMOMPOBATL 3N1aCTa3zy HEMTPODUNOB HEBONBLIMM KoNlMye-
ctBoM Al1AT, nocTynaiowum B KpOBOTOK [6]. MyTtauuwu
Mmalton » Siiyama accouumpoBaHbl C NoAMMepu3aumei
6enka [23]. [TonMmepusaumio MOryT yCunmMBeaTh Takme QakTo-
pbl, KaK MOBbILIEHWE TemnepaTypbl Tena, CHWxkeHue pH,
HapacTaHWe KoHueHTpauun ALAT, Bo3aencTeme aspononto-
TaHTOB, M Mpexae Bcero TabayHoro AbimMa. LiMppos nevexn u
3Mbu3eMa B paHHEM BO3pacTe XapaKTepHbl 4AS rOMO3MIoT
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no Mmalton [24]. CHuxeHue KoHueHTpauun ATAT y HocuTe-
new S-annenei CBA3aHO C Aerpafaumeit 6enka B renatoum-
Tax. B 10 xe Bpems konuuvectBa A1AT, noctynatouiero B
KPOBb, AOCTATOYHO AONAS WMHIMMOMPOBAHUS HEWTPODUIBHON
3nactasbl. KnuHuyeckoe 3HayeHue S-annenb npuobpetaet
TONbKO B coveTanun ¢ Z- unu Q0-sapmanTamu reHa Pl [25].
CHMKeHWe KoHueHTpaumn AL1AT y maumMeHToB C MyTauui
Mheerlen, Mprocida-, Mmineral spring-myTaumusaMu Takxe
CBSA3aHO C BbICTPOI Aerpagaumert 6enka, 4to accounMmnpoBa-
HO C BbICOKMM PUCKOM pa3BUTUS 3MOBU3EMbI Y FOMO3UIOT
[26]. K npoaykummn 6bicTpopaspywatouierocs ALAT npuso-
[OST OAHOHYKNeOoTMAHble 3aMeHbl B reHe Pl, pesynbratom
KOTOpbIX $BNsSeTCcs (QOpPMMPOBAHUE NpEXAEBPEMEHHbIX
CTON-KOAOHOB. [JaHHble M3MEHEHMS XapaKTepHbl NS roMo-
3urot QOgranite falls, QOmattawa, QObolton [18, 21, 27]. B
pe3ynbTaTe 3KCNpeccuu annenei, otTHocawmxcs K 1V knaccy,
npoucxoaut cuHTe3 A1AT B HOPManbHOM KONMMYECTBE, HO C
M3MeHeHHbIMK  dyHKUMAMK. CuHTE3 aHoManbHoro AlAT,
6/11M3KOro MO CBOWMCTBAM K aHTUTPOMOWHY, MPOUCXOAMT Y
HocuTenen myTauumm Pittsburg [27]. Takne n3mMeHeHMs NOBbI-
WaKT PUCK pa3BUTUG reMOPParMyeckoro woka M CMepTu
npu BOCNANMTENbHbIX MPOLEeCccax WM TpaBMax M HapyLleHUs
BTOPOM (a3bl CBEPTbIBAHWUS KPOBW [6, 28]. B knnHMyeckom
MPaKTUKe MOXHO CTOMKHYTbCS C CUTyaUMSMK, KOrAa MMELoT
MeCTO HOpMasbHble UCXOLHO KONMMYeCTBO M GyHKUMM ALAT,
O[lHaKO OTCYTCTBYET €ro MpUpOCT NPW MNOBbILEHUN YPOBHEW
NN-6 wn 3nactasbl HelTpodunos npu BocnaneHuu [1].
[laHHOe COoCTOsHME acCOLMMPOBAHO C HOCUTENLCTBOM MyTa-
unm Kalsheker — Poller, koTopyto nmetoT 17% naumeHToB C
XH31 [6, 27].

