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OJIe3HV HAaKOIUIEHMS — 00-

IIVpHasA IPYyIIa 3a00/IeBaHMII,

XapaKTepU3yoIUXcA Hapy-
meHneM oOMeHa BelleCTB M I1aTo-
JIOTMYEeCKUM HAaKOIUIEHNEM B KIIET-
Kax OPraHOB U KPOBU MeTabOINTOB,
a TakXKe I'MIepIUIasyiell 571EMEHTOB
MakpodarajbHOII CUCTEMBI B Iede-
HI, Celle3eHKe, KOCTHOM MOSTe, JIVM-
(arIecKux ysax 1 fPyrux OpraHax,
9TO OO'BSICHSIET CHCTEMHBII XapaKTep
3aboneBanuii. Hanbonpinee sHave-
HI€ B Pa3BUTUM MATONOTUY IT€UeHN
UMEIOT Te3aypUCMO3bl C HAC/IEACT-
BEHHO OOYC/IOBNICHHBIM ZHedeKToM
JM30COMHBIX pepMeHTOB [1-4].

nupgemuonoruns

Done3Hy HakoOIIeHUA, B 4aCTHOC-
TU JTM30COMHBIE, OTHOCATCA K Op-
¢daHHBIM 3aboneBanuAM. Jacrora
OT/leNbHBIX (HOPM BapbUpyeTCH
ot 1:40 000 mo 1:1 000 000, a cym-
MapHas 4acToTa cocrasiaeT 1:5000—
1:8000 >XMBBIX HOBOPOXX[EHHBIX.
Kax npaBuio, Te3aypucMmossl fie61o-
TUPYIOT Ha [IepBOM IOy KM3HU 1 B
6oree crapirem Bospacre [1, 2, 4].

B 6onpumHCTBe cCBOeM 00/Ie3HM HaKo-
IUIEHVA XapaKTePH3YI0TCs Ay TOCOMHO-
PeLlecCCHBHBIM THUIIOM HAC/Ie[IOBAHIS,

C OfIMHAKOBOII YaCTOTOI PETUCTPUPY-
I0TCS Y SKEHIIMH M MY>K4MH. BmecTe
¢ TeM BcTpedarorcs ¢popmbl ¢ X-cIie-
TJIEHHBIM PelieCCYBHBIM Hac/IelOBaHM-
€M, KaK ITpaBI/IO CBOVICTBEHHbIE /INIAM
MY>KCKOTO TTor1a [2].

JInsocomHble 60/e3HM HaKoOIIe-
HMAA — TAHSTHUYECKMe 3a60/IeBaHMA.
Hanpumep, Takoii Te3aypucMos, Kak
6onesup lo1e, Hepenko HabIOAET-
cs'y eBpeeB-alllKeHasy (OMH CIy4ail
Ha 450-500 yenosek) [4, 5].

3TvonatoreHes

MoJeky/sipHble MeXaHU3MbI ITHO-
[aToreHesa JIM30COMHBIX 00Je3Hell
HAKOIUIEHNS CXOHBI 1 06yciioBIte-
HbI MY TAL[USIMU CTPYKTYPHBIX [€HOB,
KOHTPO/IMPYIOLINX [IPOLIECC BHYTPH-
JIM30COMHOTO TUAPONN3a MAKPOMO-
JIEKYJI, TAKUX KaK IIMKOJIVIIVIJBI,
IIMKOIPOTENHBl M IINKO3aMUHO-
IJIMKAHbl. MyTalum cOOTBETCTBYIO-
[[MX [€HOB HapyIIAT CUHTE3, CO-
3peBaHMe U TPAHCIOPT COOCTBEHHO
M30COMHBIX (PEePMEHTOB, OENKOB-
aKTMBATOPOB MIU OEIKOB, KOHTDPO-
JIMPYIOLIMX TPAHCIOPT CYyOCTPATOB,
MIOUIEXKAIVIX TULPONN3Y [5-7].

