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KAK 4PKW NMPEOCTABUTESb
BOJIESHEV HAKONNEHWS
(KITMHNYECKWE ACMEKTHI,
ONATHOCTUKA N TEPAMINSA)

Jlekuuisi NocBsiLLeHa PackpbITUIO 3TUONATOreHeTUYECKON CYLLIHOCTU Gone3Her HaKomMneHus nu-
30COM Ha npumepe GonesHn Mabpu (AHaepcoHa-Dabpun). OcHoBy GonesHelr HaKoMNIeHUs coc-
TaBnseT aedeKkT pepmeHTa NM30COM, B laHHOM Clyyae, AedekT (naTtonornyeckn HM3Kas ak-
TUBHOCTb) 0i-ranakTosugasbl A (a-GAL-A). Oco6oe BHUMaHVe yaeneHo KIIMHUYEeCKoN KapTrHe
nartonoruu (Mo4ye4yHomy, KapAuonornyeckomy, HeBpoJsiormyeckomy BapuaHTam GonesHu),
BOMpocam AuarHocTnku. Kak v ans Bcex 6onesHen HakonneHus, Npy faHHOW naTonorum oc-
HOBOW Tepanuu ABNSAETCcs NOXU3HeHHas Tepanusi peKoMOMHaHTHbIM (hepMEeHTOM.

KmtoueBble cioBa: 60ne3HM HaKorneHs:; In3ocomarsibHasi 6onesHb;
6onesHp ®abpu; anbga-ranakTo3naasbl gepuULnT.

Soboleva M.K.
Novosibirsk State Medical University,
Novosibirsk

FABRY'S DISEASE, AS THE BRIGHT REPRESENTATIVE OF THE ACCUMULATION DISEASES
(CLINICAL ASPECTS, DIAGNOSTICS AND THERAPY)

The lecture is devoted to the pathogenetic essence of the lysosome accumulation diseases by
the example of Fabry's disease (Anderson-Fabry). The accumulation diseases basis consists in
the defect of lysosomal enzymes, in this case, the defect (pathologically low activity) a-galac-
tosidase A (0-GAL-A). The special attention is given to a clinical aspect of the pathology (re-
nal, cardiological, neurologic variants of disease) and to the questions of diagnostics. As for
all the accumulation diseases, at this case, the basis of therapy is life therapy of recombinant

enzyme.

Key words: accumulation diseases; lysosomal disease; Fabry’s disease;

alpha-galactosidase deficiency.

ONMPELEJTEHNE

Bosesnp Dabpu, win 6osesnb Angepcona-Dabpu —
«maddysnast anrmokepatromas, angiokeratoma corpo-
ris diffusum — peznxoe HacieacTBenHOE 3a6oseBaHue,
OCHOBY KOTOPOTO COCTaBJIICT HACJEACTBEHHBILI, CIleI-
JIEHHDBIH ¢ X-XpoMocoMoil fedekT o6MeHa cUHTOIN-
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MHU/10B, 00YCJIOBJIEHHDIH CHIPKEHUEM aKTUBHOCTH JIN30-
comanbHoro epmenTa o-ranakrosugassl A (a-GAL-A).
Bose3nb oTHOCHUTCS K KJIACCy PEAKNX JN30COMATBHBIX
6oJie3Hell HAKOIJIEHUSsI, SIBJSETCS TUIHYHBIM U SIPKIM
mpe/cTaBuTesIeM 3Toi matonornu. Ha mpmMepe 607es-
Hu Dabpu B JAHHON JIEKINHU [JIAHUPYETCS PACKPBITDH
MATOTEHETUYECKYIO CYITHOCTD JIM30COMHBIX O0JIe3Hell Ha-
KOTLTCHUA.

[TepBole onmcanns 6osre3Hn ObLTH c/ienanbl B 1898 T
OJHOBPEMEHHO T HEe3aBICHMO APYT OT JApyTa HEMEIKIM
nepmarosiorom Fabry J. u aHTIMiicKuM 1€pMaToOIOroM
Anderson W. [1]. B pesyabrate nedextroro o6meHa
HEHTPaTbHBIX CHOUHTOIUINAOB n3-3a Aedurmra o-GA-
L-A mponcxoanuT HaKOIJIEHNE, B OCHOBHOM, IIepaMU/I-



BONE3Hb ®ABPU KAK APKWIA MPEACTABUTE/b BEONE3HEN HAKOMJIEHNA

(KNMHWYECKME ACTEKTbI, AVMATHOCTWVKA VI TEPANKA)

rpurexcosugia (GL-3) u uepaMu/-Aurajakro3uia B 9H-
JIOTEJINH, TIEPUTEINN U TJIAJKOMBIIIEYHBIX KJIETKAX CO-
CY/IOB, TIPOCBET KOTOPBIX OOJIUTEPUPYETCST BIUIOTD /10 TIOJI-
HOIl OKKJIIO3WUU, YTO HEMUHYEMO BEJET K HAPYIIEHUIO
¢yukun kaetox u opranos [2, 3]. Hekoropbie aBTO-
PBI, C YUETOM JIOKAU3AINN HAKOILIEHHOTO cyOcTparta B
cocyiax, CIIPaBeInBO OTHOCST 6osie3Hb Dabpu K Kirac-
cy eackyaonamuii [4], 9T0 Upe3BbIYANHO BAKHO IS
KJIMHIYECKOTO TIOUCKA.

