[ IppurHBl U OCHEACTBUS HAPYIICHUN
JTUITMIHOTO OOMEHA,
TUIIEPXOJIECTEPUHEM U

Kadeapa dnoxmmmm n XumMmyeckumx
ancunnnmH HAO «MYCyx»



KaTtabonnsm rnmkonmnuaoB - cgbuH20/1UnNuU003bI

Katabonuam rmukonunnaoB obecnevnBaeTcs rpynnoun cneumdomnyeckmx
dhepMeHTOB HaxoOALWMXCS B indocomMmax. ITo cnHrommenunHasa, beta-
rMoKTo3naasa, beta-ranakrosunrugponasa, ansda-ranakrosngasa,
rekcosamumgnHasa A n B n gpyrue.

CyLuecTByeT OKOMo gecsTka crneumdunyecknx nM3ocoMHbIX bonesHen
HaKoMNMeHuns - cgbuH20/1UnNUA0308 (271UKoNUNUA0308).

OgHum n3 ccouHronnnnaoo3os siensietca boneHo lNowe (Gaucher),
Hacrneayemasi no ayToCOMHO-PELIECCUBHOMY TUMY.

[Mpn aTOM 3aboneBaHMN NPOUCXOOUT HAKONSIEHME B KNeTKax nevyeHu
CeneseHKkn, nerknx u ap. rnkosunuepamuaa (uepedbposnaa)
BCNeacTBme noBpexaeHnsa depmeHTa beTta-rnoko3naassl,
paspyLuaroLero aToT MUKONMNUA Ha rmKo3y U uepamua.

3TO NPUBOAUT K YBEJTMYEHUIO NeYeHU U cene3eHku B 4-5 pas no
CcpaBHeHUU ¢ Hopmoun. PazBuBaeTcs aHeMus, 3agepXuBaeTcs
YMCTBEHHOE pa3BuUTUe, HepeaKn ABNeHUsa remopparm4eckoro
Avaresa, ocTeonopos.

B cBA3u ¢ uHunbTpaumen nerknx knetkamm lowe nosBnsAwoTCSA
NPU3HaKn gbiXaTeNIbHON HeAOCTAaTOYHOCTU. PeHTreHonorn4yeckue
U3MEHEeHUSA B JfIerkux HanoMUHaKT MUSTMApPHbIN TybepKynes.
lNMporHo3 He 6naronpuaATeH.



mMukonunnaosbl

[Mpn 6one3Hun Padbpu (Fabri) nmeet mecTo gedekT cuenneHHoro ¢ X-

XPOMOCOMOW reHa, TpaHCKpubupylowero cuHtes doepmeHTa anbda-

ranaktosmgasbl. B pesynsrare B TKaHsIX HakannuMBaeTcs

Fpmrnmownuepamm,u,. KnuHuka 6onesHn ®abpu HanomuHaeT 0ofe3Hb
oLle.

CdwmHronunupos Ten-Cakca (amaBpoTMYECKUN MONOTU3M, DOSE3Hb
Tay-Sachs). 910 3aboneBaHne CONpPOBOXAAETCH NepepoxAeHem
ceTyaTon cybcTaHumMn Mo3ra, AeMUenMHn3aUnen HePBHbLIX BOJTOKOH,
crnenoTon, cnaboymmnem, napannyom. 3aborieBaHne CBsA3aHO C
oTCcyTCcTBMEM pepMeHTa rekcodammanHasel A, obecnevnsaoLLnm
KaTabonuam raHrnmo3sngos Tuna GM2, KoTopble HakannMBarTCs B
NepByl0 ovepeab B raHMUsaX U rmmuanbHbIX KNeTKkax mMmoara.

