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JIN30COMHbIE BOJIE3HN HAKOMJIEHUA B BO3PACTHOM ACIMEKTE:

AOCTMXXEHUA N NEPCMNEKTUBDI

JIuzocomHble 6Goje3Hu Hakorienust (JIBH) -
IpyIa HacleqCTBEHHO-IereHepaTUBHbIX 3a00-
JieBaHMIt, pa3BUBAWOIIMUXCS BCAeNCTBME Hapylle-
HMST KaTaboaM3Ma YIJIeBOACOAepsKAIINX COemyHe-
HUIA M HAKOTJIEHUSI MaKpOMOJIEKY/ B Pa3jINUYHbIX
opraHax M TKaHsIX OpraHM3ma, Kak pe3y/ibTarT re-
HeTUUYeCKM JeTepMUHUPOBAHHON 3SH3UMOIATUU
[1-3]. KnmHEMYecKMe CMMITTOMBI 0OYCIOBJIEHBI TTpe-
MMYILECTBEHHBIM HaKOIJIEeHMEM IaTOIOTMYecKo-
ro MaTepuasia B TOM Wi UHOM opraHe [4-7]. Hau-
6osee TUMMYHBIMM KIMHUYECKMMM CUMIITOMAaMM
JIBH sBiSII0TCS TTOpaykeHMe 1eHTPaIbHOM HEPBHOM
CUCTEeMbI, CKeJeTHO-MblllleYHble HapyllleHus, op-
raHOMerayvsi, TeMaToJIoTuIeckue M3MeHeHus |5,
8-11]. ARTyasibHOCTDb MPOOGIEMBI 06YC/IIOBIEHA [10-
CTAaTOYHO BBICOKOJM COBOKYITHOI yacToToii JIBH, co-
crasisis 1:7000 — 1:8000 HOBOPOXKIEHHBIX [2, 6, 12-
14]. B stoi cBs13u, B psige crpad Esponeiickoro Co-
103a ¥ A3UM aKTUMBHO pa3pabaThIBAIOTCS MeXaHM3-
MbI MHGPACTPYKTYPHOI OpraHM3amym 1o BKIIOYe-
uuio JIBH B kateropuio 3abojeBaHMii, MOMJIeKa-
X MacCOBOMY HEOHATaJlbHOMY CKPUHUHTY [6, 7,
12, 15]. B Hacrostmem o630pe BHUMaHME CHOKY-
CUpPOBaHO Ha Hamuboyee aKTyaJabHbIX ¢opmax JIBH
(mykormonmucaxapuaosbl (MIIC), chMHTOMUITMIO3HI
(CDJT), rmukoreHo3sl (I'K)). OctpoTa nmogHuMaeMon
po6JieMbl 06YCIOB/IEHA, ITPEXKIE BCErO, JOCTATOU-
HO BBICOKMMM IIOKa3aTeasiMM PaclpoCTpaHEeHHO-
ctu B cermeHTe JIBH ¢ TeHneHU el X HEYKIIOHHO-
ro yBeJIM4YeHUsl, COBpeMeHHbIMU BO3MOXKHOCTSIMMU
MaToreHeTUYeCKOi Tepanmuyu C MOMOIIbI0O T€HHO-
MHKEHEPHBIX (DepMeHT-3aMelaIux Ipernapa-
TOB, MIO3BOJISIIOIINX BO3/I€/ICTBOBATh HA METabOM-
yeCKuit SH3MM-aCcCOIMUPOBAHHBIN medekT [16-20].
Poinb paHHe IMarHOCTUKY Pas3INUHbIX reHo(eHo-
tunmuueckux Gopm JIBH oueBugHa.
Mykononucaxapuao3bl

Cpenu Bcex JIBH B memuaTpuuyecKoil MpaKTU-
Ke ¢ Hambosbleii yacToToit Bcrpevatorcst MIIC [9,
21]. [Ipmu MIIC B pe3ynbpTaTe HELOCTATOUHOCTY JIN-
30COMHBIX (DepMEHTOB M3MEHSEeTCS KaTabouusm
OCHOBHBIX CTPYKTYPHBIX KOMIIOHEHTOB BHYTPU-
KJIETOUHOTO MAaTpUKCa COeIUHUTENbHOM TKAaHU —
rmuko3amuHormkaHoB (TAT) [22]. IlaTtomornue-
ckoe HakoruieHue T'AT' B jiM30cOoMax MPUBOAUT K
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rpy6oii KIeTOYHO-TKAHEeBOJ MATOJIOTUU C IOCIe-
IVIOIMM UX lereHepaTUBHBIM MoBpexxaeHmeM [20,
23]. CormacHO COBpeMeHHOI Kinaccupuramm [23-
25], pasnmuuator 15 pasnauunbix TMoB MIIC, Kax-
IbI/l 13 KOTOPBIX OOYC/IOB/IEH HEIOCTATOUYHOCTHIO
OHOTO M3 JIM30COMHOTO (epMeHTa, IPUHMUMAI0-
IIero yyactue B KaCKaJHbIX peaklMsix paclierie-
Husa T'Al, maTonornyeckoe HaKOIUIEHME KOTOPBIX
OTMeuaeTcsl IpakTUUeCKM BO BCeX OpraHax M TKa-
HSIX GOJTbHBIX: B XPSIIAX, CYXOKMINSIX, HAAKOCTHM -
1ie, 9HA0KApIe U COCYAUCTON CTEeHKe, [IeUeHH, ceye-
3€HKe ¥ HEPBHON TKaHM, YTO IPUBOANUT K GOpMU-
pPOBaHMIO XapaKTepHOTO KAMHUYECKOTO CUMIITO-
MOKOMIUIeKca [7, 26] (Tabm. 1.).

