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AKTyanbHoCTb. Jln3ocoManbHble 6one3Hmn HakonneHusa (JIBH) aBnatoTca OOBOMbHO peaKkMMu,
TPYOAHO AMArHOCTUPYEMbIMKM MNATONMOTMAMU U OTHOCATCA K rpyrnne opdaHHbIXx 3aboneBaHmii. Ha ce-
roOHALWHWMM OeHb M3BeCTHO o Bonee 50 3aboneBaHum [20] M MX MOATMMNOB, Hanbonee YacTble U3
KOTOpbIX: MyKonofncaxapmngo3s (MIMC) (c monyndumoHHom Yactotom oT 1:70 000 go 1:300 000, B 3a-
BMCUMOCTW OT TMMa), 6bonesHb HmMaHa-Murka (oT 1:30 000-120 000), 6onesHb ®abpwu (1:117 000, HO
cpenun My»4mnH YactoTta nosbillaeTca Ao 1:40 000), 6onesHb lowe (1:40 000-60 000), 6one3Hb MNom-
ne (1:40 000). Bce natonormm gaHHoOM rpynnbl 9BASIOTCA reHeTUYeCKUMM, MPEenMyLLIEeCTBEHHO ne-
pepatoLLmeca no ayToCOMHO-peLeccrmBHoOMyY (AP) Tuny HacnegoBaHUa [2]. K coxaneHuto, B Hac-
ToAlee BpeMa NM30COMasibHble 60Me3HM UMEIT BbICOKMM MPOLLEHT CMEPTHOCTU, CBA3AHHbLIN C
TPYOHOCTAMU ONATHOCTUKU, OLMBOUYHOM (40%) MM No3OgHEN MOCTaHOBKOM MPaBUIbHOMO guar-
HO3a, HM3KOWM YaCTOTOM BCTPEYaeMOCTM M HU3KOMN MHPOPMUPOBAHHOCTBIO CeLanncToB.

Llenb — n3yyeHmne n aHanms NuTepaTypHbIX MICTOYHUKOB A9 CMCTEMATM3aL MM OaHHbIX O BHYT-
PEHHMX OpraHax, MoABEPEHHbIX MOPAXKEHMAM MPU Pa3NUUYHbIX TM30COMalbHbIX 6OME3HAX.

MaTtepuanbl U MeToabl. C MOMOLLbI MOUCKOBbLIX cncTeM ELIBRARY, CYBERLENINKA 1 PUBMED 6bl-
N0o NpoaHanm3npoBaHo 20 NMTepaTypPHbIX MCTOYHMKOB. [119 NMomcka 6biSi MCNONb30BaHbl CNeayto-
Lime KtoYeBble cnoBa: 60/1e3HM HAaKOMMEeHUS TM30COM, HEMPOHAlbHbIN LiepounaHblv nunodycum-
HO3, NTMNOPYCUMHO3, AMarHOCTMKa NMNodycUMHO3a, NledeHre nunodycumHosa, 6onesHb MNomne
(cooTBETCTBEHHO Ha aHMMMMCKOM a3blKe). BbINM M3y4eHbl U CUCTEMAaTU3MPOBAaHbI AaHHble 06 opra-
HaX-MULLIEeHAX IM30COMalbHbIX MATOMTOMMM N CUCTEMAX, KOTOPbIe MoABEpPratoTcsa X BO3OENCTBUIO.

Pe3ynbTaThl. JIM30coManbHble 60Me3HU HaKoMIeHUa aBNAKTCA BbICOKO cneunduyecKnMmy 3a-
6oneBaHMAMMU, KOTOpble TPebyT crneunanbHOW OMArHOCTUKK. BONMbLUMHCTBO MaTONOrMn MOryT
npoTeKaTb 6eCCMNTOMHO, @ HEKOTOPbIE MAaCKMPOBATbCH MOA ApYyrve 6one3Hu, YTO TakXKe OCOX-
HAET OMarHoCTuKy. Npu HeCcBoeBpeMeHHOM Havane paumoHanbHoOro fnedveHmnsa J1IbH 3akaH4YMBatoT-
CeA NeTanbHbIMW MCXOOaMK, MOPOM B paHHEM BO3pacTe.

3akntoyeHme. JlnsocomanbHble 6one3Hr HakoMneHna aBNaTCA BbICOKO crneundryeckMmm 3a-
6oneBaHUAMM, KOTopble TPebyT cneunanm3npoBaHHOM BUOXMMMNYECKOW, TMCTONOMMYECKOM U re-
HeTUYEeCKMX MeTOL0B ANArHOCTUKKM. OHKM NMOPAXKAOT KMIHEHHO-Ba)KHbl€ CUCTEMbl OPraHM3Ma, YTO
NPUBOOUT B KOHEYHOM UTOre K AereHepaTUBHbBIM M aTPODPUHECKUM HapyLLeHUAM. CTOUT OTMETUTD,
4TO Ha OaHHbIM MOMEHT MHOIMMe NaToNIorMKM nevaTca CUMMTOMATUYECKU, a OpYyrMe BOBCe HE Mofa-
0AKOTCSA IEYEHMIO U COXPAHSAIOT BbICOKMIM MPOLEHT NPEXAEBPEMEHHOMN CMEPTHOCTW.

KntoueBble croBa: reHeTnyeckme 3aboneBaHUs, NM3ocoMarnbHble 60M1e3HM HakKomneHua, Te-
3ayPMCMO3bl, OPraHbl-MULLEHW.

deTmcoB Knpunn AnekceeBuy — CTYOEHT 2 Kypca neguatpuyeckoro dakynereta, KIFMY, 1. Kypck,
Poccumckaa Oepepaumna. ORCID ID: E-MAIL: FETISOV.KIRILL.20@GMAIL.COM (aBTOpP, OTBETCTBEHHbII
3a nepenuncky).

MBaHOB AnekcaHAp BWKTOpPOBUY — O.M.H., Npodeccop, 3aBedywmn Kadenpbl rMcTonormu,
aMbpuonormnu, uutonornn, KIMY, . Kypck, Poccuinckaga @Pepepauma. ORCID ID:
0000-0002-2412-0475. E-MAIL: IVANOVAV@KURSKSMU.NET.

OB30OPbI JIUTEPATYPbI 87
REVIEW ARTICLES



BEKTOP MOTOAEXXHOW MEONLIMHCKOW HAYKMU, N2 4, 2024
THE VECTOR OF YOUTH MEDICAL SCIENCE, ISSUE 4, 2024
YK 576.08

LESIONS OF INTERNAL ORGANS IN LYSOSOMAL ACCUMULATION
(STORAGE) DISEASES
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RELEVANCE. LYSOSOMAL STORAGE DISEASES (LBD) ARE QUITE RARE, DIFFICULT-TO-DIAGNOSE PATHOLO-
GIES AND BELONG TO THE ORPHAN DISEASES GROUP. TO DATE, MORE THAN 50 DISEASES [20] AND THEIR
SUBTYPES ARE KNOWN, THE MOST COMMON OF WHICH ARE: MUCOPOLYSACCHARIDOSIS (MPS) (WITH A PO-
PULATION FREQUENCY FROM 1:70,000 TO 1:300,000, DEPENDING ON THE TYPE), NIEMANN-PICK DISEASE
(FROM 1:30,000 TO 120,000), FABRY DISEASE (1:117,000, BUT AMONG MEN THE FREQUENCY RISES TO
1:40,000), GAUCHER DISEASE (1:40,000-60,000), POMPE DISEASE (1:40,000). ALL PATHOLOGIES OF THIS
GROUP ARE GENETIC, MAINLY TRANSMITTED BY THE AUTOSOMAL RECESSIVE (AR) TYPE OF INHERITANCE [2].
UNFORTUNATELY, LYSOSOMAL DISEASES CURRENTLY HAVE A HIGH MORTALITY RATE ASSOCIATED WITH DIAG-
NOSTIC DIFFICULTIES, ERRONEOUS (40%) AND/OR LATE CORRECT DIAGNOSIS, LOW INCIDENCE AND LOW
AWARENESS OF SPECIALISTS.

