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Yemanoeneno, umo 6 bonvuwuncmese ciyuaes (75%) saboresaemocmeii yuppo3om ne-
YeHU, HCENMYXOU U Op. HAPYWEHUU JICeyOOUHO-KUUMEYHO20 MPAKmMa 8 CblBOPOmKe KpOo8U
Haboaemcs HedOCMamo4HOCMb UHUOUMOopa npomeas arb@a-1-anmumpuncuna, 00ycios-
JeHHas mymaumuvimu annensmu PiS u PiZ. Y no0obHvix 6016HbIX 661 U3YUEH NOTUMOPDUIM
wenounoil pocpamasvl, burupybura u amuaasel. Ilpu s5mom 6 IKCHEPUMEHMATLHOU 2pynne 6
KPOBU  OOHAPYHCUBAETNCA SHAYUMENbHBIU COBU2 YPOBHA KOAUYECMEd (hepMeHmos neveHu u
nooaicenyoounoll xceneswl (00 10-15 pas) 6 cpasuenuu c KOHMPOIBLHOLL.

KiroueBble cjioBa: MyTalliy, HaClIeACTBEHHBIE 3a00eBaHMs, (PePMEHTHI, OMITUPYOUH.

Anbda-1-anturpurncud (alAT) cunTe3upyercs B remnaTrouuTax MeYeHU
U SBJISIETCSI MHTUOUTOPOM MpoTea3 (TPUICHHA, KOJUIareHasbl, 3J1acTa3bl, Mpo-
Tea3 NoIMMOpP(HO-AIepHBIX HEHTpouIoB). B meyenu npu HapylmieHUH CHH-
Te3a o lAT oOHapyXUBAIOTCS CKOIJICHHUS MATOJOTUYECKOro Oeka, 4TO BhI-
3bIBaeT (OPMUPOBAHUE IIUPPO3a MEUEHH, KENTYXH U HApyHIeHUH (yHKIUH
KeMyA0YHO-KuIeqHoro Tpakrta (1,5). B Hacrosiee Bpemst uzBectHo 6osee 90
amtenedt uarnoutopa nporeas aolAT wu cpenu HUX Takue ayienu Kak PiS,
PiZ, PiP,Pil BbI3bIBatoT 3a00eBanus NieYeHU U Jerkux. HopMmanbHbIM cuMTa-
eTcst ajutenb P1IM, koTopslil onpexaenseT HopMalibHblil penotun PiIMM (7,8).
Henocratounocts al AT puarnoctupyertcs npumepHo y 1 u3 2000 gyenosexk.
ITaTonornyeckuil reH pacnonoxeH B 14 xpoMocoMe B JUIMHHOM IUIEYE B pe-
ruoHe 14q31-q32. DTOT reH onpeaensercs A1ByMsl HE3aBUCUMbBIMU AJIJIEIISIMH,
pacrojararmlIMucs B OJHONH XpOMOCOME, HACIEAYIOIUMUC KOJOMHHAHTO.
B ocHOBe M3MEHEHMI reHa JIEKUT 3aMEHAa OJHOM aMHUHOKHUCIOTHI JIPYTOM.
Taxk, npu MmyTtantom ayiene PiZ B 342 mo3uiuu nepBUIHON CTPYKTYphI Oenka
TIyTAaMUHOBAs KMCJIOTA 3aMelleHa JTU3WHOM, YTO MPUBOJIUT K AEPUIUTY cHUa-
7oBoit kucnotsl. [Ipu mytantHoM ayuterne PiS B cocraBe mosumenTiia nmeer-
Csl 3aMEHAa B HYKJIEOTH/I€ AMUHOKHUCIIOTHI BAJIMH HA TITyTAMHUHOBYIO KUCIIOTY B
224-o11 no3uuuu Oenka.
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Knuanueckue nposineHust aedunura anbga-1-aHTUTPUIICHHA CO CTO-
POHBI MeYeH MHOroo0pasHbl. Ha ceroaHsmHuil 1eHb NPUHATO CUUTATh, YTO