B naTorenese Te3aypucMo3oB B poiu
I/IaBHBIX a(HeKTUPOBAHHBIX KIIETOK

BBICTYIIAIOT Makpodaru u MOHOLU-
TBI, IPUCYTCTBYIOIIVE ITPAKTUIECKU
BO BCeX OpraHax M TKaHAX, HaKa-
IUIMBAOIINX IIEPBUYHBII CyOCTpaT
B m30coMax. B pesymbrare maroso-
IMYeCKOTO HAKOIUIEHNs IIPOAYKTOB
HEIOTHOTO paclelyIeHN s Hapylia-
eTcs QYHKIUA KIeTOK PaslIUIHbIX
TKaHell U HOSB/IIOTCS KIMHUYEeCKIe
CUMIITOMBI TSDKEJIOTO IIPOTPecCH-
pyolero 3a60eBaHsI, IPOTEKA0-
I[er0, B YaCTHOCTY, C HOPaXKeHNEM
HeYeH!, a TaKXe APYTUX OPraHoOB
u cucrem [1, 2, 4, 8].

BapuaHTbI OFHOIL U TOIT XKe O0JIe3HN
HAKOIIEHVSI 3aBUCST OT CTEIIeHN Jie-
¢dexTa aktuBHOCTH depmenTa. Ecmn
aKTUBHOCTD (pepMEHTa 3HAUUTETbHO
CHIDKEHA MU OTCYTCTBYET IIOJIHO-
cThI0 (TOTANbHBIN JedeKT), BO3HNU-
KaeT TsDKenasi MHpaHTuwIbHas popMa
6omesHu. [1py 4acTUYHOM CHYDKEHUN
aKTUBHOCTY PasBMBAETCS I0BEHNIIb-
Hast ¢popma. [Tpn coxpaHHOI aKTUB-
HocTu (epMeHTa B IIpefenax 10-20%
UMeeT MeCTO B3pociast popMa ¢ Xpo-
HUYECKUM TeueHueM [4].

Knaccudpukauma n KnuHnyeckne
nposABneHnA

Knaccudukanus TesayprucMosos
OCHOBaHa Ha IPUHINIIE VX pacIpe-
JIeTIeHIS 110 XapaKTepy HaKaIUluBae-
Moro cybcrpara (Tabnua) [2].

Bonesnv Iowe — Hambomee dacras
¢dbopma HacnmeCTBeHHBIX (epMeH-
TONATNII, 0OBEIUHEHHDBIX B TPYIIIY
JIM30COMHBIX (0/Ie3Hell HaKOIUTEHIS.
3aboeBaHye BO3HUKAeET Ha (hOHE He-
mocTtaTo4HOCTU (epMeHTa Gera-D-
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DJTIOKOLIEPeOPO31IA3HI, YTO IPUBOLNAT
K HAKOIUIEHMIO TITFOKO3VII[EPAMUTIOB
B K/IeTKaX PeTUKY/IO3HAOTENNATIbHOM
CrcTeMBI (I7TaBHBIM 0Opa3oM B Iede-
HIL, Celie3eHKe ¥ KOCTHOM Mo3sre). Ko-
JINYECTBO M PasMep IM30COM PE3KO
BO3PAcTaIOT, B pe3y/IbTaTe 4ero KieT-
K1 moru6arT. [MCTOXMMIYeCK 3TO
IIPOSIB/ISIETCS] HAIMYMEM IIEHVCTBIX»
KJIETOK, HarpPy>KeHHBIX ITUIUAMI,
C SKCLEHTPUYHO PaCIIOI0XXEHHON
uurornasmon (knerku Tome) [1, 2, 4,
5,7]. OpHa 13 0cO6eHHOCTel JaHHBIX
KJIETOK — OOJIbIIAs IPOOKUTEND-
HOCTh X13HNM. OHU CTUMYIUPYIOT
BBICBOOOXKIEH€ POBOCIANTNTEND-
HBIX IIMTOKVMHOB, aKTOpa HeKpo3a
omyxonmy anbda u MakpodaraabHOro
KOJIOHMEeCTUMY/IIPYIOLIero (akTopa.
VI36BITOK TTIOKO3UILEPAMUTIOB CO-
IIPSDKEH C BBIPQKEHHOI TeaToCIie-
HOMeTaJIyel, 3aMelljeH1ieM HOpMaJlb-
HBIX, 3JJOPOBBIX K/IETOK KOCTHOTO
MO3Ta, AMC(YHKIIMe OPraHoB I IIa-
TOJIOTMEN KOCTHOM TKaHu. ITocneny-
folllee HaKOTUTeH Ve KeTok [orre mpu-
BOAUT K (pOpMMPOBaHMIO LMpPpO3a
[eYeH!, TIOPTAIbHOI IUIIEePTEeH3UN
cacuurom [2, 5, 7].