OBJECTIVE: THE STUDY AND ANALYSIS OF LITERARY SOURCES FOR THE SYSTEMATIZATION OF DATA ON IN-
TERNAL ORGANS AFFECTED BY VARIOUS LYSOSOMAL DISEASES.

MATERIALS AND METHODS. LITERATURE SOURCES WERE ANALYZED (SPECIFY) USING THE SEARCH ENGI-
NES ELIBRARY, CYBERLENINKA, PUBMED, DATA WERE STUDIED AND SYSTEMATIZED INTO A GROUP ON TAR-
GET ORGANS OF LYSOSOMAL PATHOLOGIES.

RESULTS. LYSOSOMAL STORAGE DISEASES ARE HIGHLY SPECIFIC DISEASES THAT REQUIRE SPECIAL DIAG-
NOSIS. MOST PATHOLOGIES CAN BE ASYMPTOMATIC, AND SOME CAN DISGUISE THEMSELVES AS OTHER DI-
SEASES, WHICH ALSO COMPLICATES DIAGNOSIS. WITH THE UNTIMELY START OF RATIONAL TREATMENT, LBN
RESULTS IN FATAL OUTCOMES, SOMETIMES AT AN EARLY AGE.

CONCLUSION. LYSOSOMAL STORAGE DISEASES ARE HIGHLY SPECIFIC DISEASES THAT REQUIRE SPECIALI-
ZED BIOCHEMICAL, HISTOLOGICAL, AND GENETIC DIAGNOSTIC METHODS. THEY AFFECT VITAL BODY SYSTEMS,
WHICH EVENTUALLY LEADS TO DEGENERATIVE AND ATROPHIC DISORDERS. IT IS WORTH NOTING THAT AT THE
MOMENT MANY PATHOLOGIES ARE TREATED SYMPTOMATICALLY, WHILE OTHERS DO NOT RESPOND TO TREAT-
MENT AT ALL AND RETAIN A HIGH PERCENTAGE OF PREMATURE MORTALITY.

KEYWORDS:. GENETIC DISEASES, LYSOSOMAL ACCUMULATION DISEASES, THESAURISMOSES, TARGET OR-
GANS.
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AKTYAITbHOCTb

Jln3ocomMbl NpeacTtaBnaOT cO60M KMUCIOT-
Hble (PH 4,5-5.0) [12] BHYTPUKIIETOUHbIE KOM-
MapTMeHTbI, 3anoIHeHHble 6onee yem 60 BU-
JaMun rmgponas (npoTteasbl, MMMKO3MOa3bl,
cynbdaTtasbl, docdaTtasbl, nmnasbl 1 gp. [1]),
npefHasHaYeHHbIX a9 paclienseHmna 6en-
KOB, MOMIMCaxapuaoB W CAOXKHbIX JMMNWOO0B
(MONy4YeHHbIX MyTEM 3HAOOLMTO3a), a TakKxke
ABMAIOTCA LEHTPOM Aerpagaunm KrieTtok [3,
12]. TlepeBapeHHble MNPOAYKTbI, HanpuMmep,
AMUHOKUCIOTbI, BbIBOOAATCS B MpoLecce 3K-
30UMNTO3a BHYTPU TPETUHYHOM TM30COMbI. OHU
Takke copepyat 6onee 50 MeMOpaHHbIX
6enKoOB WM OCHaLlleHbl crneunanbHbIM Mexa-
HMU3MOM, MpeaHa3sHa4YeHHbIM a9 onpegene-
HUA MECTOMONOXKEHMS, KOMMYECTBA, pa3Me-
POB W aKTUBHOCTW NIM30COM. Bce 3TO Heobxo-
OVMMO 019 KOHTpona cneumduyHoCcTn opra-
HUYECKUX COeaUMHEHWMMN, CPOKOB UHMLIMALMN
M NpeKpalleHMa npoLlecca gerpagaumm nm-
30coMbl [3].

HedekTbl gerpagaumm, 3K30LMTO3a, TPAHC-
MopTa, a TakKXe JIM30COMalibHbIX KaHaloB
NPMBOOAT K NIM30COManbHOM ANCOYHKLMN U,
KaK cefacTBue, NM30COMaribHbIM 601e3HAM
HakonneHua (JIBH) [13].

JlnzocomManbHble 60ME3HU HAKOMNEHUS
(Tesaypmcmosbl) — obulee Ha3BaHWe 60/1b-
LLIOM rpynnbl TSHKENbIX, rMneprnnacTnyecKmx,
HenemkeMmyeckmnx 3aboneBaHM, XapakTe-
pusylowmecs reHeTudecknMmn gedekramm
nmsocoM. CrneacrBMeM OaHHOM OANCHYHKLMM
aBndeTca MnaTofiorMyeckoe HaKoMmneHue He-
MeTaboNM3npPoOBaHHbIX MPOAYKTOB OOMEHa
BELLECTB B KPOBU WM KIIeTKaxX PasfIMYHbIX Op-
raHoB [6, 12]. B cBoO o4epedb, 3TO NpMBOAUT
K WM3MEHEHHOMY TroOMeoCTa3ly Kasjbuua wu
TpaHcnopTa  JMNWMOOB,  OKUCIUTEIbHOMY
CTpeccy, BoCnaneHuaMm, aytodparmm, cTpeccy
3HOOMMAa3MaTUYECKOro peTuKynyMa M ayTo-
MMMYHHbIM peakumnsaMm. Npur 3ToM pe3Ko CHU-
YKAeTCa ymcno nm3ocomMm o <50 Ha KNeTky (B
HOPMe — HECKOJIbKO COTEH), @ pa3Mepbl, Hao-
6opoT, yBenuumpatotca oo 500-1500 HM (B
HopMe — 100-500 HM) B pe3y/braTe CAUaHnS
X MeMbpaH, pacnpeneneHme B KneTke npu-
HUMAET OKONOAAEPHbIV XapaKTep, a BO BHYT-
peHHeln cpefe MoBblillaeTca/MoHMKaeTca Ko-
nunuecteo PH [11,18]. B peaKkux cnydasax MoyeT
OTMeYaTbCa POCT YMCMa NIM30COM B KJleTKaxX
opraHoB-muLieHen [1].

JTBH oTHocKTCa K opdaHHbIM (pegknM) 3a-
60/1eBaHMAM , T.e. HaCcToTa BCTPEYAEMOCTU He
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6onee 10 cnydaeB Ha 100 000 »kmBopoOXae-
HUM. Bo3pacT npoaBneHns nepBbiX CUMMTO-
MOB 3aBWCUT OT CTEMEHWM OCTAaTOYHOM DYHK-
UMM oedeKTHOro 6enKa. Y naumeHToB C Hyrne-
BbIM MAWM MOYTU HYEBbLIM COOEPXKAHMEM HE
MoaMPUMUMPOBaHHOIO 6enka nepBble MaTo-
NOMMM MOXXHO pPacro3HaTb YXKe MNpU BHYT-
pPUyTPO6HOM nepuoge. NMon NauneHToB 3a-
BMCUT OT TMMNa HacnegoBaHuUa MoanduLm-
pPyeMOro reHa v, HanpuMep, NP ayTOCOMHO-
PEeLEeCCUBHOM COOTHOLLUEHMW MeXay MXEHC-
KOM 1 MYXXCKOW nonynaunamm 6yaoet paBHoe,
a npuv X-CcUeNNeHHOM HacnegoBaHMKM — Npe-
BaNMpPYOLWMM MONOM ByayT My>XXUYMHbI.