OJIHOM M3 IVIaBHBIX NPUYMH MOPAKEHUS MEUEHM SIBIISIETCSA arperanus Iioxo-
pactBopumoro PiZ Oenka B 3H/IOIUIa3-MaTUYECKOM PETUKYIyMe TernaTolu-
TOB (4,6). [Ipumepno 10 85% CUHTE3UPOBAHHOTO Z-0eIKa HeCIIOCOOHO MOKH-
HYTb renaTouuT. Takue cKomieHus: AeeKTHOro MPOTEenHa, HEMPOHUKAIOLIETO
yepe3 MeMOpaHbl KJIETKH, MOXXHO OOHapyXHUTh B BUJE KHUCIBIX BKIIOYCHUH,
okpamuBatomuxcst mo uddy. CkopocTs akKyMyJsSlUU MAaTOJIOTHYECKOTO
MPOJyKTa F€Ha 3aBUCUT OT ABYX NPHYUH: CKOPOCTH CHHTE3a OeJKa U TemIie-
patypsl Tena (9). [lomumepuzarust Z-npoAyKTa 04eHb OBICTPO MPOUCXOIUT
npu Temieparype tena 41°C. DTUM MOKHO HOIBITaThCSI OOBSICHUTH TSKENOE
CIOpAJNYECKOEe MOpPaKEHUE TEUYEeHU Y TOMO3UTOTHBIX HOBOPOXACHHBIX U
MJIQJICHLEB, CKJIOHHBIX K BBIPAKEHHOMY THMIIEPTEPMHUYECKOMY OTBETY JAaKe
MPU JIETKUX MpOCTynax. TakuM ManueHTaM MOKa3aHO YKCTPEHHOE CHHXKEHUE
TEMIIEPATYPHI TENA Ja)ke MpU CyOHOpMaIbHBIX 3HaUEHUAX runeprepmun. Io-
pakeHHe TMeUeHU MOTYT ObITh OOHAPYKEeHbI B MJIaJICHYECKOM BO3pacTe WM Y
B3pOCIIbIX. V3 BCeX HOBOPOXKIECHHBIX M MIJIAJICHIIEB TOMO3UTOTHBIX M0 PiZZ
(deHoTUIly SIBHbIE KIMHUYECKUE MPOSBIICHUS IeNaTuTa U LUPpo3a MOTYT ObITh
obOHapyxkensl y 10% (2). IlpumepHo 10% manueHTOB ¢ KIMHUYECKUMH CHUM-
NITOMaMHU B MJIQJICHUYECTBE YMHUPAIOT K § ronaM. B cTpaHax ¢ pa3BuToit TpaHc-
IUTAaHTAllMOHHON Xupyprueil anbga-1-aHTUTPUIICUHOBAsT HEAOCTATOYHOCTH,
Hapsily € aTpe3ueil KeI4eBhIBOSAIINX TPOTOKOB, SBJISETCS BEAYILUM MTOKa3a-
HUEM K TpaHCIUIAHTAI[MM MEYeHU y JleTei. BoNbIIMHCTBO HOBOPOMXKAEHHBIX
(mo 70%) PiZ - roM03UroT UMEIOT CyOKIMHUYECKHUE U3MEHEHUSI CO CTOPOHBI
NEYEHOYHBIX OMoXuMHUeckuX mpob. [Iporuos B 3Toif rpymnmne nanueHToB 6Ja-
TONPUATHBIN, OOJNIBIIMHCTBO U3 HUX K 18 rojgam UMEOT HOpMaJbHBIE MTOKa3a-
tenu GyHKIMi neuenu u aunb y 10% U3 HUX coxpaHsioTcs u3MmeHneHus. C
BO3pacTOM PE3KO BO3pacTaeT PUCK Pa3BUTHUS LUppo3a nedeHu: 10 20 JeT 3ToT
puck coctapinsieT 3%, y noxunsix — 30-50%. (1,3). B mocnennee Bpems moka-
3aHO, YTO MALUEHTHI ¢ alnb(a-1-aHTUTPUIICUHOBOI HEIOCTATOYHOCTHIO CKIIOH-
Hbl K HHOUIMpoBaHuio BupycoM renatura C. Kak BUJHO U3 BBIIIEH3I0XKEH-
HOTO0, poJib anb(a-1-aHTUTPUIICHHA B 3a00J€BaHUAX MEUYEHU M HAPYLICHUIX
00OMEHHOT0 Ipolecca B OpraHu3Me Oosbiiast.