Beipersior Tpu Tuma 6omnesun Tore,
OfiYIH M3 KOTOPBIX IIPOTEKAET 37I0Ka-
4eCTBEHHO, C Pa3BUTIEM IPYObIX He-
Bponorndeckux Hapymennit. K k-
HUYECKUM IIPOSIBIEHMSIM OTHOCSITCS
TAK)Xe TeMOPPATMYecKNil CUHAPOM
(HOCOBBIE KPOBOTEUEHsI, TeMoppa-
TMYeCKas CbIllb), IOPaKeHUe OIop-
HO-JIBUTATe/IbHO CHCTeMbl (0CTeo-
[I0P03, OCTEOCK/IEPO3, ACETITUIECKIIT
HEKPO3), TUIePIMTMEHTAIVsT KOKHBIX
[IOKPOBOB, 3ajiep>kKa (puandeckoro
¥ TIOTOBOTO pasButys [1, 3-5].
Emte ofHa maTonorusi HaKOIIEHN,
IPVBOJSALIAs K BBIPAXKEHHOI AMC-
byHkuuM meveHu, — dedexm nu-
30commoil kucnoti nunasvt (JJIKIT).
Knnunveckn mannoe saboneBaHue
MOXXET MPOTEKATh B [IBYX (eHOTHU-
myeckux ¢popmax [1, 7]:
= 6onesuu Bonbmana (6bICcTpO pas-
BuBatomtasca ¢popma IJIKJI ¢ Ha-
JaJIoM B M/IaZleHYeCKOM BO3pacTe);
= 60J1e3HM HAKOIUTEeHMs 9PUPOB XO-
jectepuHa (MeIEHHO IIpOrpec-
cupyet u MmaHudectupyer B 6osee
CTapLIMX BO3PACTHBIX IPYIIIAX).
OTtnoxenne 3¢puUpPOB XomecTepuHa
B TKaHM [eYEHN IPUBOLUT K Pas3Bu-

Knaccuguxayus nusocommnuix 6onesHeti HaKonieHus

JIumuno3sl

ChuHrommnmzosst

[1MKOCHUHTOMMIMTO3BL:
= 6oresHs lomre, 6oresup Pabpu, GM1- 1 GM2-raHrmmo3ug036l;

= jeitkopucTpodus: 6onesH» Kpabbe, MeTaxpoMarndeckast IeMKOAUCTPOdus;

= npyrue: 6omesus Humanna — [Tnka, tvmst A u B, 60/1ests Humanna — [Tnka, tvm C, rparynemaros @apbepa
I pyrie 60/1e3H1 HAKOIUIEHNS:

= 6oje3Hb BonbMaHa;

= (60JIe3Hb HAKOIUIEHVISI 9pUPOB XO/IECTEpUHA

Myxononucaxapunossl Cunppom Iyprep

Cunppowm llerte

Cunppom Candumunmo A, B, C, [T
Cunppom Mopkno A n B
Cunppom Mapoto — Jlamu
Cunppom Cnad u gp.