HecMoTpst Ha reHe TMYeCKUiA ITOIMMOop@M3M pas-
JINYHBIX BapuaHTOB MIIC, X KIMHMYECKME MPOsIB-
JIeHMSI BO MHOTOM UAEHTUYHBI ¥ IIOAPOOHO OIica-
Hbl uccnegopartensmu. MIIC xapakrepusyroTes 3a-
IlepKKOii pocTa, OUCIPONOPIMOHATIBHBIM CTpOe-
HMeM cKejieTa (KOPOTKMeE TYJIOBUIIE U 1ies, IJIUH-
Hble KOHEUHOCTH), TPYOBIMY YePTaMU JIUIIA, JINITEe-
BBIM OM3MOpPGOU3MOM (TUIIEPTENIOPU3M I71a3, 3a-
naBiiiee repeHoChe, HU3KOPaCIoNoKeHHbIe YIITHbIe
PAKOBMHBI), KOCTHO-CYCTaBHBIMU JTe(OopMaIsIMu
TPYIMHBI, Yyepera, MO3BOHOUHMKA, KOHEUHOCTEIA,
TYTOTIOABMKHOCTBIO KPYITHBIX ¥ MEIKUX CyCTaBOB
[23-27]. Kak mpaBuiio, y 60JIbHBIX OTMEYaeTCs] CUM-
MTOMAaTUKa MHOXeCTBEHHbBIX AeCMOTeHHBIX Hapy-
IeHui B Buae quctpoduy 3yOGHOI sMaiy, axoBo-
MOIIIOHOYHBIX U MYMOYHBIX I'PbIXK, TECTUKYISIPHOM
9KTOIUM, TUITePTPOGUU TMMEOOUTHOTO ITIOTOUHO-
ro komb1a [5, 7, 23, 28]. [IaTOTHOMOHMYHBIM SIBJISI-
I0TCSI KOTHUTKMBHbIE HApyIIeHUsI OT JIETKUX A0 TS-
KeJIbIX TIPOSIBJIEHMIA, reraTocIieHoMeraaus, mna-
TOJIOTMSI OpraHa 3peHusl B BUJle TIOMYTHEHUS pO-
TOBUIIbI, Pa3BUTUS IVIAYKOMbI, HEPEIKO BBISIBJISIET-
Cs1 HeIOCTaTOYHOCTD KJIallaHOB cepZiia, TYTOyXOCTb
[2, 4, 10, 25]. BaskHO MTOAYEPKHYTb, UTO IIPU3HAKA
3a60/eBaHMs, KaK MMPaBUIO, OTCYTCTBYIOT B TIEPU-
oJlaXx HOBOPOXJEHHOCTU U I'PYJHOTO BO3pacTa, HO
MOTYT IIPOSIBJIITHCSI MU3MEHEHMSIMY BHEITHUX YepT
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Ta6imua 1.
Tunsr MIIC u HakanBaeMbix AT [7]

1\31{11/'11% OH3UMOIATHS Yacrora Tun AT
MIIC I o-L-ugyponnmasa 1:35700 IC, TC
MIIC II VpypoHart-2-cynbdarasa 1:93000 - 200000 OC, TC
MIIC ITIA  Temapas- N - cynbdarasa 1:53000 - 370000 rc
MIICIIIB  o-N-aleTuaroKo3aMyuHuaasa H.J. rc
MIIC ITIIC  Auetmn-KoA:a-ITI0KO3aMUHNA -alleTUATpaHchepasa H.I. I'c
MIIC IIID  N-aueTWIrTIOKO3aMUH 6-Cynbdarasa H.I. rc
MIICIVA  N-aueTtwirajaakTo3aMMH -6-CynbdaTcyiabdaTasa 1:76000 - 1420000 X6C, KC
MIICIVB  B-ranakro3upasa H.I. KC
MIIC VI N-aueTuiaramakTo3saMuH-4-cynbbarasa 1:207000 - 2000000 X4C, [1C
MIIC VII B-D-rntokopoHugasa 1:345000 — 2100000 X4, 6C,IC, TC

IMpumeuanne: [IC — nepmarancynbdart; I'C — remapancynbdat; X6C — XOHIPUOTUH-6-CynbdaT; X4C — XOHAPUOTUH-4-

cynbdat; KC - kepaTaHcynbdar.

Ta6amuna 2.
depmeHT-3aMela0IIas M SH3UM-peayuupyromas tepanust MIIC [7]
JlekapCTBeHHbII1 pernapaTr
Ty MIIC HosupoBka
ToproBoe Ha3BaHMe MHH
MIICI Anpoypasum JlapoHupgasa 100 EJl/kr, B/B, exkeHede/IbHO
MIIC II Jnampasa Wnypcynbdasa 0,5 MI/KT, B/B, €XKeHeIeTbHO
MIIC VI Harnasum Tancynbdasa 1 Mr/KT, B/B, €3KeHeeJIbHO
MIIC IV
R — [TpoBonsTCS KMMHMYECKME UCCIeN0BaHUS
MIIC VII

JIMLIA C UX TIOCTEIIeHHO1 rporpeccueit. Orpy6ieHue
YepT JIMIA CTAHOBUTCS GoJiee 3aMETHBIM TTPU TIIA-
TeJIbHOM ¥ BHMMATEJbHOM PETYISIPHOM Habiiofe-
HIU 32 pa3BUTHeEM pebGeHKa [26, 27].

Cy1ecTBeHHasi polb NPUHAAJIEXUT OIperese-
HUIO CTeTeHU CHUKeHMS aKTUBHOCTU creluduye-
CKMX (pepMeHTOB, TToKa3aTeseit YypoBHSI 3KCKpelun
T'AT Mmoun m ux Qpaxkumii, a Takke maHHbIX THK-
IVAarHOCTUKM ¥ TIOJIHOTEHOMHOTI'O CeKBEeHUPOBa-
Hus [5, 15, 25, 28].

B HacTosiee Bpemst gy MIIC 1, 2, 6 TUIIOB pa3-
paboTaHbl ¥ BHEIPEHBI B TPAKTUYECKOE 3PaBOOXPa-
HeHMe Poccuiickoit @enepaunn (P®) nekapcTBeH-
Hble COeAMHEeHUs] C TeHOMOIYIUPYIOIVMU CBOVi-
crBamu (Tabi. 2.). Tpyrina sKCIepToB M0 BOMPOCaM
Kypauuy 601pHbIX MIIC peKOMEeHTyIOT MHOTOIIPO-
buibHYI0 TPpOrpaMMy LOJATOCPOUYHON TTepMaHeHT-
HO1 Kypauuy, BK/II04as ITO3TAIHYIO [IepCOHAIN3U-
POBaHHYI0 KOMOVHMPOBAaHHYIO Tepamnuio (Ternaro-
MIPOTEKTOPBI, HEPOIPOTEKTOPHI, KapAMUOIIPOTEK-
TOPBI, PETY/ISITOPBI POCTA ¥ METAb0MM3Ma KaJTbITHS,