[ToaTomy 1enbio Haiel paboThl IBUJIOCH MCCIIE0BaHUE TaKUX (PepMEH-
TOB B KpOBM 0OJBbHBIX ¢ MyTaHTHbIMU PiS u PiZ amnensmu anbda-1-anTH-
TPUIICHHA, KOTOPbIE HAIPSIMYIO CBSI3aHHBI C (DYHKIMEH MEeYeHH, a TakKe MoJ-
eIy IOUYHOH )KeJie3bl — MIeT0YHOM ocdaTassl, OMIUPyOHHA U aMUIa3bl.

MarepuaJ u MeTObI
Ha nepBom sTame paboThl Ui yCTaHOBJIEHUS HOPMAIbHBIX M MyTaHT-
HbIX (eHotunoB Pi amneneit anmbda-1-aHTUTpUNICHHA OBUTM HMCCIEIOBAHBI
00pa3IIbl CBIBOPOTKU KPOBH Y CETbYaH — MPAKTUYECKH 30POBBIX JIHI PETIPO-
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JTYKTHBHOTO BO3pacTa, a TaK)Ke MallMeHTOB LIEHTPATbHBIX PAaHOHHBIX OOJBHUI]
¢ 3a00JI€BaHUSAMU NEUYEHHU U C APYTUMH CUMIITOMaMH KeIyJOYHO-KUILIEYHOTO
TpakTa B Tpex pernoHax AsepOaiimkana: Kazax, Cuszanp nu Xaumac MeTo-
JIOM aHAJIMTHYECKOTO M303JIeKTPO(OKYCHPOBAHMS B MOJIHAKPHIIAMHUIHON rele
¢ pH 4,0-6,0. Ot oGcrneayembix 3a00p KaWIIPHOW KPOBH MPOU3BOAMIIH B
MHUKPONPOOUPKH «3NIEHI0pd» C aHTUKOAryJssHTOM. ChIBOPOTKY HOTyYaid
nyTeM LEeHTpU(yTupoBaHus KpoBH B LeHTpudyre «dymmenaopd» (mpu 12000
00/mun) B Teuenue 10-15 cexyna. [lepen n3o3mekTpodhokycupoBaHUEM CHIBO-
POTKY pa30aBisuii 1:5 TUCTHUIIMPOBAHHON BOJIOM.

[TIpoBeneHHBIN MOMYISALMOHHBIA aHAJIU3 CHIBOPOTKH KpoBH 919 yenoBek
U3 TpeX palloHOB A3zepOaiiikaHa BBISBHI: TeTepo3urotr PiZ mytamum — 32,
roMo3uroT — 19 denosek, rerepo3uroT PiS myTarum — 22 denoBeka, rOMO3H-
roTa OJIMH M OJIMH KoMIayH[ ¢ (heHotunom PiZS.