Mapenydeckas popma (HLIJT 1-ro Tnma)
IMospusis maagenyeckas Gopma (HIJJT 2-ro tuma)
IOHomeckas ¢popma (HIIJT 3-ro tuma)

InmnkoreHo3bI
bonesnp JlanoH 1 fip.
InukomnpoTenHo3bI ACTapTU/ITTIOKO3aMIHY PUS
Cranupmos
Dyko3uy03
bonesnp llnnpnepa
lanmakrocuanupmos u gp.
MyKomunumossr Myxonunupos, tumnsi 2, 3C, 4
Heiiponanbubie
Liepou/IHbIE
IO YCIMHO3DI
(HILT)

,HPYI‘I/IC JIN3OCOMHBIE
6071€3H1 HAKOTIJIEHNA

InctuHo3
Bonesus Camma

Opyrue tunst HIJT (5-11, 6-11, 7-14, 8-1t, 10-it)

MHo)XecTBeHHas CynbdaTHast HeTOCTATOIHOCTb I Ap.

[acTpo3HTeponorus

Jlekun ans Bpayen

THIO MUKPOBE3VIKY/LIPHOIO CTeaTo3a.
IToBpex/ieHHbIe TelIaTOLUThI 3aMe-
IAIOTCSA COENMHUTETbHON TKaHBIO.
Bhauare pasBuBaeTcst pubpos, 3ateM
uppo3 nedeHu. I1pyu moBpexeHnn
CIIMBMUCTON OOONIOYKY KUIIEYHMKA
BO3HUKAET CHH/IPOM Maibabcopouum
U MaJIbJUTeCTUY, IPOABIAIOIMICA
IMapeeii, METeOpU3MOM, CTeaTopeeit
Pa3HOIl CTEeIeHU BBIPA’KEHHOCTH,
a TaxKe M30BITOYHBIM OaKTepuab-
HBIM poCTOM. BosHukalomas BIo-
CNIeNICTBUM CIIJIEHOMETaINs CBUe-
TeIbCTBYeT O HPOrPecCMpOBAHUM
3abonesanus [1, 7,9, 10].

ITopaxeHne me4YeHUM U Cele3eH-
Ky 1pu 6oneswu Humanna - Iuka
muna C BXOZUT B BUCLepPaNbHbIN
CHMHIPOM VI XapaKTepU3yeTCs U30MN-
POBaHHOII CIITIEHOMETa/IMel HEACHO-
TO TeHe3a, TeNaToCIIeHOMeTaINelt,
IIUTe/IbHON XO/IecTaTNYecKoil Heo-
HATa/IbHOI XKeNTYXOl 1 eTanbHBIM
acuuToM (4, 6, 7). Xonecrarudeckas
JKeJITyXa MOXXeT BapbUpPOBaTbCH
OT TPaH3UTOPHON TIMIIepOUIUPY-
O6MHEMUN C TIPEeUMYIIeCTBEHHBIM
HOBBIIIEHNEM YPOBHA KOHBIOTHPO-
BAaHHOTO 6MIMPYOMHA [0 TsDKEION

BornesHpb HaKOIJIEHsl IIMKOTeHa 2-T0 TuIa — 6071e3Hb [Tomie
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XOJIeCTaTUYEeCKOM TermaTomaTumn,
IIPUBOJAINEN K IIeYeHOYHOI HeJo-
CTATOYHOCTM U CMEpTH IaIMeHTa
B BO3pAacCTe JIO OJJHOTO ropa. Xapak-
TepHble KOMOWHALNN CHMIITOMOB,
KOTOpbIE C BBICOKOII [O/IEN BEPOAT-
HOCTM IIO3BOJIAIOT HPEAIION0XKUTD
Hamuuue 6onesuu Humanna — Iuka
tuna C, — ClIUIeHOMeranns u Bep-
TUKAJbHBI CYNpaHyKIeapHBIN
mapannd B30pa, CIVIEHOMeETanns
M aTaKCus, CIJIEHOMETans ¥ IIu-
30¢peHOnIOf06HbIe ICHXO3HI [6, 8].