QHTUTUIIOKCAHTBI), HEMeAVMKaMEeHTO3HYIO0 KOPpeK-
LIMIO, HallpaBJIe€HHYI0O Ha YMEHbIIEeHMEe BbIpaXkKeH-
HOCTM KOHTPaKTyp (31eKTpodopes ¢ InIa30ii, yib-
TpadoHodopes ¢ KapunauHOM; MarHuTo-, 1a3epo-
Tepanmnio), COBMECTHO C XMPypraMu pelalnTcs BO-
MPOCHI O IIes1ec000pa3sHOCTM U 06beMe OnepaTuB-
HOTO JieyeHUs (QaHTUIZIayKOMaTO3HbIE Olepaluiu;
rpbDKecevyeHnsi; afeHOTOH3WIISKTOMMUM; LIYHTU-
poBaHMe rujpouedanuy; TpaxeoCTOMMUM; OIepa-
LMY T10 NTOBOAY TYHHEIbHOIO CMHAPOMA; IPOTE3U-
poBaHMe KIallaHOB CepAla U Ta300eJpeHHbIX CY-
cTaBoB) [7, 23, 28].
I'nnkoreHo3sI

SIpkuM TNpencTaBUTENEeM OAHHONM TPYIIIBI SIB-
nstercst 6onesup Iomne (cuHouum: I'K II tuma) c
4yacToToy BcTpedaemocty — 1:40000 [29, 30]. Bo-
ne3ub I[Tomme (BIT) acconmyupoBaHa ¢ ge@uuuTOM
(bepMeHTa KMC0J ManbTa3bl B IM30COMax, BOBJIe-
YeHHbIX B CMHTe3 U pacnaj ImkoreHa [12, 20, 31].
KnuHnueckue nosiByieHust 60J1e3HU CBSI3aHBbI C MPO-
IrPeCCUPYIOIIMM MaTOJIOTMYECKUM MYIbTUOPIaH-
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HBIM HaKOIJIeHMEeM IJIMKOTeHa B TKaHSIX-MUIIEeHSIX,
KOTOpbIE TIPUBOZIST K HEOOPATUMBIM CTPYKTYPHO-
(YHKIMOHATbHBIM U3MEHEHWSIM B Cepjlle, CKeeT-
HBIX MBIIIIIAX, [Ie4eHM, MO3Te, MbIIIEUHOM CJIO€ CO-
CYIMCTOM CTEHKY C GOPMMPOBAHMEM TSDKEION WH-
Banuausanuu [7, 32]. CoriacHO COBpeMeHHO KOH-
LIEILVHA, B 3aBUCUMOCTH OT BpeMeHMU 1e0r0Ta, Bbi-
nmenstior aBe ¢Gopmbl BIT: mmamendeckyio (MBIT) u
dbopmy c mo3gaMM Hauasmom (BITITH) [28, 29, 33].

IMpu MBII uHMLIMaIbHbIE CMMIITOMBI 3a60/IeBa-
HUS OTMEYAlOTCs B ME€PBOM TPUMECTpe TPYLHOTO
nepuoga [31]. B HeBponornyeckom cTaTyce y Mia-
IeHIla OTYET/IMBO IIPOCIEKMBAETCS CUMIITOMOKOM-
IUIEKC <«BSIJIOTO pe6GeHKa», CKeJIeTHO-MbIIlIeuHble
nmedopmarum, TaporedanbHbIi cuHIpOM [29, 30].
Mynsrucucremocts MBII niposBasieTcs CUMIITO-
MaTMKOM OpraHOMeraanu, 3aTparuBawliiei neueHb
U ceJie3eHKY, KapauornaTueii, 6GpOHX0IerOYHO Ta-
Ttonorueii [2, 7, 10]. [Ipy HanMYMM MUoOMaTUYECKO-
ro CMHIAPOMA y HOBOPOXIE€HHBIX U AeTel IPyLHOTO
BO3pacTa KpaliHe BasKHBIM SIBJISIETCSI HACTOPOSKEH-
HOCTb Bpaua B oTHoueHun MBII, 1 momMmumo creir-
uUIeCKUX TeCTOB Ha MMOIIATUIO, 1iejieco0bpasHo
Ha3HAYaTh pacIIMpeHHOe JJAb0paTOPHOE U MHCTPY-
MeHTaJIbHOe 06C/IefoBaHe BHYTPEHHUX OPTaHOB,
cepIiia ¥ TOJIOBHOTO MO3Ta.

Ie6rot BITITH rocie mepBoro rofaa KU3Hu B BUIE
perpecca IBUraTeIbHbIX HABBIKOB, (hOPMUPOBAHMS
MMOIATUYECKOTO CMMITTOMOKOMILJIEKCA, BbIPaskeH-
HOVI C7TaGOCTY MBIIIII TYJIOBUIIA U MTPOKCUMATbHBIX
TPYII MBIIII, KOHEYHOCTEN, TUTIOMUMMEN, acuM-
MEeTPUYHOTO (MOY)NTO3a, MAaKPOIJI0CCUH, TenaTo-/
CIUVIEHOMEeTaquu, AbIXaTeIbHO HeAOCTaTOYHOCTU
(IpeuMYyIIEeCTBEHHO B BMJle HOUHBIX altHO3), Hop-
MUPOBAaHMSI MHOXXECTBEHHBIX KOCTHO-CYCTaBHBIX
medopMaiuii (CKOIMO3, TUIEPIOPH03, KOHTpaK-
TYpbl, CUMIITOMAaTUKa PUTMOHOTO MTO3BOHOYHMKA)
[10, 25, 32, 33].

«30JIOTBIM CTaHIAPTOM» AMarHocTuky BIT sBiisi-
eTcsl orpeeieHre akKTUBHOCTY (pepMeHTa KUCI0ii
MasbTa3bl (KUCION o-TII0KO3UA3bl) B TKAHSX [29].
He meHee 3¢ (deKTMBHBIM U TOCTYITHBIM METOIOM
SIBJISIETCSI aHA/IU3 aKTUBHOCTU (DEepPMEHTOB B IISIT-
Hax BBICYIIEHHOW KPOBU IO JAHHBIM TaHJIEMHOJ
macc-cnektpoMmetpun [28]. MeToabl MONIEKyISIPHO-
reHeTMYeCKOro aHa/liM3a NPUMEHSIOTCS [Jis1 IIpe-
HaTaabHOM U IMPEUMILIAHTAMOHHOM OMarHOCTU-
K1 [26].