Ha cerogHawWwHMM OeHb U3BECTHO 6onee
50 3aboneBaHM M KX NOATUMNOB, Hambonee
YacTble M3 KOTOPbIX: MYKOMOMMcaxapuao3
(MMC) (c nonyndauMoHHOM 4YactoTom oT 1:70
000 go 1:300 000, B 3aBUCMMOCTM OT TmNa),
60-ne3Hb HumaHa-Muka (oTr 1.30 000-120
000), 6onesHb Pabpu (1117 000, HO cpeom
MY>XUMH 4YacToTa noBbliaeTca go 1:40 000),
6one3Hb lowe (1:40 000-60 000), 6onesHb
Momne (1:40 000). MaTtonormm gaHHoOro pPoaa
KNaccudULUMpPYOT MO TUMY BELLECTBa, KOTO-
poe OenoHMpPYyeTCa B IM30COME U LIMTOMMNa3-
Me MoparkeHHbIX KAeTok [34]. K coxkaneHuto,
B HacTodllee BpeMa NM3ocoMarbHble 6ones-
HW MUMEIT BbICOKMM MPOLEHT CMEPTHOCTY,
CBA3aHHbIN C TPYOHOCTAMW AMATHOCTUKM,
OLMNBOYHOM (40%) U/MNIKM No3gHEeM NocTaHoB-
KOW MpaBW/bHOIO AMarHo3a, HM3KOW 4acTo-
TOW BCTPEYAEMOCTU U HU3KOM MHDOPMUPO-
BaHHOCTbIO CMeLManmncToB.

MATEPWAJ1bl N METOObI
NCCITEOOBAHWNA

Bbinn npoaHanmnsmpoBaHbl 20 MCTOYHMKOB
nMTEPaATypPbl C MOMOLLBIO MOUCKOBbLIX CUCTEM
ELIBRARY, CYBERLENINKA 1 PUBMED. Kntoue-
BbIMW CnoBaMW [ONS MOWMCKa WMCMosb30oBa-
NCb: NKM30COManbHble ©GOMe3HM HaKone-
HWSA, HEMPOHAaNbHbIN LepongHbiM nmnnodyc-
LMHO3, NMNOPYCUMHO3, ONAFHOCTUKA NKUMO-
PYCLIMHO30B, ledeHune NmnodpycLmMHoO30B, 60-
ne3sHb NomMne (CoOoTBETCTBEHHO HA aHMMINC-
KOM a3blKe). MI3y4YeHbl M CUCTEMATU3NPOBaAHDI
OaHHble B rpyrnmny rno opraHaM-MULLEHAM -
30COMaSibHbIX NATOMTOMMM U CUCTEM, KOTOPbIE
MoaBepratoTCs MOPAKEHUIO.

PE3YJIbTATbl MCCITEOJOBAHUA
N NX OBCYXXOEHWE

LeHTpanbHaa HepBHaa cuctemMa (LIHC) m
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nepudepunyeckas HepsHaa cuctema (MHC).
[aHHaga cucteMa opraHoB MogBepyXKeHa Hau-
6onblIeMy BAVAHUIO CO CTOPOHbI JIBH, TK.
MPaKTUYECKM He MMeeT CTBOJSIOBbIX KIETOK U
BCE K/METKMU ABNAIOTCA MOCTMUTOTUHECKMMMU.
OOHWM U3 Hanbonee cepbesHbIX MOCNEaCTBUM
ana UHC nmeet 6onesHb ®abpu (BD). MNaTo-
reHeTUYeCcKMe acrnekTbl gaHHOro 3aboneBa-
HMA OOYCNOBMEHbI OTIOXEHMEM robole-
pebpo3npa (GL-3) B nn3ocomax Knetok. Mpe-
Ba/IMPYIOLLMM MOSIOM ABASFKOTCA FEeMU3UTOT-
Hble My>X4YMHbl. [Mpouecc pa3sBuTna BO onu-
CblBatOT B 3 ctaguu. lepBMYHaga ctagug, xa-
paKTepm3yeTca OOKIMHUYECKUMKW MpoaB/e-
HUAMK. [aHHaa cTagua O6yaeT Mporpeccu-
poBatb Ao 10,5 net [7], HO MOXXeT 3akaH4u-
BaTbCA M MepexoanTb B CriedyoLyto B BO3pa-
CTe AOBYX NeT. XapaKTepmsyeTcsd, CO CTOPOHDbI
UHC n nepundepmueckom HC (MHC) — GL-3
nenosvTamMm B BACKY/IAPHOM  3HOOTENMM,
KNeTKax rMagkMx MbllLl, U HEMPOHax aBToO-
HOMHOWM HEPBHOWM CUCTEMbI. BTOPUUHBLIN
mpouecc HacTynaeT npu nepexoge oT Kie-
TOUYHbIX AUCOYHKUMM K TKaHeBbIM. [1poaB-
NeHuva gaHHoOM cTagmm BapmabenbHbl U, B 3a-
BUCMMOCTM OT deHOoTMMa naumeHTa, Bblae-
NF0T TUNMYHYKO GopMy 3aboneBaHud, aTu-
MUYHYIO M ManoCMMNTOMHYyO GopMbl. Ha
MepBbIA Mf1laH BTOPOW OeKafbl YXU3HW B KNU-
HUYECKOWM KapTUHE BbIXOOAT MOPAXKEHUS Op-
FAHOB XXenyao4YHOo-KulleyHoro Tpakta (MKKT)
[18], HO B TOXXe BpPEMS XapaKTepusyeTca Le-
pebpanbHbIMU ULLEMUAMMK, MOTEPEN HENPO-
HOB, a nNpun MPT-nccnegoBaHMM BbIABNAKOTCH
MHOIFOYMCNEHHbIE Gefble o4Yarm OTNIOXKEHMS
GL-3. TpeTnyHaga cTaaums xapaKrTepusyeTtca
OpraHHbIMM OUCOYHKUMAMKU. CO CTOPOHDI
UHC 1 NMHC Bo306HOBAAIOTCH MLLEMUNYECKUMe
aTaKW, HACTyNaoT PaHHWE ULLEMUYECKME UH-
CyNnbTbl (M3-32 aHEBPM3MATUYECKM U3MEHEH-
HbIX COCYOOB), KPOBOU3NMAHMUA B MO3r, MO-
PaXKEHUS 3PUTENBbHOMO OpraHa NpPosBAAOTCS
B OCHOBHOM TMOMYTHEHMEeM poroBuLbl [18].
MNpw OTCYTCTBMW CreuManbHOro nevyeHus y
MY>KYMH C TUnmyHowm dopmom BO npopon-
YUTENBbHOCTb XXM3HWM He npeBbllwaeT 40 neT.
Elle ogHOM OOBOJSIBHO CEPbE3HOM MaToSO-
rmen, NPUBOOALLEN K HapyLeHUAM paboThbl
LeHTpanbHOM 1 nNepmndbepryecKom HepPBHbIX
CUCTEM ABNAIOTCA HeWMpOHalibHble Lepoua-
Hble nnnodycumHo3bl (HLUJ). HLJT oTHocaTcs
K TAXKeNbIM HempoaereHepaTMBHbIM 3abone-
BaHWAM HaKoMmsieHns nm3ocoM [14] ¢ npeun-
MYLLECTBEHHO ayTOCOMHO-PELLECCUBHbLIM TU-
MoM HacnenoBaHUA[13] Npuv 3TOM eOMHCTBEH-
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HbIM OOMWHAHTHbIM MPOABMEeHMEM ABMAETCH
6onesHb MNappwn, cCBA3aHHaa C MyTalLMen B re-
He CLN4. Bbi3BaHa gaHHag NaTonorma Hako-
nneHnemM ayTodnyopecLUeHTHbIX LepouaHbIX
NUMONUIMEHTOB (enTo-bypbl ayTodnypoc-
LEHTHbIN MUIMEHT, ABNSFIOLWLMNCSA MNKOAMMO-
NpPOTENOOM, KOTOPbIN COCTOUT U3 MPOAOYKTOB
oKMcCneHma aunni-KoA u, Kak npaswmio, Co-
aepXalwmm MeTannbl, Hanpumep, HG, AL nnu
ZN [5]) v npencrtasndgetca okono 160 myTa-
LMamMm B 9 (Mo HeKoTopbiM gaHHbIM — 10) re-
Hax dJenoBeka: CLNI1, CLN2, CLN3, CLN4,
CLN5, CLNG, CLN7, CLN8 1 CLN10 [5, 16, 18].

