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eunut al-aatTutpuricuda (AAT]I) sBiaseTcs ay-
TocoMHO-penieccuBHBIM (OMIM +107400) Ha-
CIIEICTBEHHBIM 3200JIeBaHUEM, XapaKTepu3ylo-

MMCS TIOHVKEHHOW KOHLIEHTPALMEN WU OTCYTCTBUEM
al-antutrpunicuHa (AAT) B CBIBOPOTKE KPOBU BCIIEICTBUE
psana mytanuii reHa Pi (Protease Inhibitor, mHrHOGUTOP TIPO-
Teas). OCHOBHBIMU KJIMHUYECKUMU TTPOSIBJICHUSIMU SIBJISI-
I0TCsI, IPEXIIe BCEro, XpOHMUYECKHE HecTTelIMpIecKue 3a-
OoJieBaHUS JIETKUX C pa3BUTHEM dM(MU3eMBI U TTOpaXKeHUE
TeYeHU B BUe 1uppo3a [1]. 3aboneBaHMsI OpraHOB JIbIXa-
HUsI 3aHUMAIOT TIEPBOE MECTO B CTPYKTYpE 3a00JIeBacMO-
CcTH Bcex clioéB HaceneHus Pecnyonuku Caxa (AxkyTus)
[2], uyTo memaeT akTyaJTbHBIMU BOIIPOCKHI TU(depeHIINATb-

HOI TMarHOCTUKM HanboJjiee 3HaYMMoIi Ho3omoruu. Kpo-
Me KiamMmaTuueckux paktopoB Kpaiinero CeBepa 1 mpu-
PaBHEHHBIX K HIM PETMOHOB, BaXKHYIO POJIb UTPACT 3arpsi3-
HeHHe aTMOC(hEepHOro Bo3ayxa, KOTOPOe MOXKET CTaTh
TPUTTEPHBIM (haKTOPOM IPU HAIMYMU MYTalIUii, aCCOLIM -
MPOBAHHBIX ¢ KIMHUYeCKUMU mposiBieHusMu AAT/L. Tak-
JKe BaxKHa TMarHOCTHKA 0O0JIe3HEH XKeJIyT0UHO-KUIIIeYHO-
ro TpakTa, BKJIo4as nuddepeHInaaIbHyI0 TMarHOCTUKY
HEeMH(MEKIIMOHHBIX TelIaTUTOB HESICHOM 3THOJIOTUU, KO-
TOPBIMU MOXKET TIposIBIsaThCs AAT/I.

Ilenu u 3aga4n padOTHI: aHAJIU3 OIbITA UCCIICIOBAHMS
ypoBHs cbiBOpoTouHOro AAT cpenu HaceneHusi Pecny-
omuku Caxa (SAkyrtus).
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KPATKWE COOBLLEHNA

MaTepvlanbl n metoabl

HccnenyeMast momyasiius — MallMEHTHI OTACICHUMA
METCKOM MyJIbMOHOJIOTHHN M TaCTPOIHTEPOJIOTUN, KOTO-
pBIM MoKa3aHa muddepeHIInaIbHas TMarHOCTHKA 3a00-
JIeBaHUM JIETKNX W KPUTITOTEHHBIX TeTIATUTOB C IIEJIBIO MC-
kimoueHust AAT/I. Y maureHTOB MpOU3BOAUTCS 3a00p Be-
HO3HOM KPOBU C MOCJIEAYIOLIUM OTAEIEHUEM CHIBOPOTKU
O0IIeTPUHITHIMU MeTomamMu. [loryaeHHasT CBIBOPOTKA
OTIeJAeTCSI OT (DOPMEHHBIX DJIEMEHTOB M XpaHUTCS TIPU
temriepatype He Boile -20 °C He 6onee 14 nHeii. C 2005 T.
no koHell 2019 r. obciaenosano 714 mauuenTton. Konu-
YeCTBEHHOE ompeneieHre ypoBHS anbda-1 AAT mpoBo-
IUATCS UMMYHOTYpOMIUMETprUIecKUM MeTomoM (Sentinel
Diagnostics, Utamus) Ha ciektpodoTomerpe UV-1800
(Shimadzu, Amonns). KamndpoBka 1 BHEIITHUI KOHTPOJIb
Ka4yecTBa IIPOM3BOAMIICS C UCTIOIb30BaHEM PEKOMEHIO-
BaHHOTO TIPOM3BOIUTENIEM HabOpa peareHTOB KaJInopo-
BOYHBIX U KOHTPOJIBHBIX MaTePHUAJIOB.