B Hacrosiiee BpeMsl KOHIIEMIIMS MMAaTOT€HETU-
yeckoro JieueHus BII sakiouaeTcs B Ha3HAYEHUU
SH3UM-PeNyIUpPYIOIeil Tepanuyu peKOMOMHAHT-
HOJM 4YeJi0BeYeCKOil KUCION «-IMI0KO3UIa30i (B
P® rpymnmnoit skcnepToB peKOMeHOBAaH Mperapar
«Maiio3aiiM» B KauecTBe MOXKXM3HEHHO (pepMeHT-
3amelnaroiien Tepanun) [3, 11, 31]. OgHoM U3 Baxk-
HEeJIINX COCTaBHbIX YacTeli MeIUIIMHCKOIO acIleK-
Ta JOATOBPEeMEeHHO Kypanum nanueHToB ¢ BIT sB-
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JseTcs aieKBaTHOe 1 CBOeBpeMeHHOe JieueHye UH-
(dexuMil ABIXaTENbHBIX ITyTEH, MPY KOTOPOM Ha-
3HAUEHMe aHTUOAKTEePUATbHONM Tepanuyu IMPOBO-
IUTCS B CylpaMaKCUMaIbHBIX (apMaKoiornye-
ckux posuposkax [30]. CormacHO MeXAYHapOn-
HbIX U (pemepasbHBIX peKOMeHAAINi, KaJeHaaph
MPOGUIAKTUYECKUX TMPUBUBOK IOTIOTHUTEIBHO
BKJTIOUAeT MMMYHOITPODMIAKTUKY PeCIIMPaTOPHO-
CMHIUTUATBHON MH(PEKIYM, IPUIITIA, TTHEBMOKOK-
KOBOJi MHbeKIMK [14, 29]. Heobxoammplii rpadumk
00cegoBaHMIi MAlMeHTOB C AMArHOCTUPOBAHHOI
BII BriroyaeT o6s13aTebHbIe esKkerogHble 00C/Ieno0-
BaHMSI MUHEPAIbHON IUVIOTHOCTU KOCTEN C LIeNbI0
paHHel KOppeKlnu OCTeoIeH! U OCTeoIoposa C
KYpCOBbIM Ha3HaueHMeM BuUTaMMuHa D, Kaibiius,
6udocdonaTos [7].
ChUHTrOMUIIMI035bI

JIBH BxioualoT rereporeHHyo rpymnmy COJI, ot-
JUYUTENbHBIMM CBOVCTBAMM KOTOPBIX SIBJISIETCS
HaKoIlJIeHVe JTUMIUI0B B TKaHSIX-MUIIEHSX (TOM0B-
HOJ MO3T, CTPYKTYpHbIe 00pa30BaHMSI KPOBETBOP-
HOW ¥ MMMYHHOWM CUCTEMBI — KOCTHBII MO3T, Ce-
Je3eHKa, TMMbaTnuieckue y3ibl, edueHs) [34]. Tu-
MMMYHBIM TpeJiCTaBUTe/IeM JAHHO TPYIIIbI Te3ay-
PU3MO30B sIBjIsieTcs 60e3Hb HuMana-ITnka Tumna C
(HII-C). B 3aBMCUMOCTM OT BO3pacTa Hauasa 6oes-
Hu HIT-C pasauuaior 5 hopMm 60j1€3HM: HEOHATAIb-
Hasl (Oe6I0T IO 3 MecsieB), paHHSIS MJlaJieHuecKast
(Hayaso OT 3 MecCsl1IeB [0 2 JIeT), MO3AHSIS MIaJeH-
yeckas (c 1e6ToM oT 2 [0 6 JIeT), IoHOoIIecKast (Ma-
HudecTaius ot 6 10 15 1eT) u B3pocias (C HauaaoM
crapiue 15 net) [35]. HIT-C xapakTepu3syeTcs IMUpPO-
KUM KJIVHUYECKUM ITOTMMOP(GU3IMOM U MYIbTUCH -
CTEeMHOCTBIO MPOSIBJIEHUII. BucliepanbHblie, HEBPO-
JIOTUYECKMe U TICUXUaATpUyecKue CUMIITOMBI MO-
I'yT BO3HMKATh KaK M30JMPOBAHO, TAK U COUETAHO.
Hepenko remaTocryieHOMeTaiusi TpeallecTByeT
HEBPOJIOTMYECKUM U TICUXUATPUUYECKUM CUMIITO-
MaM B TedeHMe MPOJO/IKUTENbHOTO Iepuoaa Bpe-
MeHu [36]. Haubosnee 4eTKO MYIbTUCUCTEMHOCTD
MPOC/IEKMBAETCS TIPY paHHeM nebioTe. IIpu mo3m-
HeM Hauajie Ha BeOyIyuX MO3UILMSIX ITPOrpeccupy-
IollMe TICMXOHEBPOJIIOTUYEeCKre PaccTpolicTra [34].
PasHoo6pasue 1 HecrenuPUUHOCTh KIMHUIECKUX
CUMIITOMOB, AOCTaTOYHO IIMPOKUIA BO3PACTHOM
JIyarasoH JeboTa 3a007eBaHMs YaCTO IIPUBOIAT K
MO3HeN IMarHoCTVKe M HepelKO «MaCKMPYIOTCS»
oA, APYyrMMM AMarHo3amMu, YTO MPUBOAUT K YIy-
IIIeHHBIM TepareBTUUYEeCKUM BO3MOXHOCTSIM U pa3-
BUTHUIO TSDKEJION MHBAMUAuU3auu. dPpdHeKTMBHOCTb
COBpPEMEHHO! 3THONATOreHeTUUYeCcKoii (GepMeHT-
MHIOYIUPYIOILIeN Tepanuy 3aBUCUT OT paHHeN aua-
THOCTMKY 3a60JIeBaHMsI ¥ CBOEBPEMEHHOCTY Hava-
Ja crenuduueckoro jeyeHust. B aToii cBsisu, Kpaii-
He aKTyaJbHbIM SIBJISIETCSI PAHHSIS TIOCTAHOBKA M-
arHosa COJI.
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Cpenu HeBponornueckux IposiBiaeHuit HII-C
XapaKTepHO HaIM4Me BEePTUKAIbHOTO HaAbsIIep-
HOTO Mapajinya B30pa KaK BbICOKOUYBCTBUTEIBHO-
r0 KIIMHMYECKOTO MapKepa, 0COOEHHO B COUETaHUM
CO CIJIEeHOMeraauei, aTakcuein u IMcuxo3om [37].
Atakcuio, BO3HMKAWOIIYI0 BCJIENCTBUE [ereHepa-
uuu knetok ITypkuHbe, Takke OTHOCSIT K YMepPeH-
HbIM Tipeaukropam HII-C, 4yBCTBUTENIBHOCTh KO-
TOPOTO CYLIECTBEHHO BhIIIE B COUETAHUY C MYJIBTU -
dbokanbHOI mucToHmeii [7, 28]. KOTHUTMBHBIE HAPY-
HIeHUS SIBJISTIOTCS JOTIOTHUTEbHBIMU TPeAUKTOPA-
vy HIT-C: B coueTaHmu co CIyieHOMerauei 6e3 re-
MaTOMerajauy M BePTUKAIbHBIM HaAbsIIEPHBIM ITa-
pasmuoM OHY GOPMUPYIOT CIIEINGUUHBIN KIVMHU-
veckuit mapkep HII-C [36]. Psag aBTOPOB OTMEYaOT
Iu3apTpuio U aucdaruio B KaueCcTBe YMepPeHHBIX
npeaukTopoB HII-C, 3HaUMMOCTh KOTOPBIX 3Ha-
YUTEIbHO MOBBIIIAETCS IMPU COUETAHUM C APYTUMU
cnenyubmuHbiMu cummntTomamu HIT-C [34, 35].