Npu 6one3Hn Humana-Nuka (Niemann-Hick) Bcneacresne otcyTcTBuUS
doepmMeHTa coMHroMnennHasbl, paspyLiaroero COUHrOMUENUHbI, OHK
HaKanmmMBalTCA B KNeTKax PeTUKYNodHaoTeNnmanbHOM CUCTEMBI, B
KIieTKax HepBHOM TKaHWU, YTO BEAET K Pe3KOMy OTCTaBaHMIO pebeHKa B
HEepPBHO-NCUXNYECKOM Pas3BUTUN, MOABIIEHUU MMYXOTbl U CNEnoTbI

Tepanua cdmnHronMnNUao30B BBEAEHNUEM HEQOCTAOLWNX NN30COMarbHbIX
depMEHTOB MOXET ObITb 6r1aronpuATHON, €Crnn HavaTb fie4YeHmne ¢
OYeHb PaHHEro AeTCcKoro BospacrTa.
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[NaBHbIM UICTOYHMKOM AJ1 CUHTEe3a XoriecTepuHa
asnsaetca auetun-KoA, n oo cragum obpasoBaHua BB-
ruapokcu-g-metunrnytapun-KoA (FMIr-KoA) cunres

naeT TeM Xe MeXaHN3MOM, 4YTO U CUHTE3 KETOHOBbIX
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[log Bo3gencTBMeM MeeasioHam KuHa3bl C UCMNOMb30BaHUEM
aByx morekyn AT® obpasyetca meBanoHunnmpodoocdart, npu
aekapbokcnnmpoBaHumM KOTOPOro obpasyercs
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[leyeHb ABNAETCA OCHOBHbLIM OpPraHom, B
KOTOPOM MHTEHCUBHO UAET CUHTE3
xornectepuHa (80%).

* B MeHblUen cTeneHn XonecTepmH
CUHTE3NPYETCA B HAaAMNOYEeYHNKax, AnYHUKaX,
CEMEHHMKaX, B KOXXe U B CTEHKE KULLEYHMKA.

« DepMeHTbl HeobxogmMmble ONs CUHTE3a
XOJiecTepmHa UMEKTCHA BO BCEX KIleTKax,
KpoMe 3penbiX 3pUTPOLINTOB.

* 3a CyTKM B ne4yeHn cuHtesupyetca 1,5-4,0
rpamm xonectepuHa (B cpeaHem 2,0 rp.).



* Ha MHTEHCMBHOCTb CMHTE3a XOrNecTepmHa B
NneyeHn BIMSET KONMMYECTBO 3K30reHHOro
XonecTepuHa nocTynaroLero ¢ NULLEen.

* [1pn CHMKEHNN YPOBHS XONecTepmnHa B nNuLle
CKOPOCTb CMHTE3a XOJiecTepuHa B NEYEHM
BO3pacTaeT U HaobopoT.

* YCuUneHne cnHTesa XornectepmuHa B neyeHu
HabnogaeTcs npu noTpedbneHnmn 6onbLIOro
KONM4ecTBa XXUPOB, Kak NCTOYHUKA aueTur-
KOA, KOTOPbIX CIYXXUT NUCTOYHUKOM

* AnAd CMHTE3a HE TOJIbKO KNPHbIX KUCITOT U
KETOHOBbLIX T€Jl, HO N XOJ1IECTEPUHA.



* CKOPOCTb CUHTE3a XOIiecTepuHa
PEryrnmpyeTca no MexaHnamy oTpuLaTeNibHOW
obpaTHOW CBSA3MN.

* OCHOBHbIM NMYHKTOM perynaunm aBnseTc
doepMeHT, CUHTE3NPYIOLLMA MEeBANIOHOBYHO
Kncnotol - [ MI'-KoA-pegykTasa.

« XOonecTtepuH UHIMOUPYET 3TOT PEPMEHT
COOCTBEHHOIO CUHTE3A.

* Tak Npu copgepxaHun 2-3 rp. XonectepmHa B
CYTOYHOU NULLEe YernoBeKa CUHTES
COOCTBEHHOIO XonecTtepuHa rnoYTu MonHOCTLIO
npekpaLllaeTcs.



« Ecnu xonecTtepuH B nuLLle NosTHOCTbIO
OTCYTCTBYET,

* TO €ro CMHTE3 B TKaAHAX NMPOUCXoAUT C
MaKCcMMarnbHOWU CKOPOCTLIO.