Jlns 3a6oieBanms CBOHCTBEHHDI, B TIEPBYIO OUePE/ib,
MOpasKeHe COCY/I0B KOXKHU, TIOYEK, CEPJIla U HEPBHOII
CHCTEMBI, OJTHAKO HEPEKO B IIPOIIECC BOBJEKAIOTCSI TTO/I-
JKeTy TOUHast JKese3a, uMbaTiniecKue y3J7bl, TPoCcTaTa,
meverb. Kiamauveckass KaptuHa GOJIE3HH TECHO CBsI3a-
Ha C BOBJIEYEHHWEM B TMPOIECC T€X WM MHBIX OPraHOB
U CHCTEM W Ype3BbIUaiiio pazuooOpasua. OaHAKO He-
00X0IUMO TIOMHUTD, YTO GOJIE3HD TPOTEKAET TSHKEIO U
ee MPOSIBJIEHIST BCTPEYAIOTCST PAHbBIIE Y MYKUNH — Te-
MU3UTOT, Y€M y TE€TEPO3UTOTHBIX JKEHIIIH, KOTOPbIE B
GOMTBIIIMHCTBE CBOEM UMEIOT BECHMA CTEPTYIO KJIMHUIEC-
KYIO CUMIITOMATHKY WJIM HE IEMOHCTPUPYIOT €€ BOOOIIE,
JIO’KWB JI0 TPEKJOHHOTO Bo3pacTta [3, 4].

PACITPOCTPAHEHHOCTb

Bosesup @abpu BCTpevaeTcsi BO BCEX ITHUYECKUX
rpymiax, B o0uieil MOmyJsiinn pacipocTpaHeHHOCTD
6ome3nn Mabpn He cTorb Beamka — 1 : 117000. IToc-
KOJIbKY TeH OOJIE3HNU JIOKAJIM30BaH Ha X-XPOMOCOME, Y
MY>KUUH pacipocTpaHenHoctsb 6osesnn Mabpu Bbilie 1
cocrasasteT 1 : 40000. Cpeman manmeHTOB AWMATU3HBIX
LEHTPOB U y TIAIMEHTOB ¢ KOHIEHTPUYECKON TUIIEPTPO-
(buueckoii kapanoMuoNIaTHENl JIEBOTO JKeaypouka 6o-
Je3nb @abpu BeTpevaercs ¢ yactoroit ot 1 10 4 @ 100.
O6Hapy KeHme OJHOTO U3 4JIECHOB CEeMbH C 60JE3HBIO
Mabpu, Kak MPaBUJIO, BeJeT K ANArHOCTHKE OOTIE3HN He
MeHee, 4yeM y 4-9 4jIeHOB ceMbH, 10ITOMY Bce GoJibliiee
3HAYeHHe MPHU/IAETCs Terepb 06CIeI0BAHUI0 POJICTBEH-
HUKOB OOJIBHOTO C YCTAHOBJIEHHDBIM JIHarHO30M GoJie3-
nu @a6pu. o pesysbrataM MUJIOTHOTO HEOHATATIHHOTO
CKPUHHUHTA PaCHPOCTPaHEHHOCTD Gosesnn Dabpu obec-
KypaskuBaiole Bbicoka u coctaiser 1 : 3100 :KuBbIx
HOBOPOXKJIEHHBIX, HE3ABUCUMO OT uX moJia [1].

B nacrosiiiee Bpemsi B Poccun 6osesnp Dabpu jiu-
ArHOCTUPYeTCs KpaiiHe pesiko, 6OJe3Hb OCTAETCS Ype3-
BBIYAITHO PeJKOI: 3aperncTpupoBano 18 manneHTos ¢
6ome3npio Mabpu, 6 N3 HUX UMEIOT Bo3pacT 1o 18 met.
B muposoM peructpe Ma6pu B gekabpe 2008 rozga na-
XOAMI0Ch 2436 malmeHToB, U3 HAX 253 — JNIa MOJIO-
ke 18 ser [5].

