PEAKWE 3ABONIEBAHUSA: AUGDEPEHLUANBbHAA AWNATHOCTUKA U NOAXOAbl K TEPANKUU

OT peparuun

Ipemtaraemblii TPOTOKOJ pa3paboTaH CIeMaINCTaMy BEAYIINX IEHTPOB, Tie HAOTI0Iat0TCs TAlIMEeHTHI ¢ 00-
Je3Hblo Tolle, ¥ mpeacTaBieH A 03HAKOMJICHUSI C JaHHOM MaTOJIOrMeil reMaToI0rOB M OHKOJIOIOB, TaK KakK TH-
MMYHbIE MPOSIBICHUS 9TOI HACIEACTBEHHOM (hepMeHTONATUH (LIUTONEHUHU, TeIaTo- U CIJICHOMETajIus, IOpaXXeHue
KoOCTeii) HecieUU(MUYIHBI U TPeOYIOT poBeneHus nuddepeHInaTbHON TMarHOCTUKU CO MHOTUMU OHKOTeMaToJI0-
TMYECKUMHM 3a00IeBAaHUSIMU.

CoBpeMeHHas J1abopaTopHasl IMarHocTrKa 00J1e3HU [o1me xopoIo oTpadoTaHa, a 3aMeCTUTeIbHAs (hepMEHT-
Has tepanus (3PT) kaparHaIBHO U3MEHUIIA TAKTUKY BEACHUS OOMBbHBIX U ITPOTHO3 3a00sieBaHust. CBOEBpEeMEHHOE
Ha3HaYeHUeE JICUSHUS TIPEIO0TBpalllaeT pa3BUTUE OOJIE3HU WM MPUBOIUT K perpeccy MHOTUX (HO He BCeX) KIMHU-
yeckux nposieieHuii. C 2008 r. 3T npenocrapisieTcs rocyaapCTBOM OECIUIATHO B paMKaX ITPOrpaMMbl «CEMU HO-

30JIOTUIN».

Hedummt nHbOpMaILINT, KacaroIleiics TMarHOCTUKY U JiedeHUs 001e3H [olme, Hepeako sIBIsIeTCs TPUINHOMN
JMAarHOCTUYECKUX OIIKMOOK 1 nmo3aHero Havaia 3MT, uro koMmmnpomeTupyet ee 3GOeKTUBHOCTD.
ITpennoxeHust 1 BOIPOCHI IO My0IMKyeMOMY MaTepualy HarpasisaTh JIykunoii Enene AnekceeBHe 1o aapecy:
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BOJIE3HDb rOLLIE:

AWATHOCTHKA, NNEYEHUE W MOHUTOPHHI

bonesus Tome (MKB 10 — E75.5) — HaubGonee
yacTtass (opMa HacleICTBEHHbIX (hepMeHTOMNaTUi,
00BeIMHEHHBIX B TPYIIITY JIM30COMHBIX OOJIe3Hel Ha-
KOIIcHWsI. B ocHOBe 3a0oyieBaHMS JICXKUT HACJICICT-
BEHHBI Ae(UITUT aKTUBHOCTH [3-TJIIOKOLIepedpo3nia-
3bl — JIM30COMHOTO (hepMeHTa, y4acTBYIOLIEIO B Jie-
rpajaluy MPOAyKTOB KJIETOYHOro Meradonusma. bo-
sne3Hb lomie Obula BmepBble onucaHa B 1882 T
P.C.E. Gaucher, KoTOpbIii MASHTU(GUINPOBAT MATOT-
HOMOHWYHBIC UISI TAHHOTO 3a00JIeBaHUS KJIETKU —
Makpodaru, HakalMBalollUe JIMIKUIbI, MO3[IHEE Ha-
3BaHHbIE KJleTKamu [orie.

Jnupemuonorua

Bonesnp Tome BcTpedaeTcss ¢ 9acTOTOM OT
1:40 000 mo 1:60 000 y mpeacraBUTENEil BCeX STHUYE-
CKHUX TPYIIN; B MOMYJSILIMYA €BPeeB alllKeHa3u yacToTa
3aboseBaHus nocruraet 1:450.

JTHONorKUA W naTorexes

Bbonesns Tomie HaciaemyeTcss MO ayTOCOMHO-pe-
1IECCUBHOMY MexaHu3My. B ocHoBe 3abojieBaHUs Jie-
JKaT MyTallMu T'eHa IJII0KOLepeOpo3uaasbl, JOKAIU3Y-
folerocst B peruone q21 Ha 1-it xpomocome. ITpucyt-
CTBHE 2 MYyTaHTHBIX ajUlejicii TeHa (TOMO3UTOTHOE Ha-
CJICIIOBaHNE) aCCOLIMUPYETCST CO CHIDKEHUEM (MU OT-
CYTCTBMEM) KaTaTUTUIECKON aKTUBHOCTH TJIIOKOLIepe-
0po3uaa3bl, YTO MPUBOIUT K HAKOTUICHUIO HEYTUIN3H -

POBAHHBIX JIMIIMAOB B IIMTOILIa3Me MaKpodaros.
CrnencTBreM (PyHKLIMOHAILHON MEeperpy3Ku Makpoda-
TOB SIBJSIIOTCS: 1) oOpa3oBaHME XapaKTEPHBIX KJIETOK
Toure, nmeromux pazmepsl oT 20 no 100 uk, HeGOb-
1Ioe, CMeIIeHHOe K Ieprdepru SIIpo ¢ TUIOTHBIM XPO-
MaTHHOM WM OOWJIBHYIO IIUTOILIA3My C THITMYHBIM —
«CMOPIIEHHBIM» MW TIOJIOCATBIM — BUJIOM; 2) ayTOK-
PUHHASl CTUMYJISILIMST MOHOLIMTONO33a U YBeJUYeHUE
abCOJIIOTHOTO 4Yuciaa MakpodharoB, 4TO MPOSIBISETCS
reraTo- U CIUICHOMeTanneit, mHPUIbTpaeil Makpo-
¢daramMu KOCTHOTO MO3Ta, JISTKUX W IPYTUX OPraHoB; 3)
HapylIeHre MHOTUX (DU3UOJOrMYeCcKUX (PYHKUIUNA Ma-
Kpodaros, B TOM YMCJIe PEryJsiuyd KpOBETBOPEHUSI
U MeTabosiM3Ma KOCTHOUM TKaHU, 4YTO, TIPEIITOIOXKM-
TEJIHHO, JIEKUT B OCHOBE IIUTOTIEHUYECKOTO CUHIpOMa
1 MOpakeHUsT KOCTHO-CYCTaBHOM CHUCTEMBI.
Knaccudukauua
B cootBeTcTBUM C HaIMYMEM U OCOOEHHOCTSIMU
BOBJIeUEHUSI LIeHTpaibHOU HepBHOM cucteMbl (LIHC)
BBIICIISIOT 3 THMa 0oJ1e3Hu [orme:
— tun | — xapaktepusyeTcsi OTCYTCTBUEM HEB-
POJIOTMYECKUX MPOSIBJICHUIA;
— tun Il (ocTpelif HellpoHOTaTUYECKUIl) —
BCTpeyaeTcs y IeTell paHHETro Bo3pacTa, OTJIu -
YaeTcs MPOrPeCCUPYIONINM TeUeHUEM 1 TSKE -
neiM nopaxkenueMm LITHC, Benymum K netanb-
HOMY MCXOy — OOJIbHbIE PEIKO JOKUBAIOT 10
Bo3pacTa 2 JIeT;
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