KonnyectBeHHOE ompenesieHle B CHIBOPOTKE KPOBHU Y OOJIBHBIX C MYy-
taHTHBIMH PiZ u PiS amnensmu pepmenTtoB mienouHot gocdarassl, Onmmpy-
OWHa ¥ aMuJIa3bl MPOBOJMIIN HAa OMOXMMHYECKOM aHaiu3arope “Dimension”
¢upmer DADE BEHRING (CHIA). buoxumuueckuii aHanuzarop “Dimen-
sion” SIBJISIETCS] 3aKPBITON CHUCTEMOM, MOAKIIOYEHHBIM K KOMIIBIOTEPY C TaKe-
TOM IporpaMm. J[jisi aHaTM30B UCHOIB30BAIN PEAKTUBBI BBITYCKAaeMbl€ TOJb-
ko pupmoit DADE BEHRING (CIHA). Ucnonb3yemble HaOOPHI 1151 KOJIUYE-
CcTBeHHOro aHanusa (epmentoB: I) Amunasa: Dimension clinical chemistry
system Fleks reagent cartridge REF DF17A AMY; I) Illenounas ¢pocchama-
3a: Dimension clinical chemistry system Fleks reagent cartridge REF DF22A
ALP; IIT) Obwuii 6unupyoun: Dimension clinical chemistry system Fleks
reagent cartridge REF DF67A TBIL. Kaxaplit u3 3TuX aHaau30B TpeOyeT OT
dKCTiepuMeHTaTopa ot 6-tu a0 10-Tm MuHYT. Pe3ynmpTaThl mcciiemoBaHUS
CPaBHUBAINUCH C KOHTPOJIbHOW TPYTIION.

Pe3yabTarsl

Ha puc. 1 npencrasneHo rpaguueckoe pacripeseneHue ypoBHs (epMeHTa
11es109HoM (hocdaraszbl IpH HOPMAIBHBIX U MYTaHTHBIX aUIessX anbda-1-aHTuT-
PUIICHHA.

lenouynas docdaraza (unu hochoMoHOICTEPa3a), TAK K€ KaK U KUCTAs
docdaraza otHocutcs kK (hochoMoHOICTEpA3aM, THAPOIHIYIONIUM TPOCTHIE
adupsl Gochopuoit kucnot. KonmuectBo pepmenta menounoit gocdarassl B
KOHTpPOJIbHOM rpytie Bapbupoano ot 11,0-57,0 M/x mpu cpennem 46,2 M/n
(P<0,005). B skcniepumeHTanbHOM rpymnie y rerepo3uror PiMZ konndecTBo
depmenta 610 330,2-399,3 M/n1, ipu cpeanem 370,0 M/n. V romosuror
PiZZ yposenb konudecTBa 11e104HOM pocdarassl Bappuposai ot 520,2-590,0
M/n, npu cpennem 541,2 M/a. 310 cocTaBisieT yBeIHMUEHUE IPU CPABHEHUU C
KOHTPOJIbHOM Ipynmnoi B 8-11 pa3. B akcriepuMeHTanbHOM IpynIe y reTeposu-
rot PIMS kommuectBo depmenta 6pu10 158,5-200,0 M/n ipu cpennem 186,0
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M/n. Y romosurot PiSS ypoBeHs konudecTBa mienouHoi gocdaraspl BappbHpo-
Ban 245,0-302,0 M/n nipu cpearem 287,0 M/a. 3To coCTaBiseT yBeIMUECHUE
IIPYU CPaBHEHUH C KOHTPOJIHOM Ipymnmoii B 4-6 pas.

docdaraza (M/m)

KOHTPOJb Pizz PiZM PiSS PiSM

KOHTPOJb Y MYTaHTHbIE annenu
anbda 1-aHTUTpuUncuHa

KonuyectBo depmenTa i

Puc. 1. Pacnipenenenue ypoBHs depmenta menodnas ¢pocdarasa npu Hop-
MallbHBIX ¥ MyTaHTHBIX amjiessx aibda-1-antutpuncuna (P<0,005)