Knunanyeckme cuMITOMBI OONIb-
MMHCTBA 60J€3Hell HaKOIIEHNS
0OBIYHO HEITATOrHOMOHMYHbI U BIIN-
CBIBAIOTCA B paMKMU oOflieTepares-
TUYECKON HaTtonornu. DTuM o6y-
CJIOBJIEHO JIJINTENIBHOE OTCYTCTBME
a/IeKBaTHOTO MATrHO3a y MaIlYIeHTOB
C IOoJOoOHBIMY cuMIiToMamu [1, 2, 7].

JlnarHocTuka

ANITOPUTM JMATHOCTUKK 6GOJIe3HeNt
HAKOIUTEHMsI BKIIIOYaeT cOOp aHaM-
HECTUYECKIX TAHHBIX, (PUSUKATIbHBI
OCMOTp, IIPOBeeHNe TabOPaTOPHBIX
M VMHCTPYMEHTA/IbHBIX MCCIEOBa-
HUII, TOIOMTHUTENbHBIX 06CIenoBa-
HII ¥ KOHCY/IbTAlI 110 TIOKa3aHUAM
(1, 3,6].

30/10TBIM CTaHAAPTOM, I1O3BOJISIO-
MM AMATHOCTHPOBATh 60/Ie3HN Ha-
KOIUIEHUSI, CUUTAETCSI OIpefieieHIe
aKTUBHOCTH (pepMEHTA — SH3VIMOMM-
arHOCTHKA, HAIpuMep Groxmmide-
CKOe OIIpefie/ieHne aKTUBHOCTI JN-
30COMHOII KICJION NMIIa3hl B IIATHAX
BBICYIIIEHHO KPOBM Ha CIIELIMA/IBHBIX
AMATHOCTUYECKUX (QUIBTPAX VIV UC-
CTIefOBaHye AKTMBHOCTY KIUC/ION OeTa-
IJIIOKOLIepeOpO3N/ashl B JIEMKOLMTAX
nepugepuIecKoit KpOBY 1 KyIbType
$u6PO6IACTOB C IEIBI0 UATHOCTUKY
60one3uu loe. [Tpu 60mesun Human-
Ha — [IyKa B /IeJIKOLMTAX ¥ KOXKHBIX
¢$ubpobIacTax OIpeneITCs CHIDKe-
HIe aKTUBHOCTH KIC/ION ChMHTOMIte-
JIMHA3bI PA3HOII CTEIeH, IOBBIIIIEHIE
aKTUBHOCTY MapKepHOro depmeHra
JIM30COM — XUTOTPMO3UAA3DI B IVIa3Me
KpOBU. [I/Is1 IepBUYHOTO CKPMHMHTA
TAKOKe MCIIO/Ib3YeTCsI TECT Ha OKCUCTe-
pon/rpuon meropom I'’X TMC (raso-
Bast xpoMarorpadyst — Macc-CIeKTpo-
metpus) [1, 2, 5].

Bropoe MecTo mo HOKasaTeNbHO-
CTV TIPUHAMIEXNUT TeHETUIECKOMY
MccaeloBaHNI0. MeTonbl MOJEKy-
JISIPHO-TEHETUIECKOI JUarHOCTIKY

BK/TIOYAIOT HPUIEIbHBIN, MyTalu-
OHHBIJ U CeKBEHALIIOHHDBIN aHa/IN3,
YTO II03BOJIAET ONpPENe/IUTh MyTa-
110 B 99% ciy4aes y iy ¢ pepMeH-
TAaTMBHO IMOATBEPXXIEHHON HeLo-
CTaTOYHOCTBbI0. OTHAKO CIIOKHOCTD
U BBICOKasl CTOMMOCTD B COYETAaHUU
C JUINTETbHOCTBIO IPOBEEHNA Jiea-
10T MOJIEKY/ISAPHBII aHAIN3 KOCTYII-
HBIM JINIIb A4 CHelani3upoBaH-
HBIX 1aboparopuit [1, 5, 6, 8].