B HopMe nunodycLMH MOXXET coaep»aTb-
CA B K/1€TKax, HO B HEOOMbLLIOM KONM4yecTBe B
BMOE rpaHyn, HakKanIMBatoLLMXCa OKONO aa-
pa. [NoBblILLEHHOEe OT HOPMaslbHOMO 3HAYEHUS
cogepyaHume, HO He gBngrolmecs naTosio-
rmen, HabnpaeTcsa B TaKMUX KNETKax Kak raH-
rMUOLUNTDI, cepedHas N CKeNeTHaa Mbllley-
Haa TKaHW, a TakKKe B K/eTKax ceTdaTKu [5].
MapkepaMm aBnarTca BUoXMMmMUecKkme, rmc-
TOXMMUYECKUNE U1 YNBTPACTPYKTYPHbIE Mcche-
OOBaHMA 6MonTaTa KOXKM, MbILUL, U OPraHoB,
YTO M MNO3BOMFET OTIMYUTL UX OT CXOXKMX
«aMaBpPOTUYECKUX CEMEMHbIX MONOTUN» (FaH-
rMnMo3mnao3bl Mnm 6onesHb Tea-Cakca).

B HacTtogwee BpemMa HLJT oenart Ha 2 Ka-
Teropumm: 6onesHb batTeHa 1 6onesHb Kydca.
MepBada OTHOCUTbLCA K BoNesHAM MHbAHTUNb-
HOro nepuoaa, B TO BpeMs Kak, BTopasa - 3TO
rpynna 3aboneBaHW B3POCNOro BO3pPacTa,
KOTOpada B CBOIO odepenb genntca Ha Kydc A
n Kydc b. OcHoBaMM e naToreHesa 9BNaeT-
CA HeOoCTaTOK NM30COManibHoro depmMeHTa,
BCNeOCTBME 4ero rnponcxoounT HaKorfeHume
ayTopnyopecLeHTHOro MaTepumana B Heps-
HbIX TKQHAX.

MNepBble CUMMMNTOMbI MPOABNAIOTCA YV)Ke B
paHHeM OeTCcTBe: peTMHoMmaTuga, npobnemsbl
CO CHOM, OBWraTelfibHble HapylleHus, MKUo-
KNoHyc-anunencua; pnanee 6ynet Habno-
[aTbCca nporpeccumpytollee yxyalueHme coc-
TOAHUA  OpraHM3Ma: OeMeHuud, yTpaTa
npuobpeTaeMblX HaBbIKOB, remMepanonum
(paccTpocTBO 3peHune, xapakTepusytollee
ero yxygleHmeM B TeMHOTe (Qanee yepes 2-4
roga nosHaa noTteps 3peHus), pasnmyHble
TUNbl OAn3apTPpMKM (0BblYHO GOopMUpPYOTCA K
10-15 ropaM), MapKCUMHCOHOMOAOOHbIE CUM-
MTOMbI (BTOpPOE OeCATUNETUNE XKM3HW), ranto-
LIMHALUWK, KOTOPble MOryT ycyrybnatbca npwu
MHPEeKLUMAaxX Mo4YeBbIBOOAALLMX MyTen u ner-
KMX, MO3TOMY BaXXHO Y AaHHbIX MauMeHTOB
MOCTOAHHO OCMEXMBATb PUCK MX Pa3BUTUSA
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[5]. Bce nogtmnbl HUC conpoBoxaatoTca ce-
NEKTUBHOW HenpopereHepaumenm B Kope ro-
NOBHOMO (M3MEeHeHUA 6blIN pacnpeneneHobl
MO BCEM CMTOAM U3BWIMH), CMMHHOIO MO3ra 1
MO3XeuKa (0cob6o noaBepratoTca Mnoparke-
HWIO KNeTKM MNypKUMHbE.

B To)xe BpeMa HeKOTOpble MccnenoBaTenm
YTBEPXKOAIOT, UTO B HEKOTOPbIX C/Iy4aax M3me-
HeHUa, Npoucxogaume B NMMPaMmMOHOM CUC-
TeEMe KN MO3KeYyKe Maro3HauynTeNnbHbl, HO
BCTpe4yaeTca JaHHOe TeyeHme naTtofiormm go-
BOMbHO penko [14] n npoasnaetca anddys-
HOM CUMMETPUUYHOM aTpodumen cTBona ro-
NOBHOMO MO3ra M aHanorM4yHoO yBeINYEHHOM
YKeNyao4YKOBOM CUCTEMON. MNopaXkaeTca Hep-
BHaA TKaHb He TO/IbKO LEeHTPaNibHOMN, HO U
nepndepmnyeckom HepPBHOM CUCTEMDbI, a Tak-
YKe BHYTPEHHME OpraHbl, TaKMe KaK cefeseH-
Ka, TUMYC, MOYKM (B OMCTaNbHbIX OTOEeNax Co-
OupaTenbHbIX TPy6o4YeK), NMMbaTUYECKME Y3-
Nbl (MOXXHO HabngaTb BaKyosM, KOTOpble
BbIMMAAAT NYCTbIMU UMK codepykaT TBEPAbIN
MaTepwarn) M KOCTHbIM MO3r, rae ObHapy»Xu-
BalOTCA LMTOMNA3MaTUYECKME OTNIOXKEHUA B
PETUKYNO3HAOTENMNANBbHbBIX KMNETKax, a B Me-
YEHW OHWM OBGHapPYXXMBAtOTCA B KieTkax Kyn-
depa [14]. HepBHble KNETKM MnoaBepratoTcA
aereHepaumm 1M HakKonaeHMeM Bbllle YyrnoMsa-
HYTbIX ayTOPyOopeCLEHTHbIX LLlepOoMaHbIX Nn-
MNOMUIrMEHTOB, aHOMANMMAMM CUHAMNCOB, MUTO-
XOHAPUIN, LMTOCKENETA, PAHHUM U MaToNorn-
YECKMM OUMOCUMHTE3OM HEMPOHANbHOIMO Xo-
necrepuvHa. Takke [JaHHoe 3aboneBaHue
COMPOBOXOAETCA paHHEM aKTUBaLUMEN Mnu,
UTO HEM3BEXXHO NMPUBOOAUT K NOTepe HEMpPO-
HOB B Ta/laMOKOPTUKaANIbHOM cucTeme. [pu
HECBOEBPEMEHHOM AMArHOCTUKE U OTCYTCT-
BMMU MpPaBWUIbHOM Tepanuu, KIMHMYecKadq
KapTMHa BTOPOM MOMOBMHbBI MEPBOro roga
XU3HM (MPU UHDAHTUNBHOM TUME TeyeHuda
3aboneBaHnda) MpoaBnaeTcad B HapyLleHUMn
3peHns, YMCTBEHHbIX W OBUraTeNlbHbIX Hapy-
weHmax, Mukpouedanuuy, cygooporax, 4To
NPVBOOAUT K BEreTaTMBHOW CTaauMn, a B KO-
HEUYHOM UTOre — MPEeXaeBPEMEHHOW CMepTH
(B ocHOBHOM B Bo3pacTe 10-15 neT) [5].