Ha puc. 2 npeacraBnen rpaguk pacnpeneneHus (pepMeHTa amMuiIa3bl,
MOJTyYEHHBI HaMU B pe3yJIbTaTe MCCIEA0BaHUN. AMUIIA3bl ABISIOTCS OCHOB-
HBIMH (pepMeHTaMU KaTaboau3Ma yriaeBoioB. [IpuHaTO cuntaTh, 4YTO ypOBEHBb
anb(a-amuaasel B KPOBU OOYCIIOBJIEH HE TOJIBKO CEKPETOPHOH NesTeIbHO-
CTBIO MOJDKENTYIOYHOM U CIIFOHHBIX JKelle3, HO TaKKe BO MHOTOM O0YCJIOBJIEH
(YHKIIMOHATIBHBIM COCTOSHHUEM IE€YEHH, MTO3TOMY JJISl OLEHKH JeSTeTbHOCTH
MOJKETYA0YHON JKeJie3bl HEOOXOIMMO HCCIe0BaTh OTHOCUTEIbHYIO aKTHB-
HOCTh MIMEHHO MTaHKPEAaTHUECKOT0 N30(epMeHTA.
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KOHTPOrib Y MyTaHTHbIE annenu
anbda 1-aHTUTpUNcuHa

Puc.2. PactipenencHue ypoBHs pepMEeHTa MOMKETYIOYHON dKe-
JIe3bl aMUIIa3bl IPU HOPMATIbHBIX M MyTaHTHBIX ajlIensix anbda-1-
antutpurncuna (P< 0,005).
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[lo momy4eHHBIM pe3ysibTaTaM B KOHTPOJIBHOM TpyIIie YpOBEHb KOJIMYECTBA
dbepmenTa BapsupoBai ot 29,0-74,4 en/n npu cpennem 52,4 en/n (P<0,005). B axc-
NepUMEHTANIBHOM rpymme y rerepo3uror PiMZ xommuectBo dpepmenta Obuio 400,0
—494,0 en/n mipu cpearem 446,0 en/n. Y romosurot PiZZ ypoBeHb KOJIMYECTBA IIIe-
souHo# (ocdaraszsl BappupoBai 799,0 — 1309,0 en/n npu cpennem 1009,0 ex/n. Ito
COCTABJIIET YBEJIMYCHHE MTPU CPABHEHUU C KOHTPOJIBHOM rpynmoi B 9-20 pas.

B skcnepumenTtanbHOi rpynmne y rerepo3urotr PiMS konmuectBo depmeHTa
oo 15,8-77,4 en/n nipu cpennem 22,0 en/n. Kak BUIHO, IpU CPaBHEHUH C KOH-
TpOJIEM 371eCh HaO0JaeM MaJIeHUe YPOBHS KOJMYecTBa aMuiassl 70 2,3 pa3. Y ro-
Mo3uroT PiSS ypoBenb konnuectBa pepmenta BappupoBan 196,0 - 263,2 en/n npu
cpearem 220,0 en/n. DTo cocTaBiIsIeT yBEIUYCHUE MTPH CPABHEHUU C KOHTPOJIBHOM
rpynmnoi B 4 pasa.

Ha puc.3 npencrasnen rpaduk pacnpeneneHus GpepMeHTa KeaTqHoro my3bIps
OmMpyOunHa, TOTYYSHHBIH HAMH B pe3yJibTaTe uccieqoBanuii bunupyOouH — Bogo-
pPacTBOPUMBIA MHUTMEHT KPOBH, OOpa3yloOIIMICs B pe3yibTaTe pacmana reMoIpo-
TEUOB U BBIIEISAIONIMICS C Keldyblo. B mMpoBeeHHBIX HAMM HCCIEAOBAaHUAX KO-
JMYECTBO OMIUpPYyOUHA B KOHTPOJIBHOM TpyIie BapbupoBaio ot 62,0-72,9 Mr/au,
npu cpeanem 69,8 Mr/amn (P<0,005). B sxcriepuMeHTanbHOM TpyIIie y reTepos3u-
rotr PiMZ konuuectBo murmenra Obuto 124,2-162,9 Mr/aun, npu cpennem 101,9
Mr/apt. Y romosurot PiZZ ypoBens konudecTBa OmnnpyonHa BapsupoBas 188,0-
256,7 Mr/nun npu cpenneM 220,4 Mr/amia. 3To cocTaBisieT TPEXKpaTHOE YBEH-
YEHUE IIPU CPAaBHEHUH C KOHTPOJIBHOU IPYMNIION.