Ha tpeTbeM MecTe B MIaTHOCTMKE Te-
3aypICMO30B — XapaKTepHasl KJIMHM-
YecKast KapTiHa U BblsiBieHme addek-
TUPOBAHHBIX KJIETOK IIPY ITPOBEICHNN
TVICTOTIOTYYECKIX MICCTIET[OBAHMIL.
IIpu pmarHocTuke 60/e3HM Ha-
KOIIeHUsI 3QUPOB XOomecTepyuHa
B Ouonrarax OOHApyXUBAeTCs sp-
KO->Ke/ITO-OpaH)KeBas TKaHb Iede-
HI, TUCTOJIOTMYECKY BBIABIIAIOTCA
6osbliye, 3aI0/THEHHbIE TUMMAAMU
reraToLuTh 1 KneTku Kymdepa ¢ xa-
PaKTepHBIM MMKPOBE3UKY/IAPHBIM
cTeaTto3oM. IIaTOTHOMOHMYHBIM
TIPU3HAKOM CUMTAETCS HaIM4ye Kpy-
CTa/UI0B 9(VPOB XOIECTEPVIHA WU MX
OCKOJIKOB B reraTolurax. [JanHble ru-
CTOJIOTT9ECKOTO YICC/IEOBAHA MOTY T
OIIVI60YHO TOJIKOBAThCS, B pe3y/IbTaTe
YeTO yCTaHAB/IMBAIOTCA HEBEPHBIE V-
arHO3bI HEAJIKOTOJIbHO SKIPOBOIL 60-
JIe3HU TeYeHY, HeaJIKOTO/IbHOTO CTe-
aTOTelaTUTa, KPUIITOTeHHOI 60/Te3HN
nevenn u zp. [1, 9, 10].

CeropHsi [J0OKa3aHo, 4TO OMOICHS
nedeHy mpy 6OMesHSIX HAKOIIEeHMs
MOXXeT OBITh 3aMeHeHa HelHBAa3MUB-
HBIMI METOAaMI AMATHOCTUKM. a
OLIEHKM COCTOSIHIA BHYTPEHHIX Opra-
HOB VICIIO/Ib3YIOT pas3/IuHble METOMbI
BU3ya/N3alyi, BKII0Yas yIbTPasBy-
KoBoe nccnenoBane (Y3M), Maruut-
HO-pe30HaHCHYI0 Tomorpaduio (MPT)
U KoMIIbloTepHy!o ToMorpaduo (KT).
I onpenenenys pasMepoB IeYeHn
U Cele3eHKM, NVHaMU4eCKOro Ha-
OII0fEeHNA 3a MaLeHTaM ¢ 0ojes3-
HbIo [olle peKOMEeHYIOT MCIOMb30-
Batb MPT, MOCKOIBKY STOT MeTOf
He HeceT JIy4eBoil Harpysku. CKorie-
Hyle KJIeToK [ole yMeeT TeHAEHIINIO
K CIMSHUIO B KOHITIOMEPAThI 11 06pa-
30BaHMIO Y37I0B, KOTOPbIE MOTYT ObITh
BU3yanusuposaHsl npu Y3V nnm
MPT. I1pu Y3W y37bl B Ie4eHN MOTYT
OBITD TUIIO-, TUIIEPIXOT€HHBIMU VIV
CMeIIaHHoM sxoreHHoctu. Ha MP-
TOMOTI'PaMMax Y3JIbl OOBIYHO U30MH-
TEHCHBHBI ITApeHXMMe redenn [3].