« Uem Oonblue nocTynneHne XxonectepuHa C
NULLEN,

* TEM MeHbLLUE CUHTE3NPYETCHA XONIECTEPUH B
TKaHSX U

* TeM DOSbLUYIO OO0 3KCKPETUPYEMOIO U3
opraHn3ma XonecrtepuHa cocTaBnsaeT
XONecTepuH NULLW.



B neyeHu u3s XonectepmHa CUHTEe3UPYIOTCHA
XKeJi4Hble KUCJIOThI.

* OOpa3oBaHMe XKern4HbIX KUCIOT BKIIIOYaEeT
peakuun rmapoKCUnmMpoBaHnNs N peakumn
4aCTUYHOIO OKUCNEHUs BOKOBOM Lienu
XonecTtepuHa.

* [lepBbiM 3TAnNoOM OMOCUHTE3A XKEMNYHbIX KUCMOT
ABNAeTcAa /a-rmgpokcunnpoBaHmne
XOonectepuHa MMKpocomMarbHOU 7 a-
rmapokKcmnason Npu y4actmm Kncnopoaa,
HAOPH2, untoxpoma P450 n ButammnHa C. Ha
9TOW CTaguun CUHTE3npyeTca 7a-
rMApPOoOKCMXonecTepon.



[ 1oy HegocTaTke BUTaMuMHa
C obpa3oBaHue XKen4HbIX
KUCINOT Ha cTaaun /a-
rMOpoKCUNMPoOBaHNA
TOPMO3UTCH, YTO NpUBOOUT
K HAKOMMEHUIO
XONECTEPUHA N PA3BUTUIO
aTepocKneposa n gp.



en4yHble KUCNOTbI Y4aCTBYIOT

B 3MYJIbIMPOBaHNN XKUPOB B KULLUEYHUKE U
BO BcacbIBaHMN NPOAYKTOB UX
nepeBapnBaHuS

* BcneacrBme 3Toro, OCHOBHAS YacCTb XKEYHbIX
KWCMOT U3 NONOCTN KULLEYHUKA BCacCbIBAETCH B
KNETKNU, C KPOBbK BOPOTHOM BEHbI MonagaeT B
neyYyeHb U NOBTOPHO UCMOSb3YETCH Mpu
oOpa3oBaHUN XKen4u.

 Hebonbwaa 4vacTb xen4Hbix kucnot (0,51 3a
CYTKN) BbIBOANTCS N3 OpraHm3ama C Kariom.



B cocTtaBe cmewaHHbIX mMuvuenn ¢
Xen4yHbIMU KUCJTOTaMUM BbIBOOAUTCH U
XONeCTepuH.

* B ny3bIpHOMN 1N NeYEeHOYHOU XKen4uu
XOJiecTepuH HaXoaUTCs B
aTepudnumpoBaHHOU dopme, dyayun
BKITHOYEHHOW MaKpoMuueny nMnuaHoro
KOMMJieKca.

* B KMwWe4HuKe npu paspyLueHnmn aTtoro
KOMIIieKkca nponcxoauT ocBoboXxageHune
XOrecTepuHa 1 ero 4Yactn4yHasi peabcopbuusi.



Ha peabcopbuunio xonecrepmHa B CTEHKY
KULWEeYHUKA BIIUAIOT XKeNYHble KUCIOTbI,
AaKTUBHOCTb XOJ13CTepas3bl, HariM4une nuLleBbIX
OenkoB, NakTo3bl N gpyrue pakTopbl

* He BCcocaBLUMNCA B CTEHKY KULLEYHUKA XONMecTepuH
noa BO3gencTBMemM oepMeHTOB KULLIEYHOW

MUKPOMIOpPbl TMAPUPYeTCs OO0 KOMPOCTEPUHA U
BbIBOOAUTCS M3 OpraHM3ma B COCTaBe KasfloBblX Macc.