Hocutenu reHotnna PIMM mnMetoT HopMasbHbIi YpOBEHb
A1AT, coctasnstowmin 20 MkMonb/n 1 6onee, KOTOpbIA Npu-
HumaeTca 33 100% [5]. Cpean naumeHTOB C TSKenbiM Aedu-
untom A1AT 95% coctasnstoT HocuTenn ZZ-beHoTuna, apy-
rme peakue BapuaHTbl cocTaBnaoT 5% [1].

B knuHuveckoli npakmuke MOXXHO CMOIKHYMbCA

€ cumyayusamu, Ko20a uMelom Mecmo HOpMasbHbie
Ucxo0Ho Konu4ecmso u ¢pyHkyuu A1AT,

00HAaKO omcymcmayem e20 npupocm npu
nogbiwieHuu yposHet NJ1-6 u anacmasbi
Helimpogunos npu socnaneHuu

bonbwmnHcTBO MauuneHToB ¢ geduuntom ALAT wmmetot
neroyHyto Gopmy 3abonesanms u nuwb 12% naumeHToB
MMEIOT MopaeHne TKaHel neyeHn. B MnageHyeckoM BO3-
pacTe NopaxeHue neyeHn AebTUPYeT C XONeCTaTMYeCKown
Xentyxon u renatomerannamu (y 10-20%) B nepsble Hepe-
JIN XKM3HU C paspelleHnem 3TUX KIMHUYECKUX CUMNTOMOB B
nepBble YeTbipe Mecsua Xu3Hu [4]. Hanuune nopaxeHus
neyeHu B nepuonae HoBopoxaeHHoCcTH B 20% cnyyaes npu-
BOLMT K Pa3BMTUIO LMPPO3a MeYEHN B AETCKOM BO3pacTe. Y
OCTaNbHbIX MALMEHTOB, BEPOSTHO, NAaTONOrMYeCKUIn Benok
paspyLaeTcs. JTabopaTopHbIMM NpU3HaKaMK MOBPEXAEHNS
neYyeHun ABAAKOTCH rMnepbunnupybrHeMms 3a cHeT HenpsIMon
dpakuun, rMnepxonectepuHemMus, yBeanmyeHne LLenoyHowm
docdaTasbl, raMMa-rOTaMUATPAHCNENTUAA3bI, YMEPEHHbIH
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NOAbEM YPOBHSA TpaHCcamuHasz kposu [29, 30]. NpumepHo B
70% cnyyaeB MauMeHTbl UMET CYOKNIUHUYECKME U3MEHe-
HMa nabopaTopHbix nokasatenei [4]. YacTota passuTuS
LMppO3a NevyeHn yBeNMYMBAETCS C BO3PACTOM U COCTaBNSET
3% cpeon naumentoB o 20 net u 30-50% y noxunbix
naunenToB [31, 32]. Cpefn NaumMeHToB C PaHHWM Ae6l0TOM
NMeYeHOYHbIX MPOSBAEHWIA, NO AaHHbIM cTaTUCTUKKM, 10%
ymupaert K 8 rogam. leduunt ALAT n aTpesns enyesbiBO-
ASLWMX NMPOTOKOB SBASIOTCA BeAyLIMMU MOKA3aHUAMK AN
nepecasku neyexun y getei [32]. NopaxeHne neyeHn BO
B3pOC/OM BO3pacTe MpeAcTaBleHO MENKO- U KPYMHOY3/0-
BbIM LMPPO30M MeyeHu, npoTekaeT 6€CCUMNTOMHO U MOXKeT
NPUBOAMUTL K Pa3BUTUIO MeYeHOUYHOKNEeTOYHOro paka [19].
[NopaxeHne NeYeHOYHOW TKaHWM MNPUBOAMT K CHUXKEHMIO
CUHTETUYECKOW CMOCOBHOCTU NeYeHn U BTOPUYHOMY Aedu-
unty A1AT [29].

Euie ogHOM npuymHoM rmbenu naumMeHToB C AeduuMTOM
A1AT aBnatoTca oHKonornyeckune 3abonesaHma. [Ana naHHom
rpynnbl NaLMEHTOB XapaKTepHO pa3BUTHE paka neyeHun bes
npeaLllecTByloLWEero npeapakoBoro CocTtosHus [33, 34]. Y
nauneHToB ¢ PiZ-annenbio XOoNnaHrMokapLMHOMbI renaTtoxo-
NaHTMOKAPLMHOMbI BCTPEYAOTCS Yalle, Yyem B obLiei nony-
naumm [4].