JHK-guarHocTmka 1 IoJIHOT€HOMHOE CeKBEeHU -
pOBaHMe SIBISIETCS BbICOKOMHGMOPMATUBHBIM Me-
TomoM Bepudmrauuy auartosa HIT-C [10, 37]. He
MeHee BaKHBIM SIBJISIETCST JTaGOPATOPHBIN aHAU3 C
Harpy304HbIM TeCTOM ¢ pymnmmHoM [28]. s mep-
BUYHOTO CKPMHMHTA MPUMEHSIETCS MeTO, ra30BO
XpoMaTorpaduu ¢ TeECTOM Ha OKCUCTEPOJT U TPUOI
[36].

Ha ocHOBaHMM TpOBeEHHBIX PaHIOMU3UPO-
BaHHBIX, IJ1A1[€60-KOHTPOIUPYEMBIX KIMHNIECKUX
MCcClieIoBaHMi IO olleHKe 3 HEeKTUBHOCTI 1 6e30-
rmacHocT depMeHT-3aMelniatomeil repanuu HII-C
B PO omobpeH 1 peKOMeHAOBaH [Jjisg crenudpude-
CKOTO JIEUeHUSI NALIVIEHTOB Pa3IMUYHbIX BO3PACTHBIX
rpymnn npenapar «3aBecka» («Murmycrat») [37].

He meHee akTyayibHOI (PopMOIi HaciaemCTBEH-
HBIX SH3MMOIIaTuii aBiseTcs: 6onesHs Iomre (BI), B
OCHOBE KOTOPOJi AeUIIUT aKTUBHOCTU JIM30COM-
Horo (pepmeHTa B-TII0K03Mma3bI [38]. CormacHo co-
BPEMEHHBIX PeKOMEeHAALVIA, BhIOENSIOT TPU TUIA
BI, muddepeHIMPYyeMbIX II0 HEBPOJOTUUECKOMY
XapakTepy MoBpexaeHuii: I Tum (HeHelipoHONATH -
yeckuii) — 6e3 HeBPOJIOTMYECKUX MposiBieHui, 11
TUII (OCTPBIi HEMIPOHOIIATUYECKIIT) — MH(PAHTUIIb-
Hasl 37I0KQYeCTBEHHAsl C TSDKeJbIM HeBpOJIoTuue-
CKMM IIOpakeHMeM M BBICOKOJ JieTaIbHOCTbIO; 111
TN (XPOHUYECKUI HeMHpOHOIMaTUUeCKuil) — 1oBe-
HUIbHAST opMa C MeIJIEHHbIM MTPOTPECCUPOBAHN-
eM 3a60/1eBaHMS ¥ YMEPEHHO BBIPaKEHHbIMM He-
BPOJIOTMYECKUMMU HapyIIeHUsIMHA [39].

BI' I Tuma Hau6osee yacThliii BapMaHT 3a601eBa-
Hust ¢ yacToToii 1:50000 HOBOPOKIEHHBIX, C K-
POKMM BO3paCTHBIM OMaIla3oHOM, 3aTparuBalo-
MM KaK JIeTeil, Tak U B3powibix [9, 12]. [Ipu sTom
CIIEKTP KIMHUYECKUX MPOSIBJIEHMI TOCTATOYHO Ba-
puabesneH: OT 6eCCUMIITOMHOTO TEUEHMSI, COCTaB-
nstomero 1/8 — 1/4 Bcex wiyvaes I tuma, 10 Tsbke-
JIBIX HapYIIEeHUI C BBIPaKeHHO rernaTo-/ CIjieHo-

Merauueii, aHeMueii, JieiikorneHueit, TPOMOOLIUTO-
TeHueir Co CIIOHTAaHHBIMMU TemMaToMaMu, TeMop-
paruMsiMu, UCTOIlleHeM OpraHu3ma BIUIOTH 10 Ka-
xekcuu [40]. B psime paboT OTeUYeCTBEHHBIX U 3a-
PYOEKHBIX YUYEHBIX IMPEICTaBIE€Hbl KIMHUYECKUE
aryuan 60mbHBIX ¢ BI' I TiITa, COMpOBOXKIAIONMIMXCS
BbIPasKeHHBIMM KOCTHO-CYCTaBHBIMM OCJIOSKHEHMSI -
MM, JeCTPYKIIMel KocTelt 1 ocTeonenueii 5, 14, 38].
B mpoMeskyTKe MeKAY 3TUMM MOISIPHBIMU KIUHU-
YeCKMMM TPYIIIIaMy HaxXOAsITCs 60IbHBIE ¢ JO6PO-
KauecTBeHHON (opmoii 3a60/eBaHMs, C YMEPEH-
HBIMM TIpM3HAKAMMU rernaTo-/CrjieHoMerajiuy u He-
3HAUUTENbHBIMY T€MAaTOJOTUUECKUMIU U3MEHEHU-
savu [10]. Ins Bcex kauHuveckux rpymnm BI' [ tumna
CBOJCTBEHHBI 3a7iepskKa (PU3NUECKOTO U TI0JIOBO-
rO pa3sBUTUS U XapaKTepHas TUIlepIUTrMeHTalus
KOJKHBIX TTOKPOBOB B 06JIACTM KOJEHHBIX U JIOKTE-
BBIX CYCTaBOB ITO TUITYy «TPSI3HBIX KOJEHEe! U JIOK-
Teii» [34].