Pesynbratbl 1 06CyKaeHNe

IMonasastomee yuciao naureHToB (80%) ObLIO Ha-
MpaBJeHO U3 OTAEJICHUSI HOBOPOXIEHHBIX. 25% mnaru-
€HTOB TMAIlMCHTOB M3 BCCH BRIOOPKM MMEJIH ITOBBIIICH-
HbIN ypoBeHb AAT, uTo 00BSICHSIETCS, TIPEXAe BCEro,
TeM, 4To AAT gaBisieTcst 6eIKOM OCTpo¥ a3kl BOCIa-
neHus. [ToBTopHBIE UCCIeN0BaHMS, BHITIOJHEHHBIC T10-
clie CTabMIM3alluy KIMHUICCKOM KapTUHBI, KaK mpa-
BUJIO, IEMOHCTPUPOBAJIN PE3yIbTaT B Mpeaeiax pede-
peHcHBIX 3HaueHU (90-200 Mr/mr). Bocripon3BoanMBbIX
pe3yIbTaTOB HMXKE peepeHCHBIX 3HAUCHMIA, a TaKXkKe
MOTPAaHUYHBIX, BXOISIINX B 30HY HEOIMPEACIEHHOCTH,
COOTBETCTBYIOLIEH reTepo3uroTHoMy reHotuny PiMZ
(90—115 Mr/mn), He OBLIO.

CorracHO IMEIOIIMMCS INTEPATyPHBIM JaHHBIM, HaM-
BBICIIIAas YACTOTA HanboJIee 3HAYMMOT'O MyTaHTHOTO aJljie-
g reHa Pi, PiZ 3a¢ukcupoBana B JIaTBuM, 4acToTa Olie-
HuBaeTcd Kak 45 Ha 1000 HaceneHus, yacToTa ajens PiZ
B Poccum onenmnBaercs kak 3 Ha 1000 [3]. B 6onbImHCTBE
crpaH BocTouHoit A3uu yacrota ajenst PiZ Takxke oleHu-
BaeTCs KaK MUHUMAJIbHAST. DKCTPATIOJISIIIS 3TUX TaHHBIX

Ha CeBepo-BOCTOK JIa€T OPUEHTUPOBOYHBIE JaHHbIE, COTIO-
CTaBUMBIE C MOJYYEHHBIMU 3KCIIepUMeHTaIbHO. B To ke
BpeMsI, bJarogaps aKTUBHOI BHYTPEeHHE MUTpallMy Ha-
ceJIeHUsI, HeJIb3sl MOJHOCTbIO UCKITIOUATh BO3MOXHOCTD
MIPUCYTCTBUS B IONYISIUN SIKyTUN WHIWBUIOB, SBIISTIO-
LIUXCSI HOCUTEISIMU MYTaHTHBIX ajuiesieid reHa Pi. [omy-
YeHHbIE OMOXMMMYECKUE JaHHbIE TAKXKe MOATBEPKAAIOTCS
paHee TPOBEIEHHBIM  MOJIEKYJISIPHO-TEHETUYECKUM HC-
clienoBaHUEM BBIOOPKY U3 152 MHAMBUAOB U3 YUCIa KO-
PEHHBIX XUTEJIeH SIKyTHH, TIe He ObIJIO BBISIBJICHO HU O~
HOTO HOCUTEJISI MyTaHTHOTO aieiis PiZ.
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