MopaxeHue nerkux B Buae 3Mdu3eMbl, 0OOCTPYKTUBHbBIX
HapyLeHWH, peunanBupyoWnX BOPOHXMTOB, MOBTOPHbIX
NMHEBMOHMWIM Yallle BCEro BCTPeYaeTcs y Hocutenem Z- u
S-annenen, Hanbonee Taxenble GOPMblI BCTPEYAKOTCS Y HOCK-
Tenen 3TMx annener B roMO3UIOTHOM COCTOSIHMM. [1pn 3TOM
yposeHb A1AT He npesbiwaeT 30-40 mr/an (5-6 mMkmons/n).
Mo LaHHBIM NUTEPaTYPbl, ONMUCHIBAETCS Pa3HbIii BO3PACT Kn-
HUYECKMX MPOSBNEHUI MOPAXKEHNS NEFOYHON TKaHW. B ogHMX
MCTOYHMKAX YKa3aHo, 4to Kk Bospacty 20-40 neT 31 naum-
€HTbl MMELOT TSKENYI0 NaHaLMHaPHY0 IMBKU3eMy C nopaxe-
HWEM HWKHMX gonen nerkmx. KnnHuyeckn nopaxexue ner-
KMX MpOSBNSETCS HE3HAYMTeNbHbIM Kallnem, 6blcTponpo-
rPeccupytoLLei OAbILWKONM, Y KYPWUIbLWKWKOB — CUMMATOMaMM
XPOHUYECKOro OpoHXMTa. BblpaXeHHOCTb MopaxeHus
NEroYHOM TKaHM OYeHb BApbUPYET U MOXET COXPaHSATbCS Y
KYPWNbLWKKOB C PI*ZZ-hpeHOoTUNOM U CHUXKEHA Y HEKYPALLMX
HocuTenen 3Toro xe @eHotuna. 1o ApyrMM OaHHbIM, Kak Y
KYPALWMX, TaK M HEKYPSLLMX NALUEHTOB MOPAXKEHWE Neroy-
HOW TKaHM pefnKko pa3BmBaeTcs Ao Bo3pacta 25 net o
[aHHbIM Fregonese L., y Kypslmx naumeHToB 3mdbusema
passuBaetcs B Bo3pacte 30-40 net, y Hekypswmux - B
50-70 net [20]. Mpn Hann4Mn XpOHUYECKOM 0BCTPYKTUBHOM
6one3Hn nerkmnx n 6poHxunanbHoi actmel (BA) Heobxoanmo
uccnenoBaHue reHa Pi Ha HanmMume HocUTENbCTBa AePULMT-
Hbix anneewt [22]. Neduunt ALAT npu HaanymMm naTonorum
HPOHXONEroYHOM CUCTEMbI AMArHOCTUPYETCS KpaiHe peako
BBMAY 3a01YXKAEHMS O HU3KOW pacnpoCTpaHeHHOCTU aedu-
umnta A1AT, B3aMMouckyaroWwmx amarHo3ax bA n nedumum-
Te A1AT, NoXXHOM npeacTaBaeHun 06 M30AMPOBAHHbBIX NPO-
ABNEHMAX KaXKA0ro u3 3abonesanuni [28].