[EHETUYECKWE ACITEKTbI
BEONE3HN OABPU

Marb — KoHIYKTOp TeHa Gosestn MDabpu mmeet 50 %
HIAHCHI [Iepe/laTh €ro CBOUM TIOTOMKAM, HE3aBHCUMO OT
ux noJa. Majapuiki — reMusuroTol rera 6osestn Mad-

CBepeHud 006 aBTOpax:

pu HeM36eKHO cTpagaioT 6oJe3Hpio DabpH, 1eBOYKH —
TeMU3UTOTHI TeHa 6ose3nn Mabpu mepesaayT ero CBo-
eMy HoTOMCTBY ¢ BepositHOCTbIO 50 % (06 aToMm yke
YIOMUHAJIOCH) U CaMU MOTYT Pa3BHUTh CIIEKTP IIPOSIB-
JeHnit GoJIe3Hn, OT e/[Ba YJIOBUMbBIX /10 sBHbIX. Jluia
MY3KCKOTO 10J1a, GoJibHble GoJie3ibio Dabpu, He Iepe-
JIJlyT AHOMAJIbHBIN IeH CBOUM CBHIHOBbSIM, HO €ro Hac-
JieJIoBaHMe TIOTOMKAMH KeHCKOTo moJia siysiercst 100 %.
A1 06CTOSTETBCTBA JIOJIKHDBI YUUTBIBATHCS TIPU Me/I1-
KO-TeHeTHYeCKOM KOHCYJIbTHPOBAHUN MAIINEHTOB, HMe-
IOIMX CPE/IN CBOMX POJICTBEHHUKOB GOJIBHOTO C JiHar-
noszoMm «bonesnp Mabpu» [1, 6, 7].

T'ent 6osesnn Mabpu JTOKATN30BAH HA JJTMHHOM ILe-
ue X-xpomocombt (iokye Xq22.1), 9T0OT reH coCTOUT U3
7 9KCOHOB, OH KOAUPYeTCs 429 aMUHOKUCIOTAMU U TIO-
JIMTIETITU/IAMU, BKJI0YaeT 31 CUrHA/IbHbINA aMUHOIIENITHL.
edexr rena a-GAL-A rereporeren 1 HacUuTbIBaeT 60-
sgee 400 myTtaruii. BorbImMUHCTBO ceMeil UMEIOT CBOIO,
MIPHUCYIITYTO KOHKPETHOI ceMbe MyTaruio reHa o-Gal-A,
OJHAKO TECHOH B3aMMOCBSI3M MKy (DEHOTHIIOM U Te-
HoTumoM mpu 6osiesun Dabpu He cyiecTByet: Jlaske Kim-
HUYeCKast CUMITOMATHKA OOJIE3HN Y YIEHOB CEMbU C O/I-
HOH ¥ TOH ke MyTalueil TeHa U OJIMHAKOBBIM YPOBHEM
ocratouHoit aktuBHOCTH (hepMenTa o-Gal-A MoskeT ObITh
pazmmunoii [8-10] aT0 yTBepskaeHNEe CIpaBETIMBO KaK
JUIst cuGJIMHTOB U3 ceMeil ¢ 6osesnbio Mabpu, Tak u
6sinznenos [1]. XoTs npu Brepsble AMarHOCTUPOBAH-
Hoit 6os1e3nn Dabpu, Kak NPABUIO, HAXOASTCS KPOB-
Hble POJCTBEHHUKH C aHAJOTMYHOI MyTaiueil rena 60-
JIE3HH, YK€ OIMCAHbI CIIOPAINYecKie caydan 60oJe3HN,
00yCJIOBJIEHHbIE CITIOHTAHHBIMU MyTalusiMu reta de no-
vo [6]. BaxxHo MOMHWTB, 4TO «OTpUIATETbHAS CceMeii-
Hasl MCTOPUST» He JO0JKHA ObITh BECKUM apryMEHTOM B
HoJIb3Y OTCyTCTBUS Gosie3tn MDabpu Ha dTale ee Jpar-
HOCTHKH.

MATOIMEHETVHECKWE ACITEKTbI
BEONE3HN OABPY

B macrosmiee Bpems passutne 6osesun Dabpu npu-
HATO PacCMaTpUBATD KaK MPOTPeIEHTHBIHN TIPOIIece, TIPo-
ucxosAuil B Tpu craguu. [epsuunas narosorus (mep-
Bast crajust GOJIe3HK), B OCHOBHOM, [IOKJIMHIUYECKAst, OHA
00yCJIOBJIEHA OTJIOKEHHEM JIETIO3UTOB I7106011epe6po3n-
na (GL-3) B cocynax. Bropwumbrii mponece (Bropast cra-
[t 3a60JIeBaHus ), KaK MIPABUJIO, 9TO HapylueHue (yH-
KITNI He TOJDBKO KJIETOYHBIX CTPYKTYpP, HO W TKaHei
[7-10]. Ha aroii cragnu Gosiesnb nmeer 6ojiee UIn Me-
Hee OYepUYeHHYIO KJIMHIYIECKYIO CHMIITOMATHKY, B 3aBHU-
CIMOCTH OT (PEHOTHIIA, KOTOPLII TIPOSBIAET cebs pasmd-
HbiME TuaMu Gosiesnn (Tunnynas Gopma, aTUIUYHASA
dhopma, MasocnmmToMHast popMa) U KIMHIYECKHMHI Ba-
puanTtamu (IIOYeUHBIN, cepieuHblii, 1epeGpaibHblii Ba-
puanTbl). Tperbst cTagus GONe3HU — CTAAUs OPraHHbIX
qucdynknmii (taba. 1).

