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Unn Jaxe CoxXpaHeHus Xwu3Hu pebeHka. B ctaTbe npeAcTaBneHa xapakTepucTKa HacnefCcTBEHHbIX HapyLLUEHWn obMeHa yr-
NEeBOAOB N NIN30COMHBIX 6ONEe3HEN HaKOMMeHWs, NPOTEKAOLLMX C NopaxeHnem neveHn. OnuncaHbl COBPEMEHHbIE NoaxXoAab! K
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Clinical manifestations of inherited metabolic diseases of the liver are most often conditioned by storage, absence or insufficient syn-

thesis of one or several metabolite in the body. Specific and efficient diagnostics has been developed for the majority of disorders,

and early detection of pathology might provide an opportunity for timely administration of specific therapy and prolong or even pre-

serve a child’s life. The article presents a characteristic of inherited disorders of carbohydrate metabolism and lysosomal storage di-

seases involving damage of the liver. Modern approaches to diagnosing and treatment of this group of diseases are described.
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HacnepncTBeHHble MeTabonuyeckme 60Ne3HN NeYeHU: HapyLeHns meTabonmama yrneBofoB U IN30COMHbIe 601€3HUN HAKOMNMNeHUs

® HaCNeACTBEHHbI reMoXpomaTos;

* Pelie-nofo6HbI CUHOPOM;

® MIEPOKCUCOMHbIEe 6ONE3HN:

— cuHgpom LlennbBerepa;

— HeoHaTanbHasa agpeHonenkogucTpodus n ap.;

* abeTanunonpoTeMHeMmnss 1 Opyrue pepkue reHetuyeckue
3aboneBaHus.

1. HapyweHua metaéonuama yrneBofoB

Manakrtosemus

[anakro3emusi — reHeTU4ECKOoe HapyLLeHne yrineBogHoro o6-
MeHa, 06YCrOBMeHHOe HapyLleHneM metabonmamMa ranakrosbl.
MepBoe onucaHne 3aboneBaHuns 6bi10 aaHo F.Goppert B 6ep-
nuHckom xypHane «Klinische Wochenschrift» (1917) B ctatbe
«[[anakTo3ypus nocne MOBTOPHOrO HasHa4YeHus MoJioka npu
BPOXAEHHOM CEMENHOM XPOHUYECKOM MOpaxKeHUn neveHun» [1].
YacTtoTa ranakto3emMum (Knaccu4eckuii Tun) coctaenset 1 cny-
Yar Ha 60 000 HoBopOXAeHHbIX. BonesHb pefko BCTpevyaeTcs B
AnoHuK, Ho YacTo — B Utanuu, Npnangmw.

MaToreHes. MNanakrosa — NPoAyKT MeTabonuamMa nakTo3bl.
Jlakto3a — gucaxapuvp, KOTOPbIN pacLuennfaeTcs B KULLEeYHUKe
hepMeHTOM NnakTason (B-ranakro3naason) Ha KO3y 1 ranak-
To3y. B HopMme nocne rugponu3a NakTo3bl ¢ 06pa3oBaHUEM
ranakto3bl 1 MMIOKO3bl ranakTo3a BCacblBAETCHA B KMLLEYHUKE U
nornajaeT B neYeHb, rae npoucxoaut ee dgoctopunmposaHme
npyv y4acTun ranakTokMHasdbl ¢ o6pa3oBaHMeM ranakro3o-1-
ocarta. Nog gencteneM hepMeHTOB ranakroso-1-gocdar-
ypuamnnTpaHcdepasbl 1 ypugnHgnudocdat (YOD)-ranakro3o-4-
3nMMepasbl NPOUCXOANT 0bpaTMMoe MnpeBpaLleHne ranakTo3o-
1-docarta B YOAD-ranaktosy n YOD-rnokody ¢ nocneayroLlemn
TpaHcopmaumen B rnoKo30-1-gpocdart. MNocnegHuin nop
JencTBneM epmeHTta poccorntokoMyTasbl npespallaeTcs B
rMIOKO30-6-ghocdhat, KOTopbIn 3aTeM AedocdopunmpyeTcs ¢ 06-
pasoBaHueM rTHoKOo3bl.