B 4ncno nepBUYHbLIX OMArHOCTUYECKMX
MHCTPYMEHTaNbHbIX WUCCeAoBaHUN BXOoOaT
anekTpoaHuedanorpaduma (33I), anekTpope-
THorpadumsa (3PI). BO3MOXXHO Takke m3yde-
HUWe 3puTtenbHbiX (3BI1) 1 coMaToCceHCOPHbIX
Bbl3BaHHbIX NoTeHumanoB (CCBI). MNpwu aToMm
oyayT HabnwgaTbca cneayolme N3MeHeHus:
23 — CHMXKEHME peaKuMM OCHOBHOIO pUTMa
Ha OTKPbIBaHME-3aKpblBaHWE MMa3s, MPU3HAKK
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CMEeLUaHHOTIOo 3MUAENTUYECKOro PacCTPOMCT-
Ba, BCMECKM B 3aTbl/IOYHOM 061acTh B OTBET
Ha CBETOBYIO CTUMYMALMIO, @ TaKXKe MCYE3HO-
BEHME COHHbIX BepeTeH Npn HOYHOM MOHMU-
TOpUpPOBaHUKN; Pl — CHWKEHUNE aMninTyabl,
OTCYTCTBME PErncTpaumnm Unm e paHee 3a-
TyxaHue; 3lMNB — 6yoeT perncrpmpoBaTbca B
OTBET Ha CTUMYNAUMIO BCMblLWKaMM CBeTa
BMIOTb OO TEPMMHANbHbIX CTaguMn 3aboneBa-
HMW. HenpoBMayanmsauma: No gaHHbIM MPT
BO3MOXHO HabnogeHune aTpodumn  Kopbl
6onblmx nonywapum (KBI), ctBona ronos-
HOro MO3ra, MO3»e4yKa UM CNMHHOIMoO Mo3ra
(CM), yMepeHHada rMnepuHTEHCMBHOCTb be-
/TOro BellecTBa rojIoBHOro Mosra u/uvnm rm-
MOMHTEHCMBHOCTb Tanamyca (Ha T2-B3Be-
LUIEHHOM MN300pPaAXKEHMIN).

Hamnbonee cneunpuyeckmm  MeToaoM
AVNarHOCTUKM OaHHOW rpynnbl 3aboneBaHMM
ABMAETCA reHeTn4YecKoe NoaTBEPXKAEHME My-
TEM BbIABNEHUA OOOUX annenemn, oeTePMmMHM-
pyowmnx kateropmm HLJ1. OmarHoCcTMYeCcKnim
aHaANM3 MPOOO/MKAETCHA B CKPbITbIX Yy4YacTKax
FreHOB (MHTPOHAX, HETPaAHCNMPYEMbIX Y4acT-
Kax reHa v 1.4.) [17]. TakKe 3010TbIM CTaH-
0APTOM ABMIFETCH, KaK y)Xe OTMeYasiocb pa-
Hee, OGUMOXMMUYECKOE, TUCTOXMMUYECKOE U
YAbTPACTPYKTYPHOE McciegoBaHme buonTtaTa
KOXW, MbILLL, M OPraHoB, B KOTOPbIX ByayT 06-
HaPY>XMBATbCA CYOaH-MONOXUTENbHbIN MaTe-
puvan n aytodnyopecueHumnd. Aytodnyopec-
LeHUMa Takke OyaoeT Ob6Hapy»KmBaTbCca B
KNETKaX KOHBIOHKTMBbI U LiIMapHOro Tena (a
B POroBMLLE — OTCYTCTBYET).

K coxkaneHuto, Ha OaHHbI MOMEHT, fede-
HWe geTen 1 NoLPOCTKOB ABNAETCA CMMMTO-
MaTUYeCKMM. MeonUMHCKasa MOMOLLBbIO OCy-
LLECTBAETCA B COOTBETCTBMM CO CTaHOap-
TaMKW U LENOCTHbIMKU MPUHUMNAMKU nanima-
TUBHOWM MOMoOLWM. B TO)Xe BpeMsa 3To aBndeT-
CA cepbe3HOM NPob6aeMomn, T.K. CNEKTP CUMIM-
TOMOB OY€Hb LWWMPOK W MopaKaeT MHorme
cucTeMbl opraHmamMa [17]. Takxke npobnemon
ABMAETCA CHWMXKeHME 3PDEeKTUBHOCTU Meun-
KaMEHTO3HOro sie4yeHuna, BCNeOcTBME Mpor-
peccumpytolen gereHepaunm mMosra. MHoro-
YMCMEeHHble MnCcnegoBaHMA MOKa3bIBatOT He-
BO3MOXXHOCTb UCK/TIOUYUTb HEKOTOPble CUMI-
TOMbI (MOTEPSA CHa, rajifItoUMHALMKM) NN Ke
PEKOMEHAYIOT MPOBOAUTL 6onee paguKanb-
Hble MeTobl TepanuM (YyCTaHOBKa »Xenyaoou-
HOM CTOMbI).

B HacToqallee BpeMa BbloenatoT 5 oCHOB-
HbIX HaMpPaBlieHWW Tepanun 1 COOTBETCTBY!O-
wmMe UM npernapatbl, KOTOpble HarpaBieHbl
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Ha 3aMefdfieHMe gereHepaunm HepPBHbIX KJle-
TOK U ynydlleHune tedeHmne HLLT:
1. CybcTpaT-penyumpytoLlasa Tepanms;2.
2. AHTMaNonToTMYEeCKada Tepanmg;3.
3. DepMeHT3aMeCcTUTeNbHaga Tepanus;
4. [eHOTepanug,;
5. bnokaga HeEMPOUMMYHHOIO BOCManeHms.

PekoMeHOyeTca UCMofib30oBaHMeE TPEeTbero
N 4eTBepToro HanpasfeHna. OHM MNOKa3bl-
BalOT HaMNy4LLIUNI TepaneBTUdecknm apdekT.
MpobnemMon aBnaeTca TOT GakT, YTO MHOrme
NleKapcTBeHHble CpeacTBa, KOTOPble MOTEH-
LUManbHO MOryT obnerymTb TedeHne 3abone-
BaHua HLLJ1 y maumeHToB, Ha OaHHbIA MO-
MeHT 60 NpoxoaaT AOKIMHUYECKME UCMbl-
TaHUga, NMBO elle He 3apPerucTpMpoBaHbl B
Poccuun (Hampumep, UuepHMnonasa anbda um
LMCTaMmHa 6uTapTaT) [5].

3apybexkHble  uccnengoBaHUsa,  KOTopble
npoBoOUINCL B TedeHMe 12 MecaueB Ha de-
TAX, AOKa3alnuy, 4To Nepuoanyeckmin npuem
npenHmn3onoHa (posa 0,75 Mr/kr/oeHb, Makcu-
ManbHas gosa 40 mMr/oeHb, no 10 gHen B Te-
yeHMe Kaxgoro m3 12 mecaueB) CrnocobceT-
ByeT MNoBbllWeHMIo |Q. AHANOMM4YHO K paspe-
WeHHbIM npenapataMm B PO 1 npumMeHde-
MbiM npn HUJT aBndetca dbnynmpTuH — He-
HAPKOTUYECKNI aHANbreTUK LEeHTPanbHOro
OEeNCTBUSA, KOTOPbIM CHMXXAET CUHTE3 Lepa-
MWOOB, UYTO MPUBOOMUT K aHTMaNoToTM4ec-
KOMY OeWCTBUIO M TEM CaMbiM OKa3blBaeT
HEeMPOMNPOTEKTMBHOE OeNTCBME. DTUYECKOMN
npobnemMomn aeBnaeTca To, YTO AaHHaAA KaTe-
ropua 3aboneBaHna Hen36exXHO MPUBOOUT K
CMepPTM W Jfevyawm™M BpadaM HeobxogmnMo

CBOEBPEMEHHO  MNpouHdopMMpoBaTb 06
3TOM POACTBEHHUKOB M MaLUMeEHTa.
Bone3Hb lMomne (BI1) — nporpeccupyto-