Mopdomorudeckne nCcaeJOBAaHIS CBU/ICTEIbCTBYIOT
0 TOM, uTO Jleno3uThl GL-3 HakamamBaioTcst mpakTudec-

CoboneBa Mapus KOHCTaHTUHOBHaA, [IOKTOp Me[l. HayK, Mpodeccop, 3aB. Kadenpon neamaTpun nededHoro hakynb-
Teta FOY BMNO «HIMY Poc3zgpaBa», r. HoBocubupck, Poccus.
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BOJIE3Hb DABPY KAK APKWIA MPEACTABUTENb BOME3HEN HAKOMIEHNS

Tabnuua 1
Crapgun TedeHns 6onesHun dabpun

Cranms 6onesHu Mo4kn

Cepaue Mosr

MepBuyHas GL-3 geno3utbl B BaCKyNApHOM GL-3 genosunTbl B BaCKyNgpHOM GL-3 genosunTbl B BaCKyNapHOM
3HOOTENUU N CTPYKTypax HedpoHa  3HAOTENMM U KapAMOMUOLMTaX 3HOOTENUM, KNeTKax rmagkmnx MbiLL,
N HEMPOHaxX aBTOHOMHOM
HEPBHOW CUCTEMbI
BropuyHas MpoTenHypwmsa LOnchyHKLUMSA CUHYCOBOrO y3na Mocnencrema
l'vneptpodma NogouUmToB 1 MPOBOAALLEN CUCTEMBI, LepebpanbHOM UemMmn
[nomepynocknepos KOHLLeHTpmyeckoe MoTeps HeMpPOHOB
ATpod s KaHanbLEeB pemopennpoBaHue 1 rmneptpodus  MossneHune Ha MPT Genbix o4aros
PemopenvpoBaHvie (hnbposHo- SHpokapananbHbIn hrnbpo3 oTnoxeHua fgenosnTos GL-3
KMCTO3HOE) NMOYEHHON TKaHM BanbBynapHas HeoCTaTO4HOCTb
TpetndHasa bonesHb novek NHdbapkTbl M1okapaa Bo3oOHoBnsOWMECSs

XMH
TepMUHanbHas ypemust

Cepﬂeq Haa HeOoCTaTO4HOCTb

nwemMmnyeckme ataku
PaHHWe vemMu4eckmne MHCynbTbl
Mo3roBble KaTacTpodbl
KpoBousnnaHus B MO3r

13-3a pa3pblBa aHEBPM3MaTUHECKM
MN3MEHEHHbIX COCY0B

KN BO BCeX OpraHax W TKausaX. OTKJIAIbIBASICh TPEn-
MyTiecTBeHHO B m3ocoMax, GL-3 nmpuBomAar k (perome-
HY BaKyOJIM3AIUU TIATOIIA3Mbl 9HIOTETHATBHBIX KJIETOK
KPOBEHOCHBIX cocy/10B (Backymomatus 6onestan Dabpu),
BBI3BIBAST MHOTOOUYATOBYIO OKKJTIO3UIO COCYZIOB MAJiOTO
Kamm6pa, o6yCaaBInBasi Pa3indHyI0 KIMHAYECKYIO CHM-
MTOMATUKY GOJIE3HU BCJIECTBUE UIIeMUn U WH(PAPKTOB
B pasJUYHbBIX opranax [4, 10].

KITMHNYECKWE MPOABJIEHINA
N BAPVIAHTbI BOJTE3H ®ABPU

Hasimune cuMITOMOB U MX BBIPAKEHHOCTD MU 60-
sesun Mabpu kpaiitne Bapuabenbunl [1-3]. B merckom
BO3pacTe KIMHNYECKast KapTuHA GOJIE3HHU, KaK [PABIIIO,
XapaKTepU3yeTcsl BOBJIEYEHUEM B TTATOJIOTUYECKUIT TPO-
1[eCC TAHT/INEB U TepudePUIECKIX KJIETOK aBTOHOMHOIT
HepBHOIT cucreMbl. [lepBbie cuMnToMbr 6oste3nun Dab-
pu pasBuBaioTcs B Bozpacte 10,5 jser [1], ogrmako Ha-
MU OIUCAHO TIOSIBJIEHIE MEPBBIX CUMITTOMOB (GOJIE3HH Ha
BTOPOM Toy XKusuu [9]. AkpomapecTe3nnt OTHOCSATCA
K HanboJiee PAHHUM MPOSIBIEHUSIM GOJIE3HHU, TIOCTEIIEeH-
HO TIOSIBJISTIOTCST STTU30/IbI JITXOPAKHU, THIIOTHIPO3a, TLIO-
X0 TepeHocuMocTH kapbi [2, 8, 10].

