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HIOBCEHEBHOIT paboTe MpaKTH-
qucxne Bpaydn He BCEITa UMEIOT

TeNo C PacIpoOCTPaHEHHBIMU,
XOpOLIO M3BECTHBIMM, COLIMATBHO
3HaUMMBbIMI 3a60/IeBaHMAMN. VHOrIa
K/IMHIYECKIUE CUMIITOMbI BBIXOIAT 32
PaMKM IPUBBIYHOTO IMATHOCTHYEC-
KOTO ITpolecca.
B Poccun o penxux 3abomeBaHUAX
U «JIeKapCTBaX-CUPOTax» BIEPBbIE 3a-
TOBOPW/IM TIOCTIE BBEJIEH)Is IPOTPaMMbl
TOIOTHUTENBHOTO JIEKAPCTBEHHOTO
obecredens1, KOTOpasi MO3BOJIIA CO-
CTaBUTDb PeecTphl GONbHBIX, OIpefie-
JIUTD JIEKAPCTBEHHYIO IOTPEOHOCTD, 3a-
IVTAHVMPOBATb HEOOXOIMMBIE PECYPCBL
Ilo maHHBIM 3KCIEPTOB, YacTOTA 3a-
60/IeBaHWiT, OTHOCAIVIXCSA K PEIKUM,
B Pa3HBIX CTpaHax KozmebmeTcs oT
OJIHOTO Ciy4Yas Ha 1,5 ThICAYM Yesto-
BEK IO OfIHOTO C/Iy4as Ha 2,5 ThICS-
4y gesoBeK. COITIAaCHO CTaTHCTHKE,
B Poccun 1,5 M/TH TIaliieHTOB MIMEIOT
5KCK/TIO3MBHBIE 3a00/IeBaHIIA, IPUYEM
80% 13 H1X 0OYC/IOB/IEHbBI T€HETIYeC-
KOJ1 IpMPOJOI.
K penxym 3a60/1eBaHMAM OTHOCUTCA
OOIIMPHBI KIACC HACTIECTBEHHBIX

dbepMeHTONIATHIT, MM TM30COMHBIX
6osesHell HakolieHuA. OH Hacun-
ThIBaeT OK0/M0 40 HO30JI0OTMYECKUX
COVHUL U xapaKTepI/IsyeTca T€HEeTU-
YeCKOI1 TeTepOreHHOCThI0 ¥ BbIpa-
YKEHHBIM K/IVHIIECKIM ITO/IMMOp 13-
moM. TIpakTideckn Bce MM30COMHbIE
60/Ie3HN HAKOIUIEHNST IMEIOT TIPOTpe-
IMEHTHOE TeveHe i 6e3 COOTBETCTBY-
IOLLETO JIEYeHVIsI IPUBOIAT K PAHHE
MHBAIMAN3AUNY U TIpeXIeBpeMeH-
HOIt cMepTu. JIuiib HeMHOrMEe POpMBbI
JIM30COMHDBIX 007I€3HEN HAKOIIJIEHNS
XapaKTepu3yTcsl O/M3KOI K HOpMe
HPOIO/DKUTENBHOCTBIO KI3HIL.

HaI/I6OHee TUIINYHBIMN KJIMHUYECCKU-
MI CUMIITOMaMU JIM30COMHBIX 6071e3-
Heﬂ HAaKOIIVIEHUA ABJIAKTCA HOpa)KeHI/Ie
LIeHTPA/IbHOI HEPBHOII CYICTEMBI, KOCT-
Hble HAPYIIEHNUS, FelaTOCIUIEHOMETa-
N, TEMATOJIOTNYECKNEe U3MEHEHUA.
Knunndeckne cnMmToMsr 06ycoBe-
HbI HpeI/IMYHICCTBeHHI)IM HAaKOIIVZICHNEM
IIaTO/IOTMYECKOr0 MaTepyaa B TOM WK
uHOM oprate. Hapyiuenne depment-
HBIX CUCTEM HPI/IBOHI/IT K HAaKOIVIEHNIO
COOTBeTCTBYIOHH/IX CHeIU/[(bI/I‘-IeCKI/IX
MeTabo/IMTOB B MaKpodaraabHbIX Jte-

MeHTaxX ¢ HOC/Iefyolell NHUIbTpa-
Lyell OpraHoB 1 TKaHet [1-3].

K nmusocomMHbIM 60e3HAM HAKOII-
JIeHs1 OTHOCKUTCS U 6ore3Hsb Tomre —
reHerndeckoe 3abonesanne, o6yc-
JIOBJIEHHOE Jie(peKTOM JM30COMHOTIO
¢depmenTa 6eTa-D-rmoko3npassl. dta
607me3Hp BHepBble OblTa OMMCaHA
B 1882 r. ppanuysckum Bpatom Ou-
mmnnom Tomte (Philippe Gaucher). On
OIMCaJI XEHIUHY C aHEMUEIL, C JIeT-
CTBa VIMEBIIYI0 MAaCCUBHYIO CIUIEHO-
MeTa/INIO U CTPAJABIIYIO OT TSDKEIBIX
KPOBOTEUEHMI 11 PA3/INIHbIX MHEK-
IIIOHHBIX OC/IOKHeHnit. [Tpu ayTorm-
CHU B ee Celle3eHKe ObUIY BBIABICHBI
HeOObIYHbIe KpPyNHble KIeTKM [4].
W ronbko cnycra 80 net, B 1965 .,
Pocko Bpeiian (Roscoe Brady) o6Ha-
PYKUIT KITIOUeBOJ MeTabomIIecKnit
fedeKT, IeKaBIINIT B OCHOBE Pa3Bl-
st 6onesnu loiue, — feduunt 6era-
IIIOKOLIepebpo3npassl [5, 6].
bonesnp lome Hacmemyercs mo ayro-
COMHO-pelleccBHOMY Tumy. Ien 6era-
TIIIOKOLIepeOpo31Iashl TOKaIN3yeTCs
B pernoHe q21 Ha nepBoii XpOMOCOME.
Omucano oxono 300 pas/IM4HbIX MyTa-
LA, IpUBORAINX K fedexry depmen-
Ta (CHVDKEHMIO €0 CTabVIBHOCTI VIV
aKTMBHOCTH) ¥ CBA3aHHBIX C IIVPOKVM
HOMMMOP(IU3MOM KIIVHNYECKNX CUMII-
TOMOB 3abonmeBanns. Hanbomnee pac-
IpocTpaHeHHble MyTanyu — N370S,
84GG, L444P, IVS2+1, L444P, D409H,
R463CuIVS2+1 [4, 7-10].
BcnepcrBue BpOXXJeHHON HeJOCTa-
TOYHOCTY 9TOr0 (hepPMEeHTa B K/IETKAX
PEeTUKY/IOSHJOTE/NNAbHON CUCTEMBI,
0COOEHHO B IIeYeH, Celle3eHKe U KOC-
THOM MOS3Te, HAKaIlIMBAIOTCsA HEYTHU-
JIM3MPOBAHHbIE JIUIINIBL.

B cuny HemocTaTouHONM OCBEOMIIEH-
HOCTM Bpadell AMarHOCTUKA U Jiede-
Hyte 6o7e3ny Jole 3aTpygHNUTEIbHDI
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u ceropgus. Kak npasuio, y nanuenra,
He TIO/IyYaoIero afieKBaTHOI Tepa-
1Y, TIOIMOPTaHHbIe TIOPAXKEHN YC-
JIOKHAIOT KIMHMYIECKYI0 KapTHHY 3a-
6oneBanus. Takoro nanueHTa MOXXHO
Ha OPOTSKEHUM MHOTUX JIET IEYNTh
OT pas/JIMYHbIX IATOMIOIMIA, IO, Mac-
KOJ1 KOTOPBIX CKPbIBA€TCsA MCTVHHAsA
6onesus [1, 11, 12].
B 3aBUCHMMOCTY OT KIIMHUYECKOI Kap-
TYHBI BBIIEJIAIOT TPU TUIIA OONe3HN
Tomre:

Ml 1 - HEeHePOHOIIATYECKUIL

(HamborTee pacpOCTPaHEHHBIIN);

THI 2 — MH(’paHTM}IbeH?[, WIN OCT-

Pblil HEMIPOHOIIATIYECKIIA;

TUII 3 — TIOIOCTPbIii HEJIPOHOIIAT -

YeCKIIL
Turiet 2 ¥ 3 ABIAIOTCA HEVIPOHOIATH-
YECKMMM, IOCKO/IbKY B IIaTOIOTMYEC-
KMJi IIPOLIECC BOB/IEKAETCsA HEPBHAsA
cucTeMa.

Tun1

bonesnb lonre Tuma 1 nmeeT XpoHu-
yeckoe Tedenye. Bospact manudecra-
1y 3a6071eBaHNs BapblpyeT OT TOfia
10 60 net. OCHOBHbIE KIMHUYECKIE
CYIMITOMBI:

TeTIaTOCIIEHOMET IV,

reMopparn4ecKuii CMUHAPOM;

KOCTHBIe 607111 (KOCTHDIE KPU3BI);

HapylleHNe TOABIKHOCTU B CycC-

TaBaX, 00YC/IOB/ICHHOE acelTndec-

KJIM HEKPO30M;

TIaTOJIOTMYEeCKIe TIEpeTOMBI;

3afiepXKKa QU3MIECKOTO 1 MO/I0BO-

IO Pa3BUTIS,

ACTEHNYECKIUI CUHAPOM.
Knunanyeckas kapTyHa pasHooOpas-
Ha U TPOSABIAETCA IPOTrpeccupyio-
MM yBeNnMYeHMeM IapeHXMMaTo3-
HBIX OPTaHOB (II€YEHU U CeJIe3eHKN),
HAHIMTONICHNEl! U IIaTO/IOoTyel! TPyo-
YyaThIX KOCTell cKeleTa. XapaKTepHa
CcBOeOoOpasHas TMIepIUTMeHTalNs
KOYKHBIX ITOKPOBOB B 00/IaCTH KOJIEH-
HBIX U JIOKTeBBIX CycTaBoB. CIIIeHO-
Meramys — IOCTOSHHBI 1 Hanboree
panHwmit npusHak 6omesuu loe. ITpn
ManbIIalluy Cele3eHKa MMeeT IIOT-
HYI0O KOHCHCTeHIMIo. [eraTomeranms
BbIpa)KeHa B MEHbIIE} CTEleHN, YeM
CIUICHOMeTanusA, U OOBIYHO pasBU-
BaeTCs B 60Jee MO3JHME CPOKY TN
CTAaHOBUTCA BBIPAXKEHHOI IOCIe
crtenakToMun. ITpu mporpeccuposa-
Hyu 6ore3Hu Jorre MOXXeT Pa3BUTHCS
MOpTa/IbHAA TUIIEPTEH3VIA.

OHKonorna, remaronoria v paauonorna. N2 3

Y 601pIIMHCTBA MALMEHTOB HAOJIIO-
JAOTCs XPOHUYECKNe 60 B KOCTSX.
[Ipu mporpeccupoBaHuy 6oaesHn
MOTYT Hab/TIONaThCsI TATOTIOTIYECKIIE
mepenomsl, fedopManys rOTOBOK
OefpeHHBIX KOCTell, yKOPOUeHyIe HIDK-
HMX KOHEYHOCTell ¥ HapyILIeHue Mo-
xofiK1. XapaKTepHbI KOCTHbIE KPUSBI,
COIPOBOXAIOIINECST MYIUTETbHBIMIL
60/sAMU B KOCTSIX, TUIIepeMueit u 60-
JIE3HEHHOCTBIO B 00/IaCTI CYCTABOB,
PE3KMM CHIDKEHMEM JBUTaTeNbHOI
aKTUBHOCTH, TUXOPAJKOIL, 03HOOOM,
IIOJIHOI YTPATOll [eeCrocoOHOCTH.
Ha mvke Kpusa 0TMeYatoTCst BBICOKII
JIEIIKOIUTO3 U TTOBBILIEHHAs CKOPOCTD
oceflaHuA spuTpouuTos. IIpopon-
JKUTE/IPHOCTb KpU30B — 12-36 4acoB
B Tedyenue 5-15 pgHent. Y 60npImHCTBA
OO/IbHBIX KOCTHBIE KPU3bl Pa3BMBa-
I0TCA CHOHTaHHO. B 15-40% cmy4yaeB
OHJI MOTYT HAaO/TIONaThCs, B YaCTHOC-
THU, TIOC/I€ TIEPEHECEHHOI BUPYCHO
nngexuyn. Kprsst MoryT 65116 06yC-
JIOBJIeHbI MH(}ApKTaMu B TPyOUaThIX
KOCTAX (YacTO B AMCTANIBHBIX OT/e/IaX
OefIpeHHBIX, IIPOKCUMAJIbHBIX OT/[e/IaX
6071bIIe6ePIIOBBIX U IIEYEBBIX KOC-
Tell), @ MOIYT Pa3BMBATbCA 0e3 K-
HIYECKV BBIPQKEHHOTO OCTEOHEKPO-
3a. KmmHnueckas kapTuHa KOCTHOTO
Kpusa mpu 6onestu lomre aHamornaHa
KapTIHe OCTEOMMENNTa. B TshKembIx
CTydasx HaOTOLAeTCsl paspylLIeHye
T€JI II03BOHKOB € HOC/IEAYIOLIYM KOM-
HPECCUOHHBIM IIEpPeTIOMOM 1 06paso-
BaHmMeM yIoBoro rop6a [2, 11, 13-15].

Tun 2

OCHOBHbBIE CUMITOMBI 3a60I€BaHIIA
npu 607esuy [oire Tima 2 BOHUKAIOT
B IIepBble IIECTh MeCALEB KI3HN Maljy-
eHTOoB. KimHmaeckni CMITOMOKOMII-
JIEKC BK/TIOYAEeT MTPU3HAKM MOPKEHMA
HEPBHOIA CYICTEMbI 1 BHYTPEHHIX Opra-
HOB. Ha paHHMX cTafusx 3aboneBaHust
OTMEYAIOTCs MbIIIeYHas TUIOTOHMA,
3aJIepXKKa U Perpecc ICMXOMOTOPHOTO
passutus. Ilo mepe mporpeccuposa-
HMA 0O0NEe3HN MOABJIAIOTCA CIIACTUY-
HOCTb C XapaKTePHOI1 /i 3TOrO THIIA
peTpakiiyeli uren, crubaHneM KOHed-
HOCTe, I7MIa30[BUraTe/IbHbIE HapyIlle-
HUA C PasBUTHEM CXOJAIIETOCA KOCO-
IVTa3Ms, TAPVHTOCIIA3M 1 IUChAryis.

XapaxTepHbl OynbbapHble Hapy-
HIEHMA C YaCTBIMU ACIMPALVAMMU,
MPUBOJAILME K CMEPTH ITAL[MEHTa OT
aItHO3, aCIUPAIYIOHHON THEBMOHUNU
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nnm ,[[I/IC(i)yHKI_[I/H/I JObIXaTE/IbHOI'O II€H-
Tpa rOJIOBHOT'O MO3Ta.
TOHUKO-K/IOHNYECKUE CYLOPOXKHbIE
HPI/ICTYHbI, KakK HpaBI/I}IO, BO3HUKAIOT Ha
TIO3/[HNMX CTA/INSIX OONIE3HY U PE3UCTEH-
THBI K Ha3Ha4aeMOoJ IPOTUBOCYHOPOXK-
HOiT Tepammu. TedeHne 3a6oreBaHus
OBICTPO IIPOrpeccUpylolilee C JIeTalb-
HBIM JICXOOOM Ha HepBOM-BTOPOM I‘O;C[y
SKUSHM ManyenTa [1, 2, 11, 14, 16].

Tun3

Oco6eHHOCTD KIMHUYECKUX IIPO-
stBeHnit 6onmesuu lomie mpu aTom
TUIIE COCTOUT B TOM, YTO HapAny
C TIOpakeHMeM IapeHXMMaTO3HbBIX
OpraHoB (CIZIEHOMeTanus, TelaTo-
Merajns) Hab/IIoaloTCsl HEBPOJIOTU-
vyeckue nposiBneHusi. OHU 06BIYHO
BO3HMKAIOT B BO3pPAacTe OT IIECTU [0
15 et u nos>xe. XapaKTePHBIil CUMII-
TOM — IIape3 MBbIIIILI, MIHHEPBUPYEMBIX
I71a30/IBUT'aTe/IbHBIM HEPBOM, KOTO-
PBIT JUIUTENbHOE BpeMsA MOXeT ObITh
€IMHCTBEHHBIM HEBPOTIOTUYECKUM
nposiBnenyeM. He uckarodeHsl Muo-
KJIOHIY, TeHEePaIN30BaHHbIE TOHUKO-
KIoHM4ecKue cypoporu. ITocreneHHo
IIPOrPeCCUPYIOT SKCTpanypaMyuiHas
PUTUIHOCTD, CHVYKEHME MHTENIEKTa,
TPM3M, JIULEBbIE TPUMACL, AUCharys,
JapyHrocnasM. VIHTeIeKTyanbHble
HapylleHusA BapbUPYIOT OT HE3Ha-
YUTENbHBIX MSMEHEHUN JIO TAXKENOMN
meMeHI M. BO3MOXXHBI MO3XEUKO-
Bble HaPYIIEHNA, PACCTPOIICTBA Peun
U IUCbMa, ITOBeJleHYeCKe M3MeHe-
HIT, STIM30/BI TICMX03a. B 60/bIINH-
CTBe CIIy4aeB TedeHue 3a00jeBaHNA
MeJJIEHHO Tporpeccupyomee. Jle-
TaJIbHBII MICXOf, HACTYIIAET IIPY TsXKe-
JIbIX TIOPAYKEHMUSAX JIETKMX 1 TI€YeHN.
IIponOmMKUTETbHOCTD JKU3HY TIAllN-
eHTOB Ipu 6oyesnyu lomme Tvma 3 co-
craBnseT 12-17 nmetr. OmHAaKo omyca-
HBI C/Ty4ay BbDKMBaHuA 1o 30-40 et
[8,11,15,17].

JlnarHoctuka

ITpn mogospenun Ha 6one3up lore
AMATHOCTYKA BK/II0YaeT HECKOJIBKO
9TAIIOB:
obHapy)KeHe XapaKTePHBIX K-
HUYECKMX IpU3HAKOB 3abojeBa-
HUA;
u3MepeHue akTuBHOCTH Oera-D-
IJTIOKO3U/1a3bl B JIEMKOLIUTAX;
IIpOBEJieHNe MOJIEKY/LAPHO-TeHe-
TUYECKOTO aHa/IN3a.
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ITomumo cnenmpudecKort AuarHoCcTy-
KU IPYMEHAIOTCS PYTUHHbIE Tabopa-
TOPHO-MHCTPYMEHTA/IbHbIe METOJBL,
HO3BOJIAIOIINE BBIAB/IATD OIPelIe/IeH-
Hble U3MEHEHVIAL.

Y 60mpIHCTBa OOIBHBIX IMIIEPCILIe-
HM3M IIPOSIBIIAETCA TPOMOOIMTOIIE-
HIeN, IeVIKOIIeHNeN VI aHeEMIEIL.

ITpu ynbTpa3ByKOBOM MCC/IEOBAHNI
Y KOMIIBIOTEPHOII ToMOrpagum Iede-
HII VI CeTIe3€HK OTIPENEIAI0TCSA 04ary
KaK C IOBBLILIEHHOM, TaK U C TIOHMU-
JKEHHOJ MHTEHCMBHOCTBIO CUTHAJIA.
9Ty o4aru ABIAITCA 30HAMM JIIe-
My 1 pubpo3sa 13-3a MOBBIICHHON
uHOMIbTpanuy k1etkamu lome.

Y GONbHBIX C HEJPOHOIATUIECKUMNI
tunamu 6omesun lomre MsMeHeHnM,
BbISBJISIEMble IIPU 371eKTpo3HIeda-
norpaduy, HecrieUYHBL
PenrtreHorpamma 1mo3BosseT yBUJETh
UCTOHYEHMEe HAJKOCTHUIIBI, SH/IOC-
TAJIbHYIO 3y0YATOCTh U IIOHIDKEHHYIO
TPabeKyIIPHOCTb KOCTHOM TKAHI.
IucranbHble MeTaduabl 6expa B3Ly-
BalOTCA B BUje OynaBbl WM KOMOBI,
KOTOpBIe YIIOMIHAIOTCA B IUTepaType
Kak Konbouku JpreHMeriepa. ¥ mereir
OTMeYaeTCs IPOIOJIbHOE PacC/IoeHIe
KOPKOBOT'O BellleCTBa U JIHENHbIe
KOCTHbIE IIEPUOCTA/IbHBIE OT/IOKEHIA
Ha TIOBEepPXHOCTH Auadu3oB TpydUa-
TBIX KocTell. TsKecTb MOpakeHMs
TpyOYaTBHIX KOCTENl pasjanyHa — OT
Kaccudeckux gedopmanmit Mera-
($130B [0 TSOKENBIX MATOMOTMYECKIX
IIepeIOMOB, 04aroB JIMTUYECKOIl Je-
CTPYKLUM U aCENTUYECKIX HEKPO30B
TOJIOBOK OefJpeHHbIX KOCTeIL.
Hanbonee 4yBCTBUTETBHBIMU METO-
JlaMU BBIAB/IEHV:A CHVYDKEHHON MMHe-
Pa/IbHON IVIOTHOCTY KOCTHOV TKaHU
SABJIAIOTCA JGHCUTOMETPYA 11 MaTHUT-
HO-pe3OHaHCHasA ToMorpadus. JeH-
cutoMeTpysA npu 6onesnu Jome akTy-
aJIbHa KaK /I pPaHHeil IMarHOCTUKY
CUCTEMHOII OCTEOIIeHNH, TaK U JJIA MO-
HUTOPMHIa 3P PeKTUBHOCTI TeYeHVIA.
Incronornyeckass KapTUHA CTPYK-
TYp HEPBHOJI CUCTEeMBI IIpU 60Ie3HU
Tome xapakTepusyeTcsa fereHepa-
TUBHBIMJ M3MEHEHVAMMN B TelbllaX
Huccns, motepeii IIapeHXUMBI B ITy-
OOKMX CI0SAX KOpBI, Tamamyce, Oa-
3a7IbHBIX Aflpax U Mo3sxeuke. IIpu
CBETOBOII MMKpOcCKomuu ob6Hapy-
JKUBaeTcA HebOOIbLIOe KOTMYeCTBO
KeTok [ome BOKPYr KpOBEHOCHBIX
COoCynoB. [aHI/IMOLTBL OTEYHBI I Jie-

¢dopmupoBassl. B or/mrane ot gpyrux
60/1e3Hell HAKOIIEHNS OTCYTCTBYIOT
BHYTPUK/IETOYHbIE OTIOXKEHMsI JIU-
NuOoB. B HellpoHax He onpeferaeTcs
OT/IOKEHNE ITIIOKOLIepebpo3nyia.
MonexynspHO-TeHeTU4eCKMil aHa-
JIN3 — TOYHBIN METOJ AMArHOCTUKMN
0071e3HM, @ TaKXKe TeTePO3UTOTHBIX
HOCHUTeNell MyTauuil B reHe GeTa-
D-rmoxosupmasel. BeisBnenue rere-
po3uror Hayubojee aKTyaJbHO IIpU
IpeHaTa/IbHOM AMarHOCTUKE U Meny-
KO-TeHETIIeCKOM KOHCY/TBTHPOBAHNIL.
ITpu npoBenenuu auddepeHimans-
HOUI IarHOCTVKM 607e3un [ore Trma
1 B 3aBMICMMOCTY OT BuJja MaHM(ecTa-
1111 HeOOXOAMMO IIOMHUTD O PasHO06-
]a3HBIX 9K30T€HHBIX 11 HACTIEICTBEHHBIX
3a00JIEBAHNAX, COMPOBOXKAAOIINXCS
Teraro- 1 CIIeHOMETaINeil, OCTPBIMMI
00/mAMM B KOCTSX, KPOBOTOUVBOCTDIO
(BMPYCHBIII TemaTUT, OCTEOMMEINT,
KOCTHBIII TybepKyies, reMopuiny,
currommnossr). Ilpu nogospernn
Ha el 2 u 3 6omesun [omme He0bXO0-
AVIMO VICKTIOYNTD BCe MH(MAHTIIbHbIE
¢dbopmbl CHUHTOMMINEO30B C remaro-
crenomeranuent (6onesab Humanna —
IMTuka (Niemann - Pick), tumsr A n C),
GM1-raHrnmmosno3, ragakKToCuaan-
103, 6orne3Hb Bombmana, 60mesuns Pap-
Oepa (atummyHble GOpPMBI), a TAKKe
BPOXX/IEHHYIO OKY/IOMOTOPHYIO aIIpaK-
camo (1,2, 4,5, 15, 16].

MatoreHeTUyeckan Tepanua

JliTenpHOE BpeMs Ipu edeHun 60-
nesun Tomre McIonb30BaIaACh TOIBKO
CUMIITOMATHYecKas U MajUIMaTYBHASA
Tepamus (crteHsaKToMusA). B 1991 r.
N.W. Barton u coaBT. BiepBbl€ IIpH-
MEHWIN ajIbIIolepasy (Lepemasy) —
IJIIOKOLIepeOp o313y, IOMTy4eHHYIO 13
IUTaLeHThI YenoBeka. Ha doue ee npu-
MEHEHMsI OTMEYaJICsl Perpecc IaToyo-
TMYeCKIX M3MeHeHuiL. PyHKIym ropa-
JKEHHBIX OPTaHOB BOCCTAHAB/IMBA/IICH
[18]. 910 cTa/MIO IPOPHIBOM B JIeYeHUN
6onesnu Jome. B 1994 1. nocre mpose-
IeHUs KIMHWYECKUX MCCIeTOBaHMIt
K IPYMEHEeHMIO Oblna paspelleHa pe-
KOMOVHAHTHas ITIIOKoLepebpo3nma-
3a — umnrmonepasa (Llepesnm®) [6].
B xmmHMYecknx uccnefoBaHmAX fOKa-
3aHo, 4T0 3¢ dexTnBHOCTD Llepesnma
UJIEHTIYHA TaKOBOII Iiepenassl [19].

depMeHTO3aMeCTUTEIbHAS Tepa-
IV — €VIHCTBEHHBI 3¢ (eKTUBHBIN
IIATOT€HEeTUYeCKMIT METON JIe4eHMs

6onesun Tomre, KOTOpBI Kymupyer
OCHOBHBIE K/IMHNYECKIE TIPOsBICHU
3a0o/eBaHNMsA, YAy4IIaeT KauecTBO
JKV3HM OOJIbHBIX V1 HE OKAa3bIBAeT BbI-
PpaXeHHbIX NOO0YHBIX 3¢ dexToB. ITog
JIeICTBYIEM VIMUITIIOLepasbl IIPOVCXO-
T TUIPOIIV3 TIIMKOJIMITNAA T/TIOKOLIe-
pebposIa 10 ITFOKO3BI 1 LiepaMi/ia [0
00BIYHOMY IIyTU MeTabo/m13Ma MeM6-
PaHHBIX IMINAOB. VIMuIIIONepasa 1mo-
KasaHa I JINTENbHON 3aMeCTUTe/Ib-
HOIT (pepMEHTOTEepAINY y TALVEHTOB
C HOATBEPXK/IEHHbIM AMAarHo3oM 60-
nesunu Tomre 6e3 mopaXkeHMst HEPBHOII
cucteMsl (TuI 1) WIV ¢ XpOHMYECKIM
HOpakKeHVeM HePBHO CUCTeMBI (THII
3), Y KOTOPBIX MMEIOTCS KIMHIYECKN
3Ha4YMMble He HEBPOJIOTMYECKIe IPO-
aBjeHus sabonesanus [13, 16, 17].

Ha ceropgHAIIHMII IeHb B MUpe CBbILIe
5,5 TBICAYM MALIMEHTOB C 0OIE3HBIO
Tomre monyvarmT CrenupuIecKyo
9H3UMOTEPANNIO. 3aMeCTUTENbHAs
(dbepMeHTHasA Tepanys — Mpolenypa
foporocrosias. B pasBUThIX cTpaHax
MMpa TaKoe JiedeHue TOfifiepKIBaeT-
Csl CIleMaTbHBIMU TOCYHapCTBEH-
HBIMJ TIPOTPaMMaMIi, U IAI[eHTbI
HOJTy4aloT ero 6ecmratHo [6]. B Poc-
cuy GecllaTHas 3aMeCTHUTe/IbHAS
depmenTHas Tepamus 6one3nu lomure
cranma goctynHa ¢ 2006 r. [17].
IToxasaHuAMM K Havaly 3aMeCTH-
TE/IbHOM Tepamuy CIy>KaT JeTCKUil
BO3PACT, LMTOLEHNA, KIMHUYECKIe
U PEHTTeHONIOTUYeCKUe NPU3HAKY
HOpaXeHMsI KOCTell, 3HaYNTeTbHas
CIUICHO- U TeIIaTOMET IV, CUMITOMBI
HOpaKeHVIA JIETKVIX V1 IPYTVIX OPT'aHOB.
ITepBoHayanbHasA 1032 UMUTTIOLIEPA-
3Bl JIS B3POC/IBIX MAIMEHTOB C 607es-
ubio Tome Tuma 1 cocrapnser 30 EII/
KT, BBOIUTCA BHYTPUBEHHO KaIle/IbHO
MeJJIeHHO OfVH pa3 B 14 nHell. B or-
IeNbHBIX CTyvasx (IMopakeHMe Koc-
Tell, TSKETIBIN OCTEONOPO3 C MOBTOP-
HBIMJ TATO/IOTMYECKIIMIA TTEPeIOMAMI
TPyOUaTBIX KOCTE, IOpayKeHue Jier-
KVIX C pa3BUTHEM JIETOYHOI IMIIePTEH-
3UM WM TeNaTOIy/IbMOHAPHOTO CYH-
I[poMa) 1032 MOXKET OBbITh IOBBILIEHA
mo 60 EII/kr Ha omHO BBemeHue [16,
17, 20-22]. Y pereit ¢ 6onesubio Tome
THIA 1, IpOTEKAOLel ¢ HopaXKeHueM
TPyOUaTBIX KOCTell cKereTa (KOCTHbIE
KPM3BI, IIATOJIOTMYECKME TePEIOMBI,
OYary IMTUYeCKON JeCTPYKIINY, acell-
TIYECKIIT HEKPO3 TOTIOBOK OefjpeHHBIX
KOCTeI1), MMUIJIIOLlepa3a Ha3HauaeTCs
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1o 60 EJl/xr opun pas B 14 peilr. [Ipu
ture 3 mo3a nosbiaercsa no 120 EII/
KT ¥ BBOIUTCs OIVH pa3 B 14 Heit.
[MTocrostnHas epMeHTHAsT 3aMeCTH-
Te/IbHasI TePAIVIsi IIPUBOJINT K Perpec-
Cy IATOJIOIMYeCKMX VI3MEeHEeHWIA ITopa-
>KEHHBIX OPTaHOB /1 BOCCTAHOB/ICHUIO
nx ¢yukuuit. Kpome toro, Ha done
Tepanuy OTMeYaeTcs 3HaUUTENbHOE
y/Iy4llleHye II0Ka3aTeell puandecko-
IO Pa3BUTHSI, CHIDKAETCS KOTMYECTBO
MHTEPKYPPeHTHBIX 3a00/IeBaHNMIA, Xa-
pakTepHbIX /11 6omesun lome.
ITocne mocTmKeHUsT MOCTaBIEHHBIX
LeJieli JIe4eHusA y B3POC/BIX J03a
VIMUIJIIOL[ePasbl IIOCTEIIEHHO CHIDKA-
ercs o nojjaep>xuBamouein — 15-30
Ell/xr B mecs [16, 17].

Y 6-7% 60NbHBIX pa3BMBaeTCS Helle-
PEHOCUMOCTD SH3MMOTEPAIINHN, KOTO-
PYIO B OOJIBIIVHCTBE C/Ty4YaeB YHAETCs
KyIIMpOBAaTh IpeIBapUTEIbHBIM BBe-
IeHneM aHTUTVICTAMIHHBIX [Iperapa-
TOB V1/V/IN TTTIOKOKOPTUKOCTEPOUJIOB.
Vimurioniepasa IpUMeHseTCs B KIn-
HIYeCKOll paKTHKe cBbille 20 feT. 3a
9TO BpeMs ObUT IOy 4eH OIIbIT IpIMe-
Henus Llepesuma y B3pOC/IBIX MAlu-
eHTOB ¢ Oone3nbio Tomte, fieteii, Oepe-
MEHHBIX, a TakoKe Y ITAIJIeHTOB C TUIIOM
3 6onesun. Ony6/IMKOBaHbI pe3ybra-
TbI (pepMeHTO3aMeCTUTEILHOI Tepa-
I y ALVIEHTOB, B TeYeHMe JeCATH
JIeT IOy 4YaBIIVX aJIbIIoLiepasy (Lepe-
Hasy) wm umuronepasy (Lepesum®).
[TponeMOHCTPYPOBAHO 3HAUNTENTBHOE
YCTOIYMBOE yIydUlLIeHe COCTOSHMUSA
HaIyeHToB ¢ 6omesupio [omre, KoTopoe
OLIEHVBAJIOCH TI0 TAaKUM MapaMeTpam,
KaK YpOBEeHb IeMOINIOOMHA U TPOM-
601MTOB, 00'bEM IIEYEHN Y CEE3EHKI
(Y HeCIUIeHOKTOMMUBMPOBAHHBIX 60/Ib-
HBIX), Ha/IM41ie KOCTHBIX O0JTeit 11 KOCT-
HBIX Kp130B [23].

Kpome mpumeHeHMs MMMITIIOLepa-
3Bl €CTh ell[e OIVH CII0CO6 JIeYeHns:
yMeHblIIeHne BbIpaboTKu cybcrpara
(cobcTBeHHO TMIOKOLIEPEOPO3MTIA)
nyTeM MHIMOMpoBaHUA (epMeHTa
[IIOKOLlepaMUACUHTETasbl. TaKuM
MEXaHM3MOM [eNCTBUSA obOmajgaer
IIperapar MUITTyCTar (3aBecka®), Ipu-
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HuMaeMblil epopanbHo. Ha ¢one
ero mpuemMa HaO/MIONAITCSA YMEHbIIe-
HIle Pa3MepoB IeYeHN U Cele3eHKI,
CHIDKEHIIE SIBTIEHNI TUIIePCIIEHN3MA
(roBbIIIEHIE TEMOTTOOMHA U KO-
yecTBa TPOMOOLUTOB) [24, 25].

B Poccunt mpoBopsTCs KNMHIYECKe
MICCTIEOBAHMS [IEPOPAIbHOTO TIpera-
paTta cybCcTpaTpenyKIMOHHON Tepa-
nnn. Hoast TabnetnpoBanHast popma
IpernapaTa IO3BOJIAT CYI[eCTBEHHO
MIOBBICUTDH Ka4eCTBO JKU3HI IMal[VeH-
TOB ¢ 6oresHbio [olle He3aBUCUMO
OT MeCTa NPOXMBAHMSA, TIOCKOIBKY
MIEPUOANYECKOTO TTOCELIEHSI MeIH-
LIYIHCKOT'O LIeHTPa [/l BHY TPMBEHHBIX
nn@ysuit He morpebyetcs [13].

Ceifqac IPOBOFATCS MCCTETOBAHIIS
B 00/macTy TeHHOI MHXeHepun. [Ipen-
II071araeTcst, YTO FeHHas Teparst Gyaer
CBsI3aHA C BBEJEHUEM HOPMAa/IbHBIX
TEHOB ITIIOKOLIePeOpO3Iaashl B KIIETKI
OONBHOr0. DT KIIETKU BIIOC/IENCTBIAN
JO/DKHBI TPOM3BOAUTD JOCTATOYHOE
KOJIMYECTBO COOCTBEHHOI ITTIOKOIIE-
pebpo3uaaspl, 4To MO CyTH OyAeT 03Ha-
YaTh usneyenue ot 6onesuu lome [15].

CumnTomatnyeckas Tepanuna

KoMIuiekcHast Tepamyisi posiBIeHNMI
OCTeOIIopO3a HAIIPaB/IeHa Ha 3aMefi-
JIeHVe U1 TpeKpallleHNne IoTepy KOCT-
HOI1 MacCBl, [OBBIILIEHNE IPOIHOCTU
KOCTH, IIPeOTBpAllleHNe [IEPEIOMOB
KOCTel1 U BK/II0YaeT HazHadeHye Ouc-
¢docdonaros, anpdakampuugona,
coneii Kanpb1yst, OcTeoreHoHa.

CHUMIITOMaTUYECKOE JIeYeHNEe CKeNeT-
HBIX OCTIO>KHeHMit 11pu 6omesuu Toire
THIa 1 IpefIonaraeT IpUMeHeHNe
aHa/IbIeTUKOB BO BPeMsI KOCTHBIX KPU-
30B, aHTUOAKTEPUAIbHOI TepaINL.
ITpu XupyprudecKux BMeIIaTe/IbCTBAX
CYIL|eCTBYeT HOBBILIEHHBII PUCK KPO-
BoTedeHs U nHpuumposanus [11, 13,
20, 22, 26]. Metonpt a¢ddexTHBHOI! Te-
parmm [yist TUIA 2 He OIMCAHBL

OueHka g peKTUBHOCTU NeyeHus

KoHTponp Teuenus saboneBaHusA
y ZeTeil Ha (OHe Tepammu IPOBO-
ANUTCS B COOTBETCTBUU C PEKOMEH-

Jlekuum ans Bpadei

JAnysMU 110 MUHVMMAJIbHO HeobXo-
JMMOMY MOHUTOPMHTY COCTOSHMS
607pHBIX TIpK 60me3Hu Tomre Tnma 1,
paspaboTaHHBIX MeXAyHapOLHOII
06 beqMHEHHOI IPYIIION IO U3y4Ye-
Huo 6onesuu Tome (International
Collaborative Gaucher Group -
ICGG). IIpu 3TOM KOHTPOJIb aHA/INU-
30B KPOBM HEOOXOAMMO IPOBOANTb
OMH pa3 B TPU MeCsIia, pasMepoB
[IaPeHXVMATO3HBIX OPraHoB (II0 /jaH-
HBIM YIbTPa3sBYKOBOTO MCCIIEOBa-
HIsI) — ONMH pa3 B IIECTb MECSAIEB.
Takoit KOHTPOJIb CIEAYET OCYIIeCT-
BJISITH U TIPV M3MEHEHUN [JO3MPOBKI
WIN 3HAUMTEIbHBIX KIMHUYECKUX
ocnoxHeHysAx. KoHTporb cocTosnus
KOCTHOIl TKaHU IPOBOJUTCS ORUH
pa3 B rop. Ocobywo ponb Ipu mpo-
BeJleH!) MOHUTOPUHIA B IIPOLjecce
MATOT€HETUIECKOTO JIeYeHNA UTPaeT
oIpefie/ieHNe XUTOTPUO3U/A3BI, KO-
TOpast CMHTe3MPYeTCs MaKpodaramu
U SIB/ISIETCST MAPKEPHBIM (hepMEHTOM
JTM30COMHBIX 60/Ie3HeT. AKTMBHOCTb
XUTOTPUO3KIa3bl Ha oHe depmeH-
TO3aMECTUTENIbHOI Tepanu 60/1e3HN
Tourte ompefersieTCst OLUH Pas B Y€ ThI-
pe mecsna [13, 16, 17].

Mporxo3

[Tporuos 6omnesun lome mpy Tumax
1 1 3 3aBUCHUT OT BBIPOXKEHHOCTH KIIN-
HIYeCKVX mposiBieHnit. HasHaueHne
[IATOT€HeTNYEeCKOI TePAINy Ha PaH-
HMX CTaJIVsIX 3a00/IeBaHsA OTIpeiers-
eT O/IarOIpUATHBII IIPOTHO3 U YIyd-
MIaeT Ka4eCTBO >KM3HY NAIJMEHTOB,
IPEOTBPALLAs VX MHBAIVAU3ALIIO.
ITpu 6one3un lome Tnma 2 IporHo3
KpaiiHe HeOmarompusTeH (eTanb-
HBIIT CXOf] Ha IIEPBOM-BTOPOM TOAY
KusHn) (2, 11, 16, 27].

Brarogapst ycriexaM MemuuyHbI 9¢-
¢dexTuBHOE NedeHme 6one3nu lorme
U IPYTUX HACTIe[CTBEHHBIX 3a00/IeBa-
HII CTAHOBUTCA peabHOCTbIO. [1pu-
MEHEeHIe COBPEMEHHBIX IeKapCTBEH-
HBIX CPEJICTB II03BOJISIET YMEHBIINUTb
607b ¥ CTpafaHMsA JIIOfiell, JaeT Ha-
IIeXy TsDKENBIM IMalieHTaM Ha I0J-
HOLICHHYIO XXV3Hb.

2. Bopobves A.JI. PykoBoncTBo mo remaronoruu. M.: Hero-
Iuamem, 2003. C. 202-205.
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P. 288-291.
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Gaucher disease is one of the lipid storage diseases that develops as a result of mutation in gene encoding a specific
lysosomal hydrolase (glucocerebrosidase). Gaucher disease is characterized by phenotypic heterogeneity, and
disease severity is varied. Traditionally, there are three clinical types of Gaucher disease, inherited in an autosomal
recessive manner. Up-to-date data about pathogenesis, clinical traits, principles for diagnostics and treatment

of Gaucher disease are presented.
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