KOHTPOIb U MYTaHTHble annenu anbga 1-
aHTMTpUMCKHA
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Puc.3. Pacnipenencare ypoBHS JKEITYHOTO MATMEHTa OMIHpyOnHA
Py HOPMAJIbHBIX U MYTAHTHBIX aJUICJIAX aﬂb(i)a-l-aHTI/ITpI/IHCI/IHa
(P < 0,005).

B skcnepumenrtanpHOi rpymnmne y romo3uror PiSS kommuectBo epmenTa
obu10 89,9-105,3 Mr/muyt npu cpeanem 97,0 Mr/amn. ¥V rereposuror PiMS ypo-
BEHb NMHUTMEHTa BapbupoBan 12,6-79,5 Mr/nun, npu cpeanem 40,0 Mr/mn. Kaxk
BUJIMM 3/IECh BBISIBIIEHO 3HAYMTEIBHO HU3KOE 3HAaUeHUE OMIupyOHHa.
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Takum 00pa3om, OHOXUMHUIECKOE MUCCIIEAOBAHIE CHIBOPOTKH KPOBHU JIUI] C MY-
TanusAMH anb(a-1-aHTUTPUTICHHA YCTAaHOBIII OTKJIOHEHHSI OT HOPMBI KaKk B CTOPOHY
YBEIIMUECHHUS, TaK U CTOPOHY YMEHBIIEHHS YpOBHS ()epMEHTOB — IIenoyHas (oc-
¢dataza, OwmpyOuH ¥ amuiaza. B oTnenpHBIX ciydasx (B TpyIie HOCHUTEIECH My-
TaHTHBIX PiZZ n PiZM) Mb1 HaOMrO A MOBBIIICHNE TIOKa3zateneid 1o 10-15 pas.
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ALFA-1-ANTIiTRiPSININ MUTANT ALLELORi ZAMANI QOLOVi FOSFATAZA,
BILIRUBIN VO AMILAZA FERMENTLORININ POLIMORFiZMIiNiN OYRONILMOSI

A.B.ISMAYILOVA, R.9.QULIYEV
XULASO

Askar edilibdir ki, mado-bagirsaq vo qaraciyorin qlisurundan aziyyot ¢okon xostolordo g¢ox
hallarda (75%) qan zordabinda alfa-1-antitripsinin miqdar1 az olur. Sariliq vo qaraciyasrds sirrozu
olan xastolorde va o ciimlodon, alfa-1-antitripsinin mutant PiS vo PiZ allelorini dasiyanlarda qan
zordabinda qalovi fosfataza, amilaza va bilirubin fermentlorinin polimorfizi dyronilmisdir. Ekspe-
rimental qrupda aparilan biokimyavi analiz kontrol qrupundan forqli olaraq bu fermentlorin gan
zordabinda boyilik migdarda (10-15 dofo) artiq oldugunu askar etdi.

Acar sozlar: mutasiyalar, irsi xastaliklor, fermentlor, bilirubin.

STUDY OF POLYMORPHISM OF BASE PHOSPATASE, AMILASE AND BILIRUBIN IN
THE CASE OF MUTANT ALLELS OF ALPHA-1-ANTITRYPSIN

A.B.ISMAYILOVA, R.A.GULIYEV
SUMMARY

It is established, that in many cases (75%) of stomach and liver deseases blood serums of
patients lack alpha-1-antitrypsin. The paper studies the polymorphism of base phosphates, amylase
and bilirubin in blood during the mutant PiZ and PiS alleles of alpha-1-antitrypsin correlated with
cirrhosis and jaundice. The levels of these ferments in the experimental group were much higher
(10-15 times more) than those in the control group.

Key words: mutations, inherited diseases, ferments, bilirubin.
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