Llee ayTOCOMHO-peLieccCMBHoe MeTabonu-
yeckoe opdaHHOEe MynbTUCUCTEMHOE 3abo-
neBaHMe, cBa3aHHOe C AePULUMTOM KUCITOM
A-1.4-rnoko3mpasbl  (6enok GAA, KOTOpbIv
KOHTponupyetca reHom GAA), TakKe M3Bec-
THad Kak aeduumT KMCNoM ManTasbl. B pe-
3yfibTaTe ee OTCYTCTBMA MPOUCXOOUNT aKKyMy-
npoBaHue HEeM3IMeHeHHOoro rMUKoreHa
(BHYTPUKAETOUHbIM MOAMMEP, COCTOALLMMN U3
OCTaTKOB [T1HOKO3bl, COeOMHEHHbIX A-1-4-CBS-
39MMN B NIMHEWHbIE LEenu, U OTBETBIeHUN,
coeAMNHEHHbIX A-1-6-CBA3AMM B TOYKaxX BETB-
NeHuns) B NM30coMax, LmMTornaasmMe M B Bakyo-
nax KNeToK OopraHoB-MULLEHeW, nokKanum3a-
LIMF KOTOPbIX COOTBETCTBYET MornepYyeHo-Mo-
niocaTtow, rMmagkKom MyckynaType, M1MoKapay w
HEePBHOW TKaHW.
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YacTtoTa BCTpEeYaeMoCTU OaHHOM MmaToso-
rn 6bina m3ydeHa 3apybeXxHbIMKW Konnera-
MU K1 oboblIeHa B cTaThbe SaBapaa [hxen
Kyrnnepa m ero konner: «CONSENSUSTREAT-
MENT RECOMMENDATIONS FOR LATE-ONSET-
POPME DISEASE». CorflacHO aHanm3sy cTaTuc-
TUYECKUX OaHHbIX, PaboT ApyrMx aBTOPOB U
OOMNONMHUTENbHbIX aHann30B, 6blfI0 YCTaHOB-
NEeHOo, 4YTO 3aperncTpmpoBaHHaa dactota bl
MHDAHTUNBHOIO BapmaHTa HaxoguTca B Aua-
nalsoHe ot 1. 35 000 go 1: 138 000, B 3aBU-
CMMOCTM OT reorpadmm 6onesHu [9]. HacrtoTta
BCTpe4YaeMocTn 6onesHun Nomne ¢ No3gHMM
HadanoM cocTtasngeT 1:.57 000. NporHo3npys
OaHHble BCTPEYaEMOCTU HOCUTENen MyTaL
B reHe, MOXHO paccumTaTb, YTO Ha OaHHbIN
MOMEHT 4YacToTa daKTUYeCKoro reHoOHOCU-
TenbcTBa — 1:40 000 [6].

MNpw oNncaHmm gaHHOro 3aboneBaHmMa Mc-
MONb3YylOT KNacCMdUKaLMID, OCHOBAHHYO Ha
MaHMdecTaumnm naTtonornun, Kotopaa aenut
ee Ha 2 dopMbl: MHDAHTUMbHYIO (MTageH4Yec-
Kyto) dopmy 6onesnm Momne (MBI), koroa
nepBble CUMMNTOMblI MOABNAKTCA B BO3pacTe
<12 MecqaLeB (4aCTo B TEYEHMM MNEPBbLIX OAHEN
nnun (4alwle) Hegenb XXMU3HW, ganee cMepTb B
Bo3pacTe oT 1 oo 2 net) n 6onesHb MNomMne ¢
no3gHuM Hadanom (BIMIMH). Knaccuueckom
PopMOIN NPUHATO CUYUTATb MEPBbLIA BapUaHT.
MPU3HAKKM MPOrpeccMpytoT y)ke Ha NepBOM
roay »XM3HW, @ aKTUBHOCTb KUCIOW A-1,4-rNto-
KO3naasbl cocTaBnaeT <1% oT HOpPMbI (Knaccu-
yeckaa dopMa npoasneHua 6onesHun y ge-
Ten). NMpw aToM 3aboneBaHme 6bICTPO Pa3BU-
BaeTca M MNPUMBOOUT K CMepTu MMageHua
BCNeacTBME MbllLeYHOM cnabocTtn n anddys-
HOM MbILLEYHOMN TUMOTOHMK, Kapamopecnu-
PATOPHOWM HEeOoCTaTOYHOCTU M TAXKENoW Kap-
avomMmonaTmMm. Hekotopble Bpadns MCMOMb-
3YIOT TEPMUH «@TUMUYUYHbBIN» MPU TedeHUn
AETCKOM GOPMbl MaTonornm, Ho 6e3 Kapamo-
MumonaTtum [9]. Y oetem MoXeT HabnoaaTbes
CUHOPOM «BAMNOro pebeHkar», B TOXe BpeMd
naumeHTaM c Tsaxenom dopMon OaHHOro
CMHOpPOMa HeobxoaMMa MexaHu4deckada noa-
OepXKa OblxaHua. Bone3Hb lNMomne ¢ Mos-
AOHVM HadasloM 0B6yCc/oB/eHa OCTaTOYHOM akK-
TUBHOCTblO depMeHTa Ha ypoBHe 30% oT
HUXXHEWM rpPaHULbl BO3PACTHOWM HOPMbI, MO-
YKET MposBNATbCcA B Nt060M Bo3pacte oT 12
MecsaLEeB U, KaK MpaBUMIoO, xapaKTepuayeTcs
obwmpHoM Muonatuen. Knaccumdbumkauma
MOATMMOB OCNOXHEHA MYMBTUCUCTEMHOCTbIO
3aboneBaHuUs.
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MyckynaTtypa nogBepXeHa Hambonbliemy
nopa)xeHuto npu bll, HO B ToXXe BpeMs MnmaTo-
Nlorns HEPBHOW CUCTEMbI SBNAETCH HE MeHee
cepbe3HON NMPUYMHON, MPUBOAALLEN K CMep-
TV (B OCHOBHOM B OEeTCKOM Bo3pacTe). B moc-
NegHee BpeMsa BCe 4dalle yOaeTcsa BbIIBUTb
HEeBPOIOIrMYECKME HapyLueHUsA. TakyKe CUMI-
TOMaMM 3aboneBaHMa CNy)XaT. HapylleHue
OYHKLUMMN >KenyOdouUHO-KMLLIEYHOro TpakTa, re-
naToMeranua, MakKporjoccusd, rmneptpodu-
yeckaa Kapauommonatma (Ha DKM nposas-
NaeTca KOPOTKMM MHTepBanioM PR, BbICOKUM
Hanpsa>xeHmnem komnniekca QRS, aputMmen um
cepaeyYHO-Nero4yHOM HeQOCTaTOUHOCTbIO).

Ha cerogHAWHWMM OeHb, OOCTOBEPHO W3-
BECTHO O cnepyrwmnx nopaxeHmax LHC un
MHC: nopa)xeHne HeEMPOHOB KOPbl MOIOBHO-
rO MO3ra, aaep CTBOMA MO3ra, KNEeTOK nepen-
HUX POroB CMMHHOIO MO3ra, HemponaTus
TOHKWMX BONTOKOH MUENMNHU3MPOBAHHbIX 1N He-
MUENMNHUN3NPOBAHHbIX COMATUYECKUX CEH-
COPHBbIX M BeretaTuBHbIX opraHoB. Cneumndun-
yeckMMm cumntoMamm BIMH aBnatoTca Bbl-
LeynoMaHyTas Hemponatma n HeEMPOCEH-
COpHasa TYroyxocCTb, KOTopaa ob6ycroBneHa
MHOXECTBEHHbIMKW MOPAXKEHMAMM  pPaA3INY-
HbIX CTRYKTYpP, HanpuMep, HapylleHne PyHK-
LMN CTPEMEHHOM MbILLbl UM KOX1€apPHOM
ancoyHkumm [10]. HepeaknumMm cnyTHUKaMM
BbllLle YMOMAHYTbIX PacCTPOMCTB ABMAKOTCH
MHTPaKpaHWanbHble apTepuarnbHble aHeB-
PW3Mbl UYTO, B CBOK o4epelb, MOXET Mnpw-
BOOAMTb K OWMNATaUMOHHbIM apTepMOnaTUAaM.
Mpn 3ToM Hambonee ya3BUMbIMU ABMAKOTCH
apTepumn BepTebpanbHO-6a3MNAPHON CUCTe-
Mbl, B CBAA3M C OCOBEHHOCTAMM CTPOEHUA CO-
CYyONCTOM CTEHKM: OHU MMEIOT Hamnbosnee ToH-
Kne anactmyeckme mMemMb6paHbl, YTO U obyc-
naBnmMBaeT 4YacTtoty GOPMUPOBAHUA aHEB-
puaMaTuyeckmnx pacwmperHunin [15]. OpraHbl
3peHUa TakKke MoOBepratTca MOopParKEHUAM
npu BIl. Y 60MbHbIX onMcaHbl MHOrMe od-
TaNnbMOMOIrMYECKMEe HapyLlleHWs, BKItOYad
Kocornasmue (4auwe npu MNBM), odtanbmMonne-
rMa M NTO3, KOTOPble XapaKTepbl 4149 NauneH-
TOB C BIIMH.