Bonpoc covetanus pedpuumnta A1AT u BA nsyvancs MHo-
TMMU y4eHbIMK. [1pK 3TOM NONYYEHbl pa3HOPeYnBble pesynb-
TaTbl. Tak, no AaHHbIM McElvaney N.G.[35], cpean nauneHToB
¢ bA B 31% cny4yaeB 3Tv 60MbHbIE SBASIMCH TOMO3UTOTaMM
PIZZ. B pabotax M. Needham noka3aHa Bbicokas pacnpo-



cTpaHeHHocTb PIMS y naumneHToB ¢ BbA [36]. B T0 e Bpems
KonunyectBo HocuTenen PIMS cpeau naumeHToB ¢ BA u 6e3
TakoBOM 6bino conoctaBuMbIM B pabotax Katz R.M. et al.
(1976). CpaBHuBag TeyeHne BA y MaumeHTOB C pa3nnyHbIMK
annensMu, He Bbl0 NMONYYEHO PA3NUYMIA Y HOCUTENEH reHo-
™inos PIMM u PIMS [37], a y Hocutenen PIMZ-reHotuna bA
BCTpeYanach B TpM pasa Yalle no CPaBHEHMIO C HOCUTENSMMU
PIZZ [38]. B T0 e BpeMs cpeau NaLMeHTOB C TSHKeNou, cre-
pona-3aBncMMon bA yalle BCTpeyaeTcs HOCMTENbCTBO ane-
na PiZ [37].

Accounaumsa bA n peduunta A1AT B ceMeMHOM aHaMHe-
3e Hbina nokasaHa B pabotax Bruttmann G. [39].

MopaxkeHue neakux 8 aude IMpu3sembl,
06cmpyKmusHbIx HapywieHutl, peyuousupyloujux
6poHxumMos, NoBMOpPHbIX NHEBMOHULI Yauje Bce20
scmpevaemcs y Hocumeneli Z- u S-annenel,
Haubonee msxkenbie popMbl BCMpedaomca

y Hocumernel 3mux anneneli 8 20MO3U20MHOM
COCMOsIHUU

MHpopMaLmMs 0 Natonorum nerkux y aetein ¢ eduumMtom
anb®a-1-aHTUTPUNCUMHA HEMHOTOYUCIEHHA, YTO NOBYAMN0 HAC
K Ny6AnKaumMmn pesynstatoB HabnwaeHus geten ¢ sepuduum-
POBAHHbIM NepBUYHbIM AeduUMTOM anbda-1-aHTUTPUNCUHA.

Mop Hawmm HabnaeHneM Haxoaunoch 5 getel ¢ pedu-
umntom A1AT B Bo3pacte o1 1 1o 9 neT, Tpoe Manb4yMKkoB U ABe
LeBOYKM. Bce Manbuuku SBASAUCH TOMO3MIOTAMM MO
Z-annenu, oeBoykn umenn PiMZ-dbeHotumn.

Bcem geTam faHHbIN AnarHo3 6bin ycTaHoBAEH A0 0bcne-
[l0OBaHWS B HalleM CTauMoHape.

MpuBoaMM KauHuYeckul npumMep NaumeHTa ¢ 4eduumMToM
anb®a-1-aHTuTpMUnCuHa.

MayueHm K., om 1-0 6epemeHHocmu, npomekaswell Ha
(oHe xpoHu4eckoeo nuenoHeppuma be3 obocmpeHudl. Poosl 8
CPOK, 4epe3 ecmecmgeHHble podossie nymu. AHmMpono-
Mempuydeckue OaHHble npu poxdeHuu 8 npeodenax HopMasb-
Hbix 3Ha4yeHul. Bec 3250, onuHa 51 cm. OueHka no wkane
Aneap 8/9 6annos. llepuod HosopoxdeHHoCmMU 6e3 namoso-
euu. C powodeHus pebeHoK Haxooumcsi HA ecmecmeeHHOM
sckapmnusaruu. C 803pacma 3 mecayes ommeqeHo CHUMeHuUe
8ecosbix npubagok, Yymo nompebo8ano 00NOAHUMENLHO20
06c1e008aHUS, NPU KOMOPOM 6bII0 YCMAHOBAEHO CmMOUKoe
nosviweHue yposHs mpaHcamuHas (AJIT 110 Ef/n, ACT 80
EZl/n, npu Hopme 0-40 E/l/n). Pezynemamel 06¢1e008aHuUS HA
BUPYCHble 2enamumesl — ompuyamesibHele. YposeHs 06ue2o
bunupybuHa u e2o ppakyull — 8 Npedenax HopMaabHbIX 3Haye-
Hud. [llpu onpedeneHuu yposHs ansbga-1-aHmumpuncuHa
(A1AT) ommeueHo ez2o cHuxeHue 0o 0,3 e/n (Hopma 1,2-2,0
2/n). Yemaroenen PiZZ-peHomun (p.E342K). C uensro sepupu-
Kayuu xapakmepa nopamKeHus nedeHu 6biia nposedeHa ee
buoncus. B Mukponpenapame nosy4eHsl munu4Helie 0715 oegu-
yuma AIAT PAS(+)-skmoveHus. C go3pacma 6 nem ommeya-
JIUCL CMoOUKUe U3MeHeHUsI (U3UKATbHbIX OGHHbIX J1eeKUuX -
cpedHenysbipdamesle xpunsl 8 npoekyuu S6 cnpasa. lNMpu 3mom
U3MeHeHUl 8 KIUHUYECKOM aHAnu3e Kposu U HA peHmMeeHo-
2pamme 0p2aHo8 epyoOHOU Knemku 8bisiefIeHO He Obl0.