Bo BTOpOIi nekaze KU3HN Yy HEKOTOPBIX JleTell Ha
MEPBBI [JIaH B KIMHUYECKON KAaPTHHE BBIXOISAT CUM-
MITOMBI TIOPKEHUST JKETy TOYHO-KUIIIETHOTO TPAKTA, JIU-
apeilHblil CUHAPOM, YYBCTBO AucKoM(OpTa B 06JacTn
JKUBOTA, CMEHSIIONIEECs] SIPKOW KJIMHIKOI OCTPOTO JKH-
BOTA, UMUTHPYIOIIEr0 KAPTUHY OCTPOTO ATMIEeH/UITITA
U, B PEIKUX CJAYYasiX, KUIEYHO# Herpoxoaumoctu. [To-
SIBJIEHIE AHTHOKEPATOMBI MOYKET HECKOJIBKO OTCTaBaTh
OT ONUCAHHOI KJINHIYECKON CHMITOMATHKU, HO MOKET
SIBJISITHCSI U TIEPBBIM TIpOsiBiieHeM Gostesnn Mabpu, Ha
1eJI0e JIecsITU/IeTHe oliepeskasi pasButie KpusoB Mao6-
pu (JImxopazKa, HECTEPIUMO KIyure GOJIM B KOHUMKAX
nanbies, yckopenne COD) [5]. TunuaHBIM 15 paco-
JIOJKEHUST AaHTHOKEPATOMBI SIBJISIIOTCSI MY TTOYHAST 00JIACTD,
GOKOBbBIE TIOBEPXHOCTH JKUBOTA, MaxoBbie obaactu. Ilo-
SIBJIEHUE TUIMUYHBIX JJist 6osie3an Dabpu 04aroB aHTu-
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OKepaTOMBI NHOT/[a HAGIIOAAeTCS Ha CIU3UCTOM MOI0C-
TH pTa, causuctoii ry6. K me MeHnee Ba)KHBIM IPOSBIIE-
HUSIM GOJIE3HH OTHOCSTCSI M HOPAKEHUS 3PUTETHHOTO
opraHa, HpOsIBJISIIONINECS] TIOMYTHEHUEM POTOBUIIbI B BU-
Jle XapaKTEePHOTO «3aBUTKA» MJIM «CUTAPETHOTO JIbIMAy.
AT U3MEHEHNs], TeM He MeHee, JOBOJIbHO JJIUTETbHOE
BpeMsI MOTYT He NIPUBO/IUTH K CHUYKEHHIO OCTPOTBHI 3pe-
s [1, 2, 11].

B Tperbeil jiekajie JKU3HU J0BOJIBHO OYPHO Pa3BU-
BAIOTCST XPOHMUYECKAST TIOUETHAST HEOCTATOUHOCTD 1,/ TN
rurieprpopuyeckas KapAnoMuonarusi, HHCyabTbl. C pas-
BHTHEM 3TUX IMO3JHNX TPOABIeHNN 601esnn Dabpu
CBSI3aHA MPOJIO/IKUTENBHOCTD JKU3HN TAKUX HAIINEHTOB
(Tabu. 2).

[Tpu OTCYTCTBUY CHEIMATBHOTO JIEYEHUST TPOOJIKI-
TEJBHOCTD KU3HKU pu GoJiern Dabpu y My»KUHH € TH-
MUYHON KJINHUYECKOH KapTHHOI GOJIe3HN He TIPeBbIIa-
eT 40 mer.

ONATHOCTNKA BOJE3H ®ABPU

OO6HapysKeHre XapaKTePHbIX IPU3HAKOB MOKET OpH-
EeHTHPOBATh Ha [uartHo3 6osesnn Mabpu, MOATBEPUTH
KOTOPbIil HeoOxoauMo, uccieays yposenb (o-GAL) B
nia3Me, JIEHKOIMTAaX, CA€3HON JKUAKOCTH UM KYJIbTY-
pe dubpobracToB.

B nopme yposendb a-GAL xosebiercss B mpesesax
30-60 nmol/h/mg Geaka. IIpn KIaccHaecKoM BapuaH-
Te YPOBEHb aKTUBHOCTH (hePMEHTA COCTABJISIET WHOT/IA
Meree 1 % OT HOPMBI, ¥ T€TEPO3UTOT AKTHBHOCTD (hep-
MeHTa MOJKeT ObITb M B IIPeJleJiaX HOPMATHBHBIX 3Ha-
YeHWH, PN Kap/HOJ0rM4ecKOM BapuanTe 6oJie3Hn ypo-
Berb o-GAL Mosker Kosebarbest B ipefeniax 1-35 % or
HOPMBI.