Neuenne

Jonroe BpeMsA Hpu M30COMHBIX
60J1e3HAX HAKOIIEHNS TPOBOJVIIN
TONIbKO CHMIITOMAaTUYeCKYyI0 Tepa-
[0, OJJHAKO B HAaCTOsAIlee BpeMs
TPV HEKOTOPBIX 13 HUX VICIO/Mb3YIOT
3aMeCTUTENIbHYIO Tepalynio peKoM-
O6uHaHTHBIMK pepMeHTaMu [7, 11].
IIpoToTNIOM 3H3MMHO} Tepanuu
JIM30COMHBIX 00/Ie3Helt HAKOIIIEHNST
apngercs 6onesus Tome. JIns meve-
HUA HAalVIEHTOB C 9TOil 0O0JIe3HBIO
ObLIM CO3JaHbl TPU PEKOMOVHAHT-
HBIX (epMeHTa C MCIIOIb30BAHUEM
MaHHO30-pelleITOPOB MaKpo(aros
ISl IPOHVKHOBEHNS 9H3UMOB B /M-
30COMBI. [IBa U3 HMX — MIMUIJIIOLE-
pasa 1 Benarmolepasa anbgpa JaBHO
HPUMEHSIOTCA L1 Tepanuy 60me3Hn
Tomre 1-ro Tnma. TpeTnit pepment —
Ta/IMIIIoLepasa anbga VCIOIb3yeT s
y manuenTos ctapiue 18 ner 5 CIIIA
€ 2012 r. 9 peKTUBHOCTD 3aMeCTH-
TE/IbHOV SH3MIMHO Te€panmy Ipu 2-M
u 3-M timax 6onesxn Tome ocraercs
COMHUTENbHOI [5, 7, 11].

Jlo HeraBHETO BpeMEHM 3aMeCTUTENb-
Has TepamusaA feUIUTa TM30COMHOM
KIICTIOi IMIA3bl CYNTANIACh HEOCYIle-
crBuMoit. B 2013 1. 6putn omy6/mKo-
BaHBI IIepBble JaHHble 3P PeKTUBHO-
CTH PeKOMOMHAHTHOII YeIoBeYecKolt
JIM30COMHOI KUC/ION IUIIa3bl Y IeTel
¢ [IJIKJI. K HacrosieMmy MOMEHTY Ha-
KOIUIeHa OoOIIMpHas JOKasaTelbHas
6a3a, IO3BOJAIOLIASA UCIIOIb30BATH
PEKOMOMHAHTHYIO JIM30COMHYIO JIU-
masy (cebemnmasa anbda) B KauecTBe
IIaTOT€HETNYECKON 3aMeCTUTE/IbHO
¢depmenTHOI Teparmu ripu JJIKJL. Co-
IJIaCHO pe3y/lbTaTaM MCCIefOBaHuIA,
52-Hefie/ibHAs TepaIs CIIOCOOCTBYET
CHMKEHUIO YPOBHEl alaHMHAMUHO-
TpaHcdepasbl 1 aCIlapTaTaMIHOTPAHC-
epaspr Ha 58 1 40% COOTBETCTBEHHO,
JIATIONIPOTENHOB HU3KOJ IITIOTHOCTH —
Ha 60%, o611iero xonecTepuHa — Ha 39%,
TPUITIMLIEPUOB — Ha 36%. YpoBeHb
JIMTIOIIPOTENHOB BBICOKOJ IVIOTHOCTH
HOBbIIIAeTCs: Ha 29%, 06'beM TedeHn
1 00'beM XKMPOBOIT TKAHM MeYeHN CHM-
>kaeTca Ha 12 u 55% cOOTBETCTBEHHO
(5,7, 11,12].