IMpu BT Il TMHa MHUIIMATbHbIE CUMIITOMBI 3200-
JIeBaHMSI TIOSIBJISIIOTCSI B TepBbie 6 Mecs1eB XXU3HU
M XapaKTepU3YIOTCS CTPEMUTETbHBIM perpeccom
JIBUTaTeIbHbIX HABBIKOB, BbIpaK€HHOI MbIIlIey-
HOJI TUIIOTOHMEI], 10 Mepe MPOorpeccupoBanms 60-
JIe3HM CMEHSIONIENCST Ha CITaCTUYHOCTh C hOpMU-
pOBaHMEM peTpakIMii MBIIII 1IeU U aJTyKTOPHO-
(bnekcopHoit ycTaHOBKM KOHeuHOCTel [39, 40]. Xa-
paKkTepHbI I71a30BUraTe/lbHble HApyIIeHUsl C pas-
BUTUEM CXOJISIIETOCS KOCOTIasusi, rpybbie Oy/Ib-
GapHbIe PACCTPOIICTBA C JIAPMHTOCIIA3MOM, [IMC-
darmeit n vacTeiMM actupauyusaMyu. Ha MmosgHMxX
CTaausx 3ab0ieBaHMSI MOTYT Pa3BUTHCS 3JI0Kaye-
CTBEHHbIe TOHMKO-KJIOHMYECKMEe CYHOPOTH, pe3u-
CTEHTHbIE K IIPOTMBOCYOOPOXKHOV Teparmu [15].
Bone3Hb 4acTo MPUBOAUT K JIeTAIbHOMY MCXOAY Ha
1-2 rogy sxm3Hu pebeHKa BCIEICTBYE aIllHO3, acIln-
pallMOHHOM ITHEeBMOHMM, TSDKEJIONM ObIXaTelbHOM
He[0CTaTOYHOCTH [2, 3, 9].

ITpu BT III Tma Bo3pacT mebiora 3aboeBaHus
cocTasJysieT oT 6 MecsiteB Ao 15 et [40]. Xapakrep-
HBIM CMMIITOMOM SIBJISIETCSI TIape3 MBbIIIII, MHHep-
BUPYEMBbIX IJIa30IBUTATETbHBIM HEPBOM, IPUBO/IS -
MM K TUTIMYHOMY TIOJIOKEHUIO TTOPakeHHOTo TJ1a-
3a: BHM3 U KHApYKM [39]. 3a60/1eBaHMIO CBOVICTBEH-
HbI 3KCTpanupaMiuiHble HapyIleHus OT JIETKUX 0
BbIp&KEHHBIX, MMUOKJIOHMUECKME U TeHepaan3o-
BaHHbIe TOHMKO-KJIOHUYECKME CyIOPOTH, MO3XKEeU-
KOBbI€ pacCTPOiCTBA (AMU3apTpusl, IUCMETPUS, TUC-
rpadus), KOTHUTUBHBIE HapyIIeHUs pasIMIHOM
crerienn Tspkectu [15]. 3aboneBaHne uMeeT Me-
JIEHHO TMporpeccupyioiiee TeueHue. BeposTHOCTh
HeOIaronpusITHOTO (JIETAJIBHOTO) MCXOAa Cylle-
CTBEHHO BO3paCTaeT y 60IbHbIX, HE TPUHUMAIOIINX
(bepmeHT-3aMeInaNyio Teparmio 1 y MaleHToB C
TSDKeJIBIM MTOpakeHMeM JIETKMX U TTeueHu [6].

HOuarHos BI' ciienyeT npeanonoXuTh y nanueH-
TOB C KPUIITOTEHHO CIVIEHO- WJIX TellaToMeraim-
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eil, UMTONeHNel U CUMITOMAaMU MOPaKeHUsT KO-
crei [40].

OmnpeneneHne akKTUBHOCTU KUION P-TIIOKOIE-
pe6po3uaassl B IEKOIIUTAX KPOBYU SIBJISIETCSI OCHO-
BOJi COBpeMeHHO¥ auarHocTuky bI' (muarHos moso-
SKUTETbHBIN IIPU CHUKEHUM aKTUBHOCTM (pepMeHTa
6omee 30 %) [39, 40]. [ToMTHOTeHOMHOE CEKBEHUPO-
BaHMe ¥ MOP(OIOrIecKuii aHaIU3 KOCTHOTO MO3-
ra He SIBJISIIOTCSI OCHOBHBIMYM METOHAMU U UCIIONb-
3ytoTcst Tipu auddepeHIMaNbHON MAarHOCTUKE B
CJIOKHBIX KIMHUYECKUX CAydasiX WiIK JJis HayaHO-
ro aHanm3a [20, 38].

Cneuudnueckast sH3umoTtepanus BI' sakimoua-
eTcst B 6ecCpOYHOM HasHAUYeHUM PeKOMOUHAHTHOI
ITIoKoIepedpo3uaasel [11]. B HacTosee Bpems
B P® 3apeructpupoBaHbl 2 JeKapCTBEHHbBIX Cpefl-
CTBa IMOAO6HON HampaBieHHOCTH: «llepesum» u
«Bripus» [7, 40].

Bonesup ®abpu (BP) ob6ycioBIE€HA MyTaly-
saMu B reHe GLA, kopupyiomero ¢bepMeHT o-Ta-
JIaKTO3UIasy A, meduImT KOTOpOro MPUBOAUT K
HAaKOIUIEHUIO TJIMKOCHUMHTOIUIIUIOB B TKAHSIX-
muiieHsx [28]. HecmoTpsi Ha X-CllelyieHHbBI pe-
LIeCCUBHBIN TUM HacnegoBauus: bd, y 60-70% i
SKEHCKOTO T10J1a, TeTepO3UTOTHBIX HOCUTENe, Tsi-
SKeCTb TeueHus 3a60/1eBaHMUS MAEHTUYHA KIMHIYe-
CKOI KapTHUHe Y JIUI My>KCKOT0 nona [33]. [Ipogon-
SKUTEJIbHbIN Iepuon BpeMeHu b® cuntanoch Kpaii-
He penkoit opdaHHOIt maTojaorueit. OMHAKO CKPU-
HUHTOBBIE MCC/IeIOBaHMS, ITPOBefeHHbIe B Tanun
u TaiiBaHe, MoKa3aau JOCTATOYHO BBICOKYIO ee ya-
CTOTY, cocTaBuB 1 cryuail Ha 2500 HOBOPOXKAEHHBIX
MJIaJIeHIIeB MYKCKOTO I10j1a, MMeIoNUX HeJocTa-
TOYHYIO aKTMBHOCTb (PepMEeHTa o-TaJaKTO3UIA3bI
A v Hamuume myTtanuii B reHe GLA [7, 12]. Omry6inu-
KOBaHHbBIe pe3y/bTaThbl MPUBHECTM BaXKHbBIN BRI/
B TIOHMMaHMe MOJIEKYISIPHO-TeHeTUYECKUX OCHOB
B®. /1751 MOBbIILIeHMs] IMArHOCTUPOBaHMs 3ab0J1e-
BaHMsS BO MHOTMX CTpaHaX, BKIO4asi PD, 6buIO0
MPUHSTO pellieHMe O TPOBeIeHUU CKPUHUHTOBO-
ro UCCIeIOBaHMS MalleHTaM U3 OTAeleHU reMo-
Iyann3a, HeBPOJIOTMYeCKUX U KapaMUOIOTUUeCKUX
CTallMOHAPOB.