Mopdonorndeckuii cybcrpat mpu 6one3nn Dadpu
THITMYEH: TPOCBET COCY/I0B OOJINTEPUPYETCS BILIOTD /10
MOJTHON OKKJTI031H, HAOJMI0IAeTCsT 3aMe/TIeHIe, TPEKpa-
IeHne KPOBOTOKA, aHEBPU3MATHYECKOe H3MEHEHNE MeJI-
kux cocynos [1, 2, 4]. Otygoxkenne cHUHTOJUTUIOB,
06HAPYKUBAEMOE MUKPOCKOIINYECKN B 9HIOTEJNNN U T1e-
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Ta6bnuua 2
MpusHaku n cumnTombl 6onesHu dabpu

ObLMe npm3Hakm

CHUXeHbI Ka4eCTBO XW13HU 1 ee NPOAOIIKNTENIbHOCTb

Koxa

AHreOKepaToma , rmnorngpos, arnapos

HepBHaﬂ cncremMa

AkponapecTesuu, boneBble Kpu3bl, SMM304bl IMXOPALKM, PaHHWE UHCYbTbI, FeMUMerus, reMmvaHecTesus,
3MNMN30[1bl HAPYLIEHMSI MO3rOBOTO KPOBOODPALLEHNS MIIEMUYECKOrO reHesa, reMopparniyeckne MHCybThl,
CHWXeHWe CIyxa, rnepaxy3uns, HACTarMm

McvxmaTpryeckmne npobnems - Aenpeccust

[nasa
penKko cnenota

BaCKyJ’IOI'IaTVIFI COCyOB KOHBbIOHKTMBbI 1 POroBULbI, BpeMeHHble paCCTpOI;ICTBa 3peHnd, KatapakTa,

XKenyno4yHo-KNLWEeYHbIN
TpakT

TowHoTa, pBOTa, NodABieHNe KPoBU A DonesHeHHOCTb Nnocne ,u,ecpeKau,vn/l, 3anopbl, CHOKeHNEe akKTUBHOCTU
nepncTanbTUKM, NOHOCLI, AMnatauna N AMBepPTUKYIbl KNLWLeYHWKa, Hegoctato4Had Macca Tefa

Mo4ykn

MuKpoanb0yMUHYpUsi, MPOTENHYPUS, FEMATYPUsl, CHUXEHWE KOHLEHTPALMOHHOWM CNOCOBHOCTM KaHanbLes

1 [pyrve paccTporcTBa UX PYHKLMN, CHUXKEHKE CKOPOCTN KNyGOoUKOBOM (hubTpaLmn, ypemus,

rmnepTeHsnd, TepMuHanbHaa asa XMH

CeppaevHo-cocyamncran

ApI/ITMI/IFI, KOHLeHTpn4eckad I'VII'IeprO(DI/I‘-leCKaﬂ KapgnomMmmnonaTtna 1eBoro XXenynodka, rmnepreHsnsd,

cicTema HEe[OCTaTOYHOCTb KiarnaHoB (Yatle MUTPanbHOro), MHapPKTLl MoKapaa

Nerkve CHUXKEHVe TONepaHTHOCTM K (PU3NYeCKMM Harpy3kam, Kalesb, CBUCTALLEe AblXaHue,
OpoHxmanbHas obCTpyKLMS

Ckenet OcTeoneHws, 0cTeonopo3, 0CTeoapTPoONaTMm, acenTUIeckme HeKpo3bl roNoBKN GeapeHHON KOCTK

M Te5 NO3BOHKOB

Cucrema Kposu
rmnepdunbdprHoreHemMms

MI/IKpOLI,VITapHaFI HOPMOXPOMHan aHeMun4d, q.')eHOMeH rnMnepBAs3KoCTN 1 rmnepkoarynaunn,

PUTEINU COCY/IOB B BH/IE TeJEIl B IINTOTIa3Me ¢ KOHIIEH-
TPUYECKON CJIOUCTON CTPYKTYPOH, BapbUpYyeT OT /11~
HUYHBIX BKJIIOYEHWI 10 TOTATHHOTO 3aITOJTHEHUS KJIET-
ku. KoHientpmueckast CIOMCTOCTh KJIETOK TIPUIAET UX
CKOTLIIEHUSIM BU/| «TTEHUCTBIX», «JTYKOBOI TETyXy WUJTH
«3e6pbl», UTO CBSI3aHO C YepeloBaHNeM YepHBIX U Ge-
JIBIX cJI0eB [6].

[MPEHATAJIbHAA OVATHOCTNKA
BEONE3HN OABPY

unarnos 6osesnn MaGpu MOKeT ObITh YCTAHOBJIEH
[IPEHATATbHO Y dMOPHOHOB MysKcKoro 1osa ¢ XY Ka-
PHOTHIIOM TIPH OTIPEICICHNT AeDUINTa aKTHBHOCTH (pep-
MenTa o-GAL B Tu1a3Me MI0/10B WK B KYJIbType BOPCHH
XOPHWOHA WJIN aMHUOHA. B ceMbsAX ¢ N3BECTHON MyTa-
el hepMenTa Ha MOJIEKY/ISIPHOM YPOBHE MOKHO OT-
BEPTrHYTb U MOJATBEPANTH HATHYKME COOTBETCTBYIONIEH
MyTallny U WACHTH(UINPOBATD IO/ *KEHCKOTO TI0Ja,
Yy KOTOPOTO TeH HAXOJUTCS B TEMU3UTOTHOM COCTOSTHUT

[1].
JIENEHVE BO®

Baarogapst ycriexaM MOJIEKYJISIPHON TeHETUKM, B HAC-
TOsIII[ee BPeMsi BOCIIPOU3BEIEH PEKOMOMHAHTHBIN (ep-
MeHT o-GAL-A 1 0cHOBHBIM MeToI0M JiedeHnst bdD, Bce-
JITIOTIUM OMITUMU3M, CJEAYeT TIPU3HATH TMOKU3HEHHYIO
depMenTHO-3aMecTUTETBHYTO Tepammio [4, 6, 11].