C uenblo ymo4yHeHUs NoOpameHus: 0p2aHo8 ObIXaHUS nayu-
eHm 6ol 06¢1€008GH 8 NYy/JbMOHOI02UYECKOM 0moeneHuu
Crerey3 «lemckas 2opodckas 6oasHuya N°19  um.
K.A. Payxgyca». llpu ocMompe obpawanu Ha cebs 8HUMAHUe
CHUXEHHOE HAacmpoeHue, acmeHuYeckull mun mesaocoMeHUs.
Bec 15 k2 (1). Pocm 105 cm (3). Mukpocomamomun. [uceapmo-
Hu4eckoe pazsumue. [Ipu ayckynemauyuu aezKux B8bICayLIUea-
JIUCL CpedHeny3elpyamele Xpunel 8 npoekyuu S6 cnpasa.
[lepKymopHO SICHbIG N1€204HbIU 38YK €3 JIOKAbHBIX U3MEHEHUL.
B ocmaneHoM 8HympeHHue opeaHs! 6e3 namosnoauu. [1o 0aHHsIM
QyHKUUU 8HewHe2o ObixaHus (PBLl) (cnupomempus, umnynsc-
Has ocyunnomempus, obwas 6o0unnemu3Mo2papusi) HusHeH-
Has emkocme neekux (XKEJI) & npedenax HopMel, 06cmpykmug-
Hble HapyweHUsl He 8bisiI8IeHbl. BpoHxo0unamayuoHHsie npobs
C €anbymamonom, ampogeHmoM ompuyamesnsHoie. Ha peHm-
2eHoz2pamme 0p2aHoe epydHol knemku 6e3 04azo8bix U UHPUTb-
mpamugHbix usmeHeHull. C y4emom JIOKAnbHbIX UIUKANbHbIX
U3MeHeHUll, a makxe O0CHOBHO20 0udeHo3a 0blL10 NPUHSMO
peweHue o nposedeHuu yanybneHHo20 NyNsMOHOM02UYEeCKO20
06¢1e008aHUS, KOMOPOE BKAKYANO 8 CeOS MyIbMUCNUPANbHYIO
KomnsromepHyr momozpaguto (MCKT) opeaHos epydHoli knemu,
pubpobporxockonuto. Mo daHHeiM MCKT ycmaHosneHo, 4mo
8030YWIHOCMb JIe2KUX 8 npedenax HOPMAabHbIX 3HAYeHUll
(-860 HU), 8 npoekyuu S2 cnpasa umeemcs b6ynna. [1o 0aHHbIM
pubpobpoHxockonuu, 3H00bpoHxum 1-2-ii cmeneHu.

C y4emom nosydeHHbiX pe3ynemamos 06¢1e008aHus bbin
ycmaHoeneH 0uazHo3 «Hdeguyum ansga-1-aHmumpuncuHa:
IMpuzema nezkux, XpoHUYeCKUl 2enamumy.