B Poccun saperncrpupoBaHbl U UC-
IIOJIb3YIOTCS IIperaparsl GpepMeH-
TO3aMeIAoLIell Tepanuy A jaede-
HUS TU30COMHBIX OornesHeit Toire,
®abpu, ITomne n MyKomonmcaxa-
pupo30B 1-1o, 2-ro u 4-r0 TUIIOB.
3aBepuraeTcs CTafyusa perucTpanun

JdexTBHaA dapmakoTepanus. 24/2020



B PO ¢epmenrosameraroiiero mpe-
napata 910cynbgassl anbga, Ipey-
Ha3HAUeHHOTO /I BHYTPUBEHHOTO
BBeJIeHs OObHBIM C 4-M TUIIOM MY-
Komosnucaxapupgosa [1, 5,7, 11].

Eme ogHuM HalpaBlleHKMEM B jleue-
HUY JTM30COMHBIX 0OJIe3HEN HaKO-
IUIEHVA ABJIACTCA CybCTpaT-penynnu-
pytowas Tepamust [6-8, 12], B ocHOBe
KOTOPOJ JIeXKUT IPUHLNII CHYKE-
HIUA HAaKOIUICHHBIX CyOCTpaToB 3a
cyeT OrpaHNYeHNus NX OMOCHHTE3a.
Hamnbonee yno6Hoi MOpmenbioo Ais
peanmsanuy JAHHOTO TepaleBTU-
YeCKOTO IOfXOfia CTaja rpymma 6o-
JIe3Helt, CBSI3aHHBIX C HapyLIEHIEM

Nvreparypa

paclIerIeHnst CIOXXHBIX MOJIEKYII
rmKochuHronungoB. Hekoropsie
6uonornyeckme coeguHednsa (MMun-
HOcaxapa) CHOCOOHBI MHTMOMPOBATD
obpasoBaHue [MNKOCHUHIOMUIINLOB
U3 VX IPEJIIeCTBEHHIKA lepaMu/a.
B pesynbrare KOMM4YeCTBO TIMKO-
COMHTOMUNNEOB CHUXKAETCA [0
YPOBHsI, JOCTYIHOTO HedeKTHOMY
(bepMeHTY, OIpefiesIoLeMy JaHHYIO
¢dbopMy MM30COMHOrO 3a00/IeBaHNUA.
K Kaccy MMMHOCaxapoB OTHOCUTCS
N-6yTHI8eOKCUHOXVPUMULIVH (MU~
IJIyCTarT), 3aperNCTPUPOBAHHBIN KaK
JIeKapCTBEHHDIN ITpenapaT B EBporre,
Awmepuke n Poccun (2009 r.) un ofo-

Jlekun ans Bpayen

OpeHHbIIT /151 evYeHns To6pokade-
cTBeHHBIX hopm 6onesHu Tome 1-ro
tuna, 6onesun Humanna - Ilnxa
tuna Cy B3pocbIx u feteit [12, 13].
PaspaboTka u BHefpeHMe HOBBIX
BBICOKO9(PeKTUBHBIX I'eHHO-VH-
JKEHEPHBIX IIPEIapaToB, UCIIONb30-
BaHIe KOTOPBIX CIIOCOOCTBYeET per-
peccy TsDKeNmbIX MaTOMOTMYeCKUX
IPOLIECCOB, MOBBILUIEHNIO KaYeCTBA
U HPORO/DKUTENBHOCTH JKM3HU
OONTBHBIX M YMEHBIIEHNIO CTelle-
HU VX VHBaIUAV3ALMU, CIUTACTCA
Be[YLIMM HaIlpaBlIeHUEM B Tepa-
UM TM30COMHBIX 60JIe3Hell HAaKO-
IUIEH NI
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The article covers the etiopathogenesis, classification, clinical manifestations and aspects of diagnosis of the most common
lysosomal accumulation diseases. Data on the main pathological processes developing in the liver in these diseases are presented.
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