B Hacrosiee BpeMsi 10 KIMHUYECKUM KpUTe-
PUSIM BBIIENSIOT ABe hopMbl BD — Ki1acCUYecKylo, ¢
ne6I0TOM B JIIOO0OM BO3pAaCTHOM CETMEHTE, ¥ MYJlb-
TUCUCTEMHBIM TIOpaskeHUeM, U HeKIaCCUUECKYI0
dbopmy ¢ TO3THUM Ie6I0TOM, M30IMPOBAHHBIM I10-
paskeHMeM OIHO¥ CUCTEMbI OPTaHOB: T'OJIOBHOTO
MO3ra, cepAua uiam rnovex [41].

IloCTaTOYHO BECOMbBIM KIMHMUUYECKMM MapKe-
POM Y B3POC/IbIX, [I0 MHEHMIO BeAYIIMX IKCIIEPTOB,
SIBJIIETCSI Ha/Muyue y TMal[MeHTOB aHTMOKepaToM,
MpeCTaBJIeHHbIX B BUAE HEOOJbLINX, JO 5-7 MM
obpasoBaHMii KpacHOTO WM 6arpoBOro IiBeTa,
TIOCKUX WJIU CJIerKa IIPUIIOJHSITHIX HaJl TOBEPXHO-
CTBIO KOXM, yallle JIOKJIM30BaHHBIX B HIYDKHEN Ya-

122

cTu XXuBoTa [42]. He MeHee 3HAUMMBbIM CUMIOITOMOM
b gBisieTcst XxpOHMYECKast, OCTAaTOYHO BbIpaXkeH-
Hasl, U3HYPSIOIIAs, Kryuast HeBpoIaTuyeckast 601b
B KOHEUHOCTSIX, BbIsiB/isseMast y 70-85 % IanyeHTOB
[42]. TurinuHbl 60JIEBbIE MAPOKCU3MbI, BOSHMKAIO-
IIye Ipy TiepeMeHe MOTObI, IMXopaaKe, Gpusmye-
CKOJi Harpyske, cTpecce, mocje IpreMbl aJKOTOoIs,
MPOAOIKUTETLHOCTbIO OT HECKOJNbKUX CEKYHZ, 10
HECKOJIbKMUX HeJlellb, KOTOpble TMOPOoi KYIIUPYIOTCS
TOJIbKO OTIMOVIHBIMY aHaJbreTHKamu [15, 42].

B 3apy06eskHbIX MCCIeI0BaHUIX Hepeako B oT-
HOCSIT K 60/Ie3HSIM Mabix cocynoB [41]. CormacHo
OMyOIMKOBAHHBIX PE3Y/IbTaTOB KIMHUYECKUX WUC-
c1efoBaHui, y TaliueHToB ¢ b® BBICOK pUCK pa3Bu-
TUSI TPAH3UTOPHBIX UIIEMUYECKUX aTaK, UIIeMM-
YeCKUX ¥ reMopparmnueckmx MHCYIbTOB B MOJIOAOM
BO3pacre [6, 33]. B 9T071 CBSI3M HEOOXOAMMA HACTO-
PO>KEHHOCTD B OTHOIIeHUM fuarHo3a b® y sToii ka-
TEeropuu MaijeHTOB B KauecTBe MPUYMHbBI Pa3Bu-
TUSI HAPYIIEHWT MO3TOBOTO KPOBOOGpaIeHNs.

B cTpykType comaTu4yecKMx HapylleHuil y Tpe-
o6s1agalero uuciaa 60gbHbIX ¢ BO B BO3pacTHOI
rpymme crapiie 40 neT pa3BMBaeTCsl TOYeYHAasl He-
JIOCTAaTOYHOCTb, HEPEIKO TPe6yIomiast MpoBeaeHMs
remomuanusa, GOpPMUPYETCS TUIEPTPODUS MUO-
Kapza, KaTapakra U HapylieHue aiyxa [6, 17, 20].

CrnenuduuasiMu cumIrromamu B® y gereit, mo-
MMMO MHTEHCHUBHbIX HeiiponaTuueckux 6oseit, aH-
IrMOKepaTOM HEeTUNIMYHOM JIoKaau3alum U AUcC-
Terncuu, SIBJSeTCS TaK Ha3biBaeMasi «BOPOHKOO-
OpasHasi» KepaTomaTusi (BbISB/IsIEMAsi MO Pe3yiIb-
TaTaM OGTaTbMOCKOIINM) ¥ HENPOCEHCOPHAS TY-
royxocTh [42]. B 3apyOeskHbIX MCTOYHMKAX TIPem-
cTapjieHa MHGpopMalys 0 6eCCMMIITOMHBIX Bapy-
aHTax apuUTMWil, IpUBedeHbl AaHHble O TalMeH-
Tax B Bo3pacte 11-12 et ¢ npexonsiimuMy Hapylie-
HMUSIMM MO3TOBOT'O KpOBOOGpAIIeHNs Y MaleHTOB
¢ B®. OnucaHpl ckeleTHble aHOMA/IMM B BUe Ie-
opmanmit mucTaNbHbIX OTHAEIOB MeX(paTaHTOBbIX
CYCTaBOB TaJIbIIEB PYK C HapyllleHeM UX TTOABVK-
HOCTH, YTOJIIIeHMEe KOHIIEBBIX (DaslaHT MabIEB 110
TUITY «6apabaHHbIX MAJI0UEK» C IPMU3HAKAMMU OCTe-
OTEeHUM WK OCTeomnopo3a [3, 41].

CoryacHO KIMHMYECKUX peKOMeHpaluii, 1a6o-
paTopHOe uccaefoBaHMe KOHIEHTpaIuy JIM30C-
buHTOMMIIMAA B KPOBU SIBJISIETCS CIIENM(PUIECKUX
¥ HaZe>KHbIM MEeTOLOM AuarHocTuku bd [42].

CoBpeMeHHOe MaTtoreHeTu4Yeckoe JjiedyeHue bD
BK/TIOUAeT (hepMeHT-3aMeIlaonyi0 TePamio Ipe-
nmapatamu <«Arajcupmasa anbda» U <«Araacuma-
3a Oeta» [16, 34]. Begymuime skcrepThl peKOMeH-
IYIOT TakkKe MPOBOJUTH KOMIUIEKCHOE CMMITTOMA-
TUUYEeCcKoe jiedyeHye, OCHOBaHHOe Ha TIATeJIbHOM
KJIMHUKO-UHCTPYMEHTAIbHOM MOHUTOPUPOBAHUMU
C aKlleHTMPOBaHMEM BHMMaHMUS Ha paHHEM BbI-
SIBIGHUYM Be[yIllero IaToJOTMyecKoro IaTTepHa,
OTpeeNsIoIero TSKeCTh KIMHUUECKOTO COCTOSI-
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HUsI, BepuduKaluy TPUITepoB 601eBOro CMHAPOMA
C MOHUTOPUPOBAHMEM CTeIleHU ero BBhIPasKeHHO-
CTU TI0 OLIEHOYHBIM IITKa/IaM, YTO TIO3BOJISIET aJleK-
BaTHO U MEPCOHUMUIIMPOBAHO OCYIIECTBISTh Ky-
pauMIo MauyeHToB ¢ b®, M03BOSIA YAYUIINTD Ka-
YeCTBO MX JKU3HU U MIPeaynpeanuTb GopMUpOBaHMe
TSDKeNION HBanmuausauun [14, 18, 42].

Takum o6pa3om, 6rarogapst JOCTVKEHUSIM TeH-
HO-MH)XXEHEPHOI OTpaciau C UX YCIEeIIHOM peanu-

3amyei B IpakTHU4Yeckoe 3apaBOOXpaHeHue, jieue-
HMe psfla paHHee HeKypabelbHBIX COCTOSTHMIA, CO-
MPSDKEHHBIX C TSDKeIoM MHBaNMau3alyeit 1 BbICO-
KOJ1 JIETAJIBHOCTBIO CTAJI0 PeaibHOCThIO. VI OCHOB-
Has 3aJada Bpavya — CBOEBpeMeHHAas IMarHoCTH-
Ka 3a60JieBaHMi Ha OCHOBE TLIATeIbHOIO aHa/IM3a
KIIMHMNYECKNX IIPOSIBJIEHNI C IIPYMEHEHNEM COBpe-
MEHHBIX METOJOB IreHeTUUEeCKUX U 1abopaTOPHbIX
MCC/IeIOBaHMIA.

M.P. Illaiimyp3un, H.C. JIyuxuii

T'OO BIIO «/ToHeyxuii HayuoHa bHolli MeduyuHckutli ynusepcumem umeru M. Topbkozo», JJoHeyx

JIN30COMHDBIE BOJIE3HM HAKOITJIEHMS B BO3BPACTHOM ACIIEKTE: JOCTVDKEHNS M ITEPCITIEKTHBBI

B Hacrosiimem 0630pe MpeacTaBieHbl COBPeMeHHbIe
KJIIMHUKO-IMArHOCTUYECKMEe acleKThl Haubosiee akTy-
aTbHBIX (GOPM JIM30COMHBIX 60/Ie3Hel HaKOTIEHUST (MY-
KOTIOCAaxXapuI03bl, COUMHTONMUINAO3bI, TIMKOT€HO3BI).
OcTpoTa nmofHMMaeMoit MpobaeMbl 06yCI0BIeHa JOCTa-
TOYHO BBICOKMMM IOKA3aTeISIMY PACIIPOCTPAHEHHOCTHU B
CerMeHTe Te3aypu3MO30B C TeHJeHIMel K UX HEeyKJIOH-
HOMY yBeJIMUYEHUIO B Pa3IMUHbBIX BO3PACTHBIX IpymIiax,
IOCTVDKEHUSIMU T€HHO-VH)XEHEePHBIX TEeXHOJIOTMIA B Ia-
TOTeHEeTUUECKOi (epMeHT-3aMeCTUTeTbHOM Tepamnmnu,

OKa3bIBAIOLIEN CYIIECTBEHHOe BIMSIHME Ha AUBepCUdu-
Katuio 3a6osmeBanusi. CBoeBpeMeHHas AMarHoCTUKaA — 10
PasBUTHMS TSKEIbIX I HEOOPATUMbIX CUCTEMHBIX U MYJIb-
TUCUCTEMHBIX HAPYIIEHMIA — IBJISETCS OCHOBOIIOIATAI0-
UM B Kypaluu JaHHOTO cerMeHTa 60Jie3Helt HaKorie-
HUSL.

Knoueevle cnoea: MyKOIoMMcaxapuaosbl, COUH-
TOMATIMIO3bI, TJIMKOT€HO3bI, OMAarHOCTUKa, (epMeHT-
3aMelIaloas Tepars.

M.R. Shaimurzin, LS. Lutsky

SEI HPE «M. Gorky Donetsk National Medical University», Donetsk

LYSOSOMAL STORAGE DISEASES IN THE AGE ASPECT: ACHIEVEMENTS AND PERSPECTIVES

This review presents modern clinical and diagnostic
aspects of the most relevant forms of lysosomal storage
diseases (mucopolysaccharidoses, sphingolipidoses, gly-
cogenoses). The severity of the problem being raised is
due to the rather high prevalence rates in the segment of
thesaurismoses with a tendency to their steady increase
in various age groups, the achievements of genetic en-
gineering technologies in pathogenetic enzyme replace-

ment therapy, which has a significant impact on the di-
versification of the disease. Timely diagnosis — before
the development of severe and irreversible systemic and
multisystem disorders - is fundamental in the curation of
this segment of accumulation diseases.

Key words: mucopolysaccharidoses, sphingolipidos-
es, glycogenoses, diagnostics, enzyme replacement ther-

apy.
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