MDepMeHTHO-3aMeCTUTETHHYIO TEPATIIO CJAEYyeT Ha-
yaTh HeMe/IJIEHHO TocJe MOCTaHOBKH AuartHo3a bd. /lo-
3a W KPaTHOCTb BBEJCHNUS PEKOMOUHAHTHOTO (hepMeH-
ta o-GAL-A 3aBucsar ot craguu 6osestan. OCHOBHOMI
3a/1avell Tepanun SBJSeTCS MpeIoTBpaIienne HeoOparn-
MBIX U3MEHEeHUH B TIOUYKAX, CEPAEUHO-COCYANUCTON U HEP-
BHOII cucteMax. UTo Kacaercst HedpomaTtuu, TO eCJin Jie-

yeHye Hayato /10 HacTyIuleHus nepsblx cumitoMos XITH,
epMenTHO-3aMeCcTHTETbHAS TePANHs MPeJOTBPATUT ee
pasBUTHe WM OTOJBIHET Ha JeCATKH JieT. B ToM ciydae,
ecau cummtoMbl XITH Hamumo u 60bHbIE MCITBITBIBAIOT
MOTPeOHOCTD B Anannae, (hepMEeHTHO-3aMeCTHTEIbHAS Te-
pamms crioco0Ha 10 HEKOTOPOI CTEMeHN BOCCTAHOBUTD
yTpadeHHble (DYHKINUN TMOYKH. OTBIT ATUTESBHOTO HIC-
TOJb30BaHIA (PEPMEHTHO-3aMECTHTEIbHON Tepannu u
TPOBOJMIMBIE C TIEPUOJMYHOCTBIO 1 pas B Tof mim pexe
y Takux GOJIbHBIX GUOICHH MOYKH MO3BOJSIOT YO UTh-
Cs1, 9TO TO]] BJIFTHIEM MATOTEHEeTNYEeCKOH TePAInH CyIIec-
TBEHHO YMEHbBIIAEeTCS KOJMYECTBO JEMO3NTOB CHUHTO-
JINTIAJIOB BO BCEX CTPYKTYpaxX MOYKH, YTO COBMAJACT C
VIIydIIeHIeM TJIN TaXKe BOCCTAHOBJIEHHEM ee (DYHKITHI.

TaxuM o6paszoM, pepMeHTHO-3aMeCTUTEIbHAS Tepa-
nus 1pu BD — GeszanbrepHATUBHBIN MeTO/ TPOpUIAK-
TUKW W JIe9eHUsT Opranubix auchyukmmii [1, 4, 6].

B Poccun TObKO 4TO 3aperucTpUpOBaHbI 2 TIpera-
para pekomOunarnoro depmenta o-GAL-A, koTopbie
HECKOJIBKO OTJIMYAIOTCS APYT OT apyra: Mabpasum (ara-
cupasza-B), Pemraran (arancnpasa-o). O6Ga npenapara
XapaKTepU3yIOTCs BBICOKOH TePaNeBTIYECKON aKTHBHOC-
TBIO, O/THAKO, BCJIE/ICTBUE HEKOTOPBIX PAas/IMINil, IMEIOT
Pa3HyIo CIIOCOGHOCTD BLI3BIBATDH CHHTE3 ayTOAHTHTEN K
npemnapary (9T0T BOIPOC akTUBHO usydaercs) [6, 12].

O6a mpenapaTa BBOJAT BHYTPHBEHHO Me/ITIEHHO, KaK
mpaBmJIo, 2 pasa B Mecdll. Takas Tepamus CyIIeCTBEH-
HO yJIyulllaeT KauecTBO >KU3HU nanueHToB ¢ BD, mpe-
JIOTBpaIias MopaxkeHne opraHoB-MUIIeHeH.