Mpu ranakTo3emMmm CUHTE3 SH3UMOB, HEOOXOAUMBIX AJ15 HOpP-
ManbHoOro Metabonuama ranaktosbl U ee fanbHenlen TpaHc-
hopmaLmn B rmoKo3y, CEPbE3HO HapyLLEH UMK OTCYTCTBYET, YTO
NPVUBOAUT K MOBbILLEHNIO KOHLIEHTPaLUn ranakrosbl 1 ee MeTa-
60MMTOB B KPOBM [0 TOKCMYECKOrO ypOBHSA. PassmBatotcs KaTa-
pakTa, nopaxeHue rofioBHOro Mo3ra, nevyeHn un rno4ek, y Oeso-
YeK — HapylleHve (YHKUMM AnYHMKOB. [laTtoreHe3 katapakTbl
3aKroyaeTcs B M36bITOYHOM 06pa30oBaHNM U3 ranakTosbl Crvp-
Ta ranakTuona, KyMynupyroLerocs B XpycTananke n oCMoTu4ec-
KM NpUTArMBAOLLEro BOAY; NPY 3TOM U3MEHSETCS CONEBOM COC-
TaB XpycTanvka v npoucxoouT aeHartypauus ero 6ekos [2].

B 3aBMCMMOCTM OT HEJOCTATOYHOCTM TOrO UMM MHOro dhep-
MEHTa, y4acTByOLLEero B MeTabonMamMe ranaktosbl, BblAensaoT
3 TMna ranakto3emun: TN | (He[OCTaTOYHOCTb ranakTo3o-1-coc-
dhaTtypmauntpaHcdepasbl), Tin Il (BeduunT ranakTokuHasbl),
vn I (geconumt YOD-ranakto3o-4-anMmMepassbl).

lanakrozemus tuna | (knaccuveckas). 3abonesaHve obyc-
NOBMEHO HaCNefCTBEHHOW HeJoCTaTOYHOCTbIO ranakro3o-1-
dhocdaTypmauntpaHcdepasbl B opraHax v TkaHsax. [eH sH3uma
(GALT) kapTtunpoBaH Ha xpomocome 9p13 [3, 4]. Tun HacnepoBsa-
HWA — ayTOCOMHO-peLieccuBHbIn [5]. O6HapyxeHo 6onee 130 my-
Taumn B reHe GALT (annenb G), KOTOpble NPUBOAAT K MOSIHOMY
WY NPaKTUYeCKM NONHOMY MOAABIEHNIO aKTUBHOCTU (hepMeEH-
Ta. Cpegn 6enoro HaceneHust roMmo3urotel GG BCTpeYvaroTcs ¢

yactoTo 1 : 40 000 HOBOPOXAEHHBLIX. Y 6% 6enbix uMetoTcs re-
HoTunel DN, DD v DG; npun 9TOM KNUHUYECKME NPOSBReHus 60-
JIe3HN OTCYTCTBYIOT, HO @KTMBHOCTb ranakroso-1-cocdaTypu-
anntpaHcdepasbl coctaBnsieT 75%, 50% n 25% OT HOPMbI, CO-
OTBETCTBEHHO (ranakrosemus Oyapte) [6].

HepoctaTo4HOCTL (hepMeHTa BefeT K HaKOoMMeHWIo ranak-
TO3bl, ranakroso-i-gocdara n gpyrmx MeTabonmToB, OKasbl-
BalOLLUMX TOKCUYEcKoe AeNcTBMEe Ha nedeHb, noydku, LIHC wn
06yCnoBnnBalOLLMX CHUXEHNE O6aKTepuLnOaHOW akKTUBHOCTU
nerikoumToB [4, 6].

MepBble KNMHUYECKNE MPOsiBieHNs 3aboneBaHus passBuBa-
I0TCA Yepe3 HEeCKONbKO HacoB WM OHEW nocrie NepBoro KOpm-
JIEHUS1 MOJTOKOM MITN MOJIOYHOW CMeChIo. Y pebeHKa MnosiBnstoT-
ca pBOTA, Avapes, fanee BO3HWKaeT renatomeranus, nosisns-
eTcsa XenTyxa. HYepes HeckonbKo gHew (Hedenb) NpