MaTeprmansl HAYYHO-IIPDAKTHUYECKOM KOHepeHI[M

JU30COMHBIE BOJIE3HU HAKOIIJIEHUA:
COBPEMEHHBLIE ACIHHEKTbBI IUATHOCTUKHU, MOHUTOPUPOBAHUA
U INPUMEHEHHSA BBICOKOTEXHOJJIOI'MYHBIX METOAOB JIEUHEHUSA

M.B.BenorypoBa

CaHkT-lNeTepbyprckasa [ocyaapctBeHHasa MeguLMHCKas akageMus,
lopoackas knuHuyeckas 6onbHuua Ne31, r.CaHkT-NeTepbypr

JTnzocombl npeacTaenstoT cobor uuTonnasmaTnyec-
Kne opraHenssl, B KACITON cpeAe KOTOPbIX COoAepXaTcH
MHOTro4YNCIeHHbIe PepMeHThI, rmaponmaypLme 6onb-
WKHCTBO Bronornyeckmx Makpomornekyn. JlnsocomHble
dhepmMeHTHl NpeAcTaBnsaloT coboN rMUKONPOTENHDI,
CUHTe3Mpylowmnecs B aHAgonnasamaTndeckon cetn. Oc-
HOBHasA yHKLWSI NIN30COM 3aK/io4aeTCs B paspyLUeHn
NCMNOJb30BaHHbIX MaKPOMOIEKY ST MO XOAY X HOPMaIlbHOro
KpyroobopoTa 1 TkaHeBOW NepecTPOKM.

JInzocomHble 6onesHn HakonneHus (JIBH) — ato
OoBLWMpHLIA kNacc HacneACTBEHHbIX bonesHel obmeHa
BeLLecTB, KOTOPbIN BktodaeT 6onee 40 Hosonorm4ecknx
opM. MonekynsapHble MexaHW3mbl aTnonaTtoreHesa J1IbH
cxopHbl. Bce oHn obycnoBneHbl reHeTMHeCcKMMM U3MEHEHN-
MW JTM30COMHBIX (PePMEHTOB, KOHTPOSMPYIOLLIMX NPOLEcc
BHYTPVKJIETOYHOro pacLlenneHnst Takux MakpoMonekyn,
KaK rnMKo3aMWHOTITMKaHbl, FMKONMNNABI, IIMKONPOTENHbI.
MaToreHeTU4eCKMMU CNEACTBUAMMW STUX UBMEHEHWUI SBIIS-
I0TCS BHY TPUITM30COMHOE HaKomMieHne HepacluenneHHbIX
MaKpOMOMEeKy N 1 yBeMYEeHNe YMCna NIN30COM B KrieTkax
pasfMYHbIX TKaHeW opraHmama, 4YTo Mopdonorn4eckm
BbISIBIISIETCS KaK HallM4Me Tak HasblBaeMblX MEHUCTBIX»
KNeTOK B 3TWMX TKaHAX. Takoe HakomnieHWe NpuBOAnT K
HapyLleHUo HopMalbHOro yHKLMOHNPOBAHNS KETOK 1
nx rmbenn. Yem cuneHee dpyHKUNSA hpepMeHTa HapyLleHa
MyTaumnewn, Tem BbicTpee HacTynaeT rnbens KNeTokK B Tka-
HSAX 1 Tem BbicTpee nNporpeccupyeT 3aboneBaHve.

Mpw HekoTopbix NIBH B HacTosILLee BpeMs cylLlecTByeT
natoreHeTU4ecKkoe redyeHne B Buae pepMeHTO3aMecTu-
TenbHon Tepanun (P3T). BonbwunHcTBO 60mBHBLIX ¢ JIBH
HyxaatoTcs B npoBedeHUM O3T B TeueHMe BCel XUSHN.

BonesHb lNowe (BlN) sBnsetca ogHol 13 Hanbonee
yacTo BcTpevaowmxea JIbH n sBnseTcs HacneacTBeH-
HbIM 3aboneBaHNeM C ayTOCOMHO-PELLECCUBHBLIM TUMOM
HacnepoBaHus. BosHnkHoBeHne Bl obycrosneHo myTa-
Luer reHa, oTBETCTBEHHOTO 3a CUHTEe3 dhepmeHTa B-rto-
kouepebposznaasbl (kucnas B -rrnwokosmaasa), KOTopbln
y4acTByeT B TMAPONIMTUYECKOM pacLlenieHn roKo3usi-
uepamMmaa (COCTaBHOW YacTy KNeToYHbIX MembpaH) Ha
rmokosy 1 uepamug. HepgoctaTodHas akTMBHOCTE (MK
HeJoCTaTOYHOE KoNM4ecTBO) PB-riokouepebposnpassl
NPUBOAUT K HaKOMIEHWNIO TIOKO3ULepaMmaa BHYTPUY
KNeToK peTUKYNo3HAoTENMMarnbHON CUCTEMbI, KOTopble
npeBpallalTcs Takum obpasom B kneTkn lowe. KnnHum-
YeCKM 3TO BbipaXxaeTcs MONMCUCTEMHBIM 3aboneBaHnemM
C nporpeccupyoLler renaTocnieHomMmeranMen, remaroro-
rMYeCKUMW aHOMaNMAMMW N NopaXeHNeM KOCTel ckeneTa,
YTO NPVBOANT K BbipaxxeHHOMY 6oneBomy cMHApPOMY, No-
BbILLEHHOW NTIOMKOCTW KOCTEW 1 Kak CrieACTBUE - K TSHKEION
MHBanMansaumm. «30M0TelM cTaHZapTOM» NedeHns bl B
HacToslLLee BpeMs SBAeTCA hepMeHTO-3aMecTUTeNsHas
Tepanus npenanapom Llepesum (umurnyuepasa).