« OOLlee KONMMYECTBO XONecTepmHa BbIBOAMMOIO U3
OpraHm3ama C Kariom B COCTaBe Xen4vn 1 B BUae
XKENYHbIX KUCIIOT 3a CYTKM COCTaBMSIET Yy B3POCIIOro
Yyenoseka okono 1,3 rp.



B HopmanbHOM cTaLMOHAaPHOM COCTOSIHUU
CYMMapHOEe KONMYEeCTBO XOnecTepuHa,
MOCTYNalLLEro B KALLUEYHUK C MULLIEN, U

XOJlecTepuHa, CUHTE3NPOBAHHOIO B TKaHSX,

[OOJTKHO ObITb paBHO CyMMapHOMY KOJIMYECTBY
OKCKPETUPYEMOTrO XOrnecTepuHa 1 XorectepuHa
NpeBpaLLEeHHOro 1 9KCKPETUpPYyeEMOro B BUAE
XKEIYHbIX KUCMNOTbI:

XOJI( nnw ) + XOJl(cuHT) = XOJI(3KCKp) + XKeny.Kucn.(3KCkp)

OoHuM 13 NocneaAcTBUN HapyLWeHNA 3TOoro
OanaHca ABnfAeTCcA runepxoriecCTepuHemMus,
nocneocTrBUSAAMMU KOTOPOU ABIMAIOTCA
XXenyekamMmeHHasi bone3sHb, ULeMMnyecKas
Oone3Hb cepaua M aTepoCKrepos.



[1pn xenyekameHHON DONE3HN B XXeN4YHOM My3blpe
NN KENYHbIX NPOTOKaxX 00pa3ytoTcs KaMHU B
pes3ynsraTte oCaXaeHust N Kpuctannusaymm
KOMMOHEHTOB XeNn4yn - XonecrtepuHa n ounupyouHa.

OObIYHO B XXen4yHbIX KAMHAX OCHOBHAasA Macca
npmuxoamnTtcda Ha xonectepuH. ObpasoBaHue
XOIeCcTepuUHOBbLIX KAMHEWN, Kak crecrtBue
necradbunmaaunm Xngkokpuctannanyeckomn opmel
XONecTepuHa, NPoNcxXoanT BCNeacTBUE yBernnmyeHms
KONIM4YeCcTBa XonecTepruHa B COCTaBeE Xenyn U
YMEHbLUEHNSI CUHTE3A WUNU IKCKPELMU XKENMYHbIX
KUCNOT.

OcakaeHuto xonectepmnHa crnocobcTByeT 3acToMn
XXern4un, BocnanuTernbHble 3ab60neBaHns XXen4Horo
Ny3blps U MPOTOKOB.

LleHTpamMmun Kpuctannusaumm xonectepmHa MmoryT
CIY>XUTb KOHIrriomepaTtbl benka nnu cnyuwmsearumecs
KNEeTKNU anutenus.



KoHcepBaTMBHbIM Cnocobom ne4vyeHus
XernyekameHHOM O6ore3Hu ABnseTcs
UCMNOJIb30BaHNE XeHO4e30KCUXOSieBOUN KUCIOThI,
OT KOTOPOW B HaUOONbLUEen CTerneHn 3aBUCUT
PAacTBOPUMOCTb XOJieCTepUuHa.

* Kpome Toro, xeHo4e3oKcuxoreBas KucrorTa
nHrnoupyet ' MIM-KoA-peaykrasy u
npuocTaHaBNMBaET CUHTE3 XOJieCTEPUHA Ha YPOBHE
obpa3oBaHUA MEBANOHOBON KNCIOTHI.

* Tak npu npueme 1 r XxeHOOE30KCUXONEBOW KUCIOThI B
OEeHb CUHTE3 XonecTepmuHa yMeHbLUAEeTCA B ABa pasa
N ero KOHUEHTpauua B Xendu yYMeHbLLUaeTCs.

* B aTnx ycnoeuax He TONbKO NnpekpallaeTcs
ocaXgeHue xonecrtepuHa, HO CTaAHOBUTCH
BO3MOXXHbIM pacTBOPEHUE YXXe UMEIOLLNXCA KaMHEWN.