Undopmayun o namonoauu neakux y demeti

¢ deduyumowm anba-1-aHMuMpUNCUHA HeMHO20-
yucsieHHa, Ymo nobyoduno Hac K nybnukayuu
pe3ynbmamos HabsodeHus demeli ¢ BepuduyUPOBAHHbIM
nepeuYHbIM depuyumom anbda-1-aHmumpuncuHa

B HacToslLee BpeMS C Lenbio 3aMeCcTUTENbHOW Tepanuu B
Poccuiickoit  @Depepaumm  3aperMcTpuMpoBaH npenapart
Pecnukam, npeacraBastowmnii coboit anbda-1-aHTUTPUNCKH
NS BHYTPMBEHHOIO BBEAEHMS. YUMTbiBAsS Nepuos mnosyBbl-
BefeHus npenapaTa, nHdy3nmn Heobxoammo npoBoanTb 1 pa3
B HeAento, NoXun3HeHHo. PacyeT no3bl npenapata npoucxoauT
Ha Kwunorpamm Beca nauumeHTta. C yyeToM paHHero aebrota
3IM(DM3EMATO3HbIX M3MEHEHUI, CHUXKEHUS KAuecTBa KWM3HM,
acTeHM3auMM naumeHTa BpayebHOM KOMMCCMEN B COCTaBe
reHeTuKa, Ny1bMOHOI0ra M renatonora Hbi10 NPUHATO peLue-
HWe O MPOBEAEHUW 3aMEeCTUTENbHOM Tepanuu MNaumeHTy C
PiZZ-beHotnom un smdusemoit nerkmx. Mo pelweHnio Bpa-
4ebHOM KOMUCCKU, B COCTAB KOTOPOM BXOAMM TEHETUK, MY b-
MOHOJIOF, raCTPO3HTEPOIOT, NeaMaTp, OblIo NPUHSTO pelLeHne
HauyaTb 3aMeCTUTeNbHYK Tepanui naumeHty ¢ PiZZ-
deHoTMnoM u 3Mdu3eMon nerkux. B kayectse npenaparta
ncnonb3osancs MHH anbda-1-aHTUTPUNCKUH YenoBeveckui,
KOMMepyeckoe Ha3BaHue Pecnukam, B fo3e 60 mr/kr/BBene-
Hue. CornacHo pekoMeHAAUMAM AMEpPWKAHCKOro Topakasb-
Horo obuiectBa 1 EBponerickoro pecnnpatopHoro obuwecTsa,
3aMecTuTeNbHas Tepanus NPOBOAWTCS C 4YacTOTOM BHYTpU-
BEHHOW MHPY3MM 1 pa3 B Hement. Ha GoHe nMpoBOAMMON
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Tepanuu oTMeYeHo HapacTaHue ypoBHa ALAT, perpecc dusu-
KaNnbHbIX U3MEHEHWI B TErKMX, HOPMann3aLms ypoBHS TPaHC-
aMUWHas, yayyleHwe annetuta M 3MOUMOHANBHOro GoHa
pebeHka, HapacTaHWe BecoBbix nMpubaBok. Yepes roa Tepa-
MM NALMEHT SOCTUI BO3PACTHbIX HOPM B aHTPOMOMeTpuye-
CKMX LaHHbIX M B HAaCTOsILLEe BpeMs TPAKTYeTCs Kak rapMo-

Taknum o06pasoM, 3aMecTuTenbHag Tepanua geduumTa
anbda-l-aHTutpuncuHa npenapatom MHH  anbda-1-
AHTUTPUNCKUH YENOBEYECKMA, KOMMEpPYECKOe Ha3BaHWe
Pecnnkam B po3e 60 Mr/kr/BBeaeHue, no3Bonwna Cylle-
CTBEHHO Y/NYYWMWTb KAYeCTBO XM3HM MaUMeHTa C [AaHHbIM
3aboneBaHMeM, a TakkKe HOPManu3o0BaTb (U3MKaNbHblE U

HWYHbIM Me3ocoMaToTumn. [To gaHHbiIM MCKT, 6e3 AMHaMUKM.
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