Mykononucaxapugossl. MINC tun 1 - HacneacTBeH-
HOe ayTOCOMHO-peLieccuBHoe 3aboneBaHne, xapakTepu-
3yloLeecst MPOrpeccupyoLLMM Te4YEHNEM C NopaxeHnem
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MHOTMX cucTeMm u opraHoB. 3aboneBaHne BO3HMKaeT
BCNeACTBME MyTauMW reHa, Koavpylollero obpasoBaHve
cepmeHTa anbda-L-ngypoHmaassl. dedpvumt cdepmeHTa
NPVBOAUT K HaKOMMNEHNIO MMHOKO30aMUHOT NIMKaHOB B JIN30-
comax pasfMyHbIX TKaHeW 1 OpraHoB, YTO, B CBOK oYepeb,
NPVBOANT K HeOBpaTUMBIM U3MEHEHWAM TKaHeN.

WcTopumdeckm BbIAensoT Heckonbko cdhopm 3abonesa-
HWS, pasnMyaloLLMXCS MO CMEKTPY Y CTEMEHWN BbIPaXXeHHOCTU
KnMHndeckmnx nposierneHunn. Camas Tsbrkenas cdopma MIMNC
1 - cuHgpom ypnep xapakTepuayeTcs MySsTUOPraHHbIM
nopaskeHneM, rpyo bIM1 HEBPOIOrNHYECKUMUN HapYLLEHNAMN C
YMCTBEHHOW OTCTaNoCThIo, PaHHe MHBanMansaLmei u cMep-
THocThio. CpefHe-Tshkenas —cvHapom lypnep-LUeiie, n oTHo-
cuTensHo nerkas popma —cmHapowm Lelie xapakTepuraytoTcs
bonee pobpokadyecTBeHHBIM TedeHueM. [oaTBepxaeHNe
AMarHo3a ocyLLeCcTBAeTCSA MpY onpeaeneHnn akTUBHOCTU
anbha-L-ngypoHmuaassl B nerkounTax nepudepudeckomn
KpOBM , NrasMe 1 KyrbType KOXHbBIX hprbpobracTos.

®3T ocHoBaHa Ha akTMBU3aLUKM paboTbl MyTaHTHOrO
dhepmeHTa NyTeM BBEAEHNS B OpraHnam 6omsHoro anbda-
L-naypoHnaaskl ¢ HopMalbHOM akTUBHOCTBIO (NpenapaT
Anbaypasum). JledeHne HeobxoAMMO HaUYNHATB Kak MOXHO
paHbLUe, 40 pasBUTUA HEOOpaTUMbIX U3MEHEHWI, 0COBeH-
HO B MeHTarsbHOoN cdepe.

Bones3Hb ®abpu (AHaepcoHa-dabpu) — X-cuenneH-
Hoe HacneAcTBeHHoe 3aboneBaHne, cBA3aHHoe ¢ Aedun-
untom depmeHTa anbda-ranaktosngassl. Cneacremem
3TOro ABNAETCH BHYTPUKIETOYHOE HakonneHue rroboT-
praosnnuepaMnaa B CTEHKax KPOBEHOCHbLIX COCYA0B, YTO
NPUBOAWT K MYTETUCUCTEMHOMY MposiBreHno 6onesHn B
BMe NopaxeHns, rnaBHbIM obpasom, noyek, cepaua, ro-
noBHOro Moara. B TunmyHbIx cnydasx 6oneHble ymypatoT
B 30-40 neT oT NoYeYHON HEQOCTATOYHOCTU, CEPAEYHbIX
nnn LepebpoBacKynApHbIX HapyLUEHWIA.

3T nposoauTcst npenapaTtom dabpasum (arancu-
hasa-b6eTa).

BonesHb MNomne — peakoe HacneacTBeHHoe 3abo-
neBaHve, HacrnegyeMoe Mo ayTOCOMHO-pPeLecCUBHOMY
™Mny. BosHrkaeT ns-3a gecrumnTa NM30COMHOro pepmeHTa
Kvcron anbda-rnoKosnaasbl. XapakTepnayeTcs LUMPOKMM
cnekTpom cumMnToMoB. BelaenstoT 2 hopmbl 3aboneBaHus:
1) nepBbI TN — MHAPAHTUIBHBIW, C TUMWYHBLIM Ha4Yarom B
TeYeHVe NepBOro rofa xwusHu. OTa hopma xapakrepuayeTcs
MaCCUBHbLIM OTIOXEHWEM TIIMKOreHa B cepaue, NeyveHn 1
CkeneTHbIX MblLLLAX, YTO MPUBOAWT K BLICTPO Nporpeccu-
PYIOLLMM kapAMoMUonaTuW, renaTocneHoMeranum, reHe-
pann3oBaHHOW MbilLeYHol cnabocTn. CmepTb HacTynaeT
B TeyeHWe nepBoro roga xusHu. 2) Bropas cdopma 3abo-
neBaHVs xapakTepuayeTcst 6onee No3gHNUM Ha4anom — B
TeyeHWe Bcero nepuoja AeTCTBa UMW JaXe BO B3pOCIIOM
cocTosHUW. [py 3TOM TUMNe oTMeYaeTCA MeANeHHOEe pas3Bn-
The MbllLeYHon cnabocTu. MNpryrHa cMepTy, kak Npasuio,
- AblxaTenbHas HeJoCcTaToYHOCTL. BhicokoaddekTMBHBLIM
naToreHeTN4eCKMM METOAOM NeYEHNS B HACTOSILLEE BPEMS
asnsietca 3T npenapaTtom Muosum (alglucosidase alfa).
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