CMMMNTOMATNYECKAA TEPATINA,
HAMPABJTEHHAA HA «CTTTAXNBAHWE»
CUMMTOMOB bD

Hasznauenne AHTUIECNPECCAHTOB " K'dp6aM'dBeHI/IHa
CHOCOéCTByET YMEHDIIIEHUTIO NHTEHCUBHOCTU TAKEJbIX U

C/ﬂa'rb u@rm B%@cce

N24(39) 2009



BOJIE3Hb DABPY KAK APKWIA MPEACTABUTENb BOME3HEN HAKOMIEHNS

- (KNMHWYECKME ACTMEKTbI, AMATHOCTUKA W TEPANKA)

MyunTesabHbIX akpornapecresuii [11, 13]. Vuruéuropo
AHTHOTEH3NH-TIPeBpaIaoero gepMeHTa yMEeHbIIaIoT
TIPOTENHYPHIO M, TT0 aHAJIOTAN C XPOHMYECKIIMH TJIOMepy-
JIONATHSAMH, JOKHBI HECKOJIDKO «OTKJIA/IbIBATh» CPOKI
nacrymeruss XITH (moka BeCKUX J0KA3aTeIbCTB JTO-
My He moaydeno) [1, 2], a ama kKynmpoBanus cepaed-
HO-COCYAHCTON 1 Iiepe6paJbHON HeTOCTATOYHOCTH TC-
MOJIB3YIOT OOIIENPUHSTYIO TEPAIHIO.

Basxroit mpo6seMoit, KoTopasi, TO-BUIUMOMY, YCyTy6-
JigeT opraHHble MOBPeX/IeHns y naientos ¢ BD, aBmis-
€TCs CHH/IPOM TIOBBIMIEHHOHN BS3KOCTH KPOBU U THIIEP-
(pubpunoreneMun, MO3TOMY Y YaCTH MAI[IIEHTOB BeChbMa
OTIPaB/IaHO MCHOIb30BaHNE HI3KOMOIEKYJISIPHDIX Tema-
PUHOB 1 jie3arperantoB. B aToil cBsa3u naunbosiee ag-
(dbexrtuBHA, 110 HAITMM JAHHBIM, KOMOUHAIUS TIJIABUK-
ca 1 pakCHUIaprHA B COUCTAHNHN C PEOMOUTITIOKITHOM
[5, 14].

ITo moxazaHuaM MPOBOJAAT TeMONANN3, MOTYICHBI
JTIOKa3aTeqbCTBa 9(D(HEKTUBHOCTH TPAHCIIAHTAIIIH TTOY-
Kk ipu repMuHaibHoil cragun XITH y nmanmentos ¢ B,
Ha TOH CTa i1, KOT/Ia OYKA TTOJHOCTBIO 3aMeleHa K-
TaMH W CMOpIIEHa, W HeT cyOcTpara /I 3aMeCTUTeJb-
Hoit Tepanuu. IIpu curgpoMe c1aboCcTi CHHYCOBOTO y3-
JIa ¥ YTPOXKAOMNX KU3HI APUTMUAX UMILTAHTHPYIOT
BOJIMTEJI CEP/IEYHOTO PUTMA — Kap/noBepTepbl-ieduo-
pusaTopsr [6, 11].
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YACTbIE MEPEE3ObI OCJTABNIAIOT AETCKOE 3[JOPOBbE
[leT 13 cemen, KOTOpbIE YacTo Nepee3xatoT, 3a4acTyio UMetoT claboe 300poBbE U Aaxe CTpaaatoT OT
HefoedaHns, coobLLaloT nccneaoBaTtenn boctoHckoro yHneepcnteta (CLLA).
JecatnetHin 0630p BbISBMI acCOLMALIMIO MeXAY NMOCTOAHHOM CMEHOM MeCTa XUTeNbCTBa U yXya-
LIeHMeM AeTCKOro 300poBbs. Kak NpaBuio, nepeesbl BbIHY>XAEHbl UCMbITbIBaTh AT 13 BefHbIX ce-
MeW C HU3KMM MaTepuasibHbIM 0X0A0M. HanbonbLiemy pucky pa3BUTUS XPOHMUYECKIX 3aboneBaHNnin
NOABEP>XEHbI AETN MNafLLIe TPEX NET, CEMbM KOTOPbIX Nepees3xanu ABa pa3a 3a rof — BepOSTHOCTb
0CnabneHns UMMYHUTETA U YyBCTBUTENIbHOCT OpraHM3ma K MHMeKLUAM B TaK1X YCOBKSAX NMOBbILLIA-
acb ABYKPATHO.
MPUYUHHYIO OCHOBY HaWAEHHOW CBA3M NeamaTpbl BUAAT B BO3MOXHOM M3MEHEHMM 3KONOrMYeCKmX yC-
NOBUI NPU CMEHE 0Ma U YBEIMYEHUM HAMNPSXKEHWS Ha PACTYLLIMIA AeTCKMIM opraHm3M. Kak nonaratot
3KCNepTbl, PUHAHCOBLIN KPU3MC U BbI3BaHHbIE MM POCT 6e3paboTuLibl, NOA0POXAHMe NPOAYKTOB Mit-
TaHWs, NMOBbILIEHWE PAaCXO0B Ha OMaTy XWMbs 1N COKPALLEHME CEMENHbIX OIOAXETOB YXYALLAT yCI0-
BUS CyLLECTBOBAHMS MasleHbKUX AeTEN B SKOHOMUYECKN HE3ALMLLEHHbIX CEMbSIX.
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