TakTMKa Bpada npu OMarHOCTUKE 3aKJIto-
yaeTca B WMCKIOYEeHUMU 6Gonee pacnpocTpa-
HEHHbIX N CXOXXMX BMUOOB MaTonormn. Ho npu
3TOM HabntopaeTca daTanbHaa 3adepXXKa B
MOCTAaHOBKE [OMarHo3a, YTo MpuMBOAMUT K Jie-
TanbHOMY ucxony. Hambonee Ba)xHa [auar-
HOCTMKa Y HOBOPOXXOEHHbIX, T.K. HECBOEBpPE-
MEHHO MOCTaBMEHHbIN ONArHO3 MOXXET MpuU-
BECTU K MPEXXAEBPEMEHHOM CMEPTU yXKe Ha 1
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rogy >XusHuW. HecMoTps, Ha CPOYHOCTb, COr-
MacHO MNPOBOAMMBIM 3apyOeXXHbIMU UCCe-
noBaHUAMUM (POMPE peecTp), KOoTopble M3Yy-
yanu uncrtoputo 3aboneBaHua 1079 naumeH-
TOB U3 26 CTpaH MMpa B BO3pacTe OT 12 Me-
caueB A0 12 net, 6bi/10 YCTaHOBEHO, YTO B
OONbLWWMHCTBE C/ly4YaeB [OMArHo3 CTaBMUTCA
Mo34HO. B HEKOTOPbLIX KIMMHUYECKUX Crydasax
pasHMLUA Mexay MpoaABeHUAMKM MepBbIX
CMMMNTOMOB M OKOHYATENNbHOM MOCTAaHOBKOM
AvarHo3a coctanisana 6onee 10 neT.

Ha cerogHaWHMM aeHb pa3paboTaH anro-
PUTM, COIMlaCHO KOTOPOMY HKM3Kaa aKTUB-
HocTb GAA, BblaBMIEeHHAs B KYNbTUBUPYEMbIX
dmbpobnactax KoOXXuM Mnm buontatax MbllL,
OO/MKHa OblTb MoABepP)eHa 6uroxmmMmyec-
KUMKW aHanm3aMm pasfindHbiX TKaHel umnum
reHeTUYeCKMM aHalmM3oM O/19  OKOoH4YaTe-
NbHOrO MPUHATUA pPEeLUeHUda O MOCTaHOBKe
OnarHosa.

Y naymeHToB ¢ BN HabnopoaeTcd nosBbiLe-
HWEe aKTUBHOCTU KpeaTUHKMHA3bl B CbiIBOPOT-
Ke KpOBW. BO3MOXHO yBeTMYeHHOe Konmyec-
TBO acnapTaTaMmHoTpaHcdepasbl (ACT), ana-
HUNaMMHoTpadHchepasbl (ASIT), nakTaToe-
rmgporeHasbl (J1I). Ho gaHHble MoKasaTenu
MOryT 6biTb 1 B pedepeHTOM AnanasoHe, YTo
He MOo3BOMNSEeT MM OblTb cheumdPuyecknMm
MapKepaMy OaHHOW maTonornm [46]. AHanms
aktuBHocT GAA — He MHBa3MBHbIM MeTo[,
KOTOPbIN ABMAeTcda crneunduryeckmnMm mMapke-
poM 6onesHun NMomne. [lnarHo3 cTaBMUTbCA Ha
OCHOBaHUN gedununTa PepMeHTaTUBHOM aK-
TUBHOCTM, KaK YNOMUHAaNoch Bbiwwe: <1% npwu
KNacCMYEeCKOM TeyeHUM 3abonieBaHus M BO
BCeX OPYrMX KAMHUYECKMX dopmMax <30% oT
pedepeHTHOro 3HadyeHna. CyTb MeToda 3akK-
NOYaETCA B KOHKYPEHTHOM UHIMOUPOBaHUM
CAA B npwucytctBum MGA (npu MCMONb30-
BaHMW ManbTO3bl UMM acKap6bo3bl). CyulecT-
ByeT OBa MeToda aHanm3a ob6pa3uos: dpyo-
PUMETPUYECKMW MeToO U XMOKOCTHAs Xpo-
MaTorpaduma Cc TaHOEMHOM MacC-CMeKTPOMET-
punen MKX-MC). MccnegoBaHMsa MoKasanu, 4To
XX-MC aBnaetca 6onee TOYHbIM B aHanmse
akTuBHOCTU GAA [43]. Takke crnieundumyec-
KUM MapKepoM aBaeTcs MOBbIWEHHbIN YPO-
BeHb TeTpacaxapwia roko3bl (GLC) B Moye
[3].

[aHHble peHTreHorpadunm MoryT noareep-
ONTb  MACCUMBHYIO KapguoMeranuio npu
naononaTUYeCckom rmnepTpodPmryecKon Kap-
avomMmmonaTum. B gaHHOM cnydae Lenecoobt-
Pa3HO MPOBECTUN OOMOMHUTENbHbIE MCCNeno-
BaHUa: KT n axokapaunorpadumto (axoKr). Ha
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OKI neHTe BO3MOXXHO HabnogeHMe KoOpoTKO- BpOXAEeHHOEe HapyllueHne MeTabonmama, Xxa-
ro MHTepBana P-R, BbicokMe KoMnnekcbl QRS pakTepuaytolleecs AePULUMTOM aKTUMBHOCTU
n yBenuyeHHada pgucnepcua QT;, OaHHble depMeHTa A-ranakrtosmngasbl A (A-GAL A). Pe-
axOKIT OEMOHCTPUPYIOT YTOsMLWEHME M MOBbI- 3yNbTAaTOM 4aBAdAeTCH OT/IoXXeHUne CHUHIorm-
LLUEHHYIO MAcCCy CTEHKW NEBOro »enygodka ¢ KONUMNMOOB U TMUKOMPOTEMOOB B MOPaXKeH-
OGCTPYKLMEN BbIHOCALLEro TpaKTa 1eBOro HbIX TKaHaX. KrMHUYecKMe nposBleHUS
Kenyagodka (BO3MOXHO U oTcyTcTBMe) [3]. MMelT bonee paHHK MaHudbecTaum y
Ha ocHOBaHWM MONyYeHHbIX OaHHbIX 6K1O- MY>YUH, YEM Y XKEHLLMH.
XMMUNYECKOIro aHanmsa NpuHMMaeTca pelle- BonesHb HmMaHa-lNMKa 1 ee pasnnyHblie
HUWEe 0 HeOBXOOMMOCTUM MPOOOIXKEHMA Creao- TWMbl OTMEYAIOTCA BbICOKUM YPOBHEM MOMU-
BaHWS BbllUeyKa3zaHHOMY anropuTtMmy. B cny- MopdmM3mMa. Hambonbllee KONMYECTBO MOB-
Yyae HM3KoOWM akTmBHOCTM GAA reH noaBep- pexaeHnn ana LUHC Bbi3biBaeT TeueHUsa 3a-
ratoT CEeKBEHUPOBaHWIO, B XOOe KOTOpOro boneBaHMa TMna A — 6onesHb HuMaHa-MNunKa
BbIABASIOT HanMnume MyTtaumm. CeKBeHMpPoOBa- Tuna A (BHII-A). CTpykTypow, KoTopada nofa-
HMeM reHa no Metoay CaHrepa aBnaeTcd Bepraetca gedeKkty npu OaHHOM MaTosiormu,
Hambonee pPacnpoCTpaHeHHbIM CrMocoboMm aBAseTca nMM3ocomMalibHbI GepMeHT CPUHIo-
aHanm3sa. MuenmnHasa. Bcnencreme HakomnjaeHuMa no.-
Pe3ynbTatbl KIMHUYECKMX UCCedoBaHMM PEXOEHHOINO BK/IIOUYEHMA pPa3BMBAKOTCA Ta-
MOKa3blBalOT TepaneBTUYecKnin 3bdeKkT oT KMe CUMMMTOMbl U CUMHOPOMbI KaK renaTtocn-
3aMecTuTenbHOM GepMEeHTAaTUBHOM Tepanumn. neHomMeranma M HecnocobHOCTb pPa3BUBaTb-
JleueHne pekoMOUMHaAHTHOM anbda-rinoKo3n- Ca B TEYEHME MNepBOro rofga »>XWsHu. Buu-
Ja3om YyenoBeka (anbrnoKo3maasa anbda) Ha HEeBO-KpacHoe NATHO NPUCYTCTBYET B Maky/ie
NPOTAXKEHMM 52 Hegenb No3BongeT Habno- npuMepHo y 50% Takmnx MnageHuen. 3abone-
0aTb KYyNMMpoOBaHMe KapanoMmonaTmm mn ynyy- BaHMe XapaKTepusyeTcs ObICTPO Mporpeccu-
LeHne cepaedyHon QyHKLMUN, PE3KOE CHUXKe- pylolen HempooereHepaunem c rnybokom
HMe puUcKa cMepTn (Ha 99%) n purcka MHBa- FMMNOTOHMEN. BONbLWMHCTBO MMadeHLLEB C Ma-
3MBHOWM BeHTUNAUMM Nerkmx (Ha 92%), mo TOonormenm TmMna A He OOXWMBAIOT OO0 TPETbEro
CpPaBHEHUIO C KOHTpPO/IbHOM rpynnon. OgHa- roaa >XM13HW.
KO, DalibHenlwee nMnpUMeHeHune npenapaTa MNpennonaraeTcs, YTo IM30COMalnbHble 60-
NPUMBOOUNO K YXYOLIEHUIO Tepanumun. BbDKU- NIE3HM HaAKOMMEHUS TaKXKe NexkaT B OCHOBe
BaeMOCTb CHU>Kanacb (0o 67,5%), nogaBneHmto naToreHesa 6onesHu MNapKMHcoHa. MNatormc-
3aBucmMocCT oT MBJ1 (y 50%). JaHHble gpy- TONOrMYECKMM MPU3HAKOM, KOTOPOW ABAAIOT-
FMX CTPaH M MCCnegoBaHMM MOKa3bIBAtOT TaK- ca Tenbua J1eBun, coctosime B OCHOBHOM M3
»Ke MMoxXom ncxon 3aboneBaHma y naumneHToB, arpeccmMBHOro A-CUMHYKNeMHa W Opyrux
NpPOoXo4aLnI MPOoOaOHKUTENbHOE fledeHue. CKIOHHBbIX K arperaumm 6enkoB. B cBoto oye-
Bblllecka3zaHHOE MO3BOMSET CAeNaTb Bbl- penb, HEOABHO MNPoOBeLEeHHbIE NCCNEeO0BaHUS
BOO O TOM, YTO 6OMEe3Hb OCTaeTcsa OMnacHbIM MO3BONAKOT MOCTPOUTL  KOPPENALMNOHHYIO
3aboneBaHMeM, NpPM KOTOPOM MadeHLbl He npamyto mexay JIBH n 6one3sHbto NMapkuMH-
OoXuBatoT 0o 3 net 6e3 UBJ1, B Toxxe Bpems COHa, YTO NOATBEPXKOAETCA FEeHETUYECKMMMU
pecnmpaTopHble UHOEKLUMU U MHBa3MBHAaYA cBa3aMm [20]. Ha cerogHaWHUM OeHb, TakXKe
BEHTUNALMA CaMK NO cebe onacHbl ANd XU3- NMMEIOTCA MPEennosiIoXeHNa O CBA3M Mexay
HW TakMX MauneHToB. HO npu OTCyTCTBUM JTBH v 6one3Hbio AnbLremmMepa.bl
OpYrmx BapWaHTOB J1e4vyeHund, 3aMecTuTesb-
Hag depMeHTaTUBHasa TepanuMa OCTaeTcsa 30- BbIBO/Lbl
NOTbIM CTaHOAPTOM nedeHusa 6onesHun MNom-
ne. JlnzocomManbHble 60Me3HU HaKoMneHus
Ha cerogHAWHMM OeHb NpoBoasaTcd Uc- ABNAIOTCA BbICOKO crneundmyeckmmm 3abo-
CcNnefoBaHUa U OOKIUHUYECKME UCTIbITaHMUS C neBaHWAMU, KoTopble TpebyloT cneLnanmsm-
PasNMUHbIX GopM dbepMeHTa. OTKPbIBAOTCA poVBaHHoM BUOXMMUNYECKOW, TMCcTonormyec-
HOBble METOObl MO CHUDKEHMIO KOMMUecTBa KOW N FreHeTUYECKMX MEeTOLOB AMArHOCTUKM.
FMUKOreHa B MbILLAX, KOTOpble AeMCTBYIOT OHM NOopPaXKatoT XKUSHEHHO-BaYXHble CUCTEMDbI
Ha MUKOreHUH NN MUKOreHCUHTa3bl Mo TU- Op-raHMsma, 410 MNPUBOAUT B KOHEYHOM
Ny WHMMBMPOBaHUA. TakKe COBEpLUEHCT- nTore K gereHepaTMBHbIM U aTpOPUYECKUM
BYIOTCSI METObI FeHHOM Teparnmm. HaPYyLLIeHMAM. CTOUT OTMETUTb, YTO Ha OaH-
BonesHb ®abpu-AHgepcoHa (BM-A) — HbIM MOMEHT MHOIMe naTonornm ne4daTcs
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CUMMNTOMATUYECKU, a Opyrme BOBCe He Mofa-
OAloTCa NeYeHUIo UM COXPAaHAT BbICOKMM
MPOLEHT MpeXadeBpeMeHHON cMepTHOCTU. B
HacTodALWEM CcTaTbe pPacCMOTPpeHa Nullb
Manasa 4acTtb oT BceXx JIBbH. CTouT MOMHUTD,
YTO HEeKOTOpble rpynnbl AaHHbIX MAaTOMOrMM
MOryT NpoTekaTb 6eCCMMNTOMHO, HEKOTOPbIE
MacKMpoBaTbCcA MNoa apyrue 60onesHun, 4To
TaKXXe OCIOXXHAET OMArHOCTUKY, HO 60/b-
LMHCTBO MpoTeKaeT B TaAXesbix dopmax U
NpmBOOAT. TakXe Mnpu HeCcBOEBpPeMEHHOM
Hadane paymnoHanbHoro nedyeHuna J1IbH, koto-
poe HabngaeTca 4YacTo M3-3a PEeaKOCTM 3a-
6oneBaHMIN, 3aKaHYMBaOTCH JieTalibHbIMUW UC-
XoZdaMu, Mopom B paHHEM BO3pacTe.

KOH®OJTUKT MHTEPECOB

ABTOpPbI OEeKNapUpPYyT OTCYTCTBME SBHbIX
M MOoTeHUMaNnbHbIX KOHGIMKTOB WMHTEPECOB,
CBAA3@HHbIX C MNybnMkauuen HacTosaulewn
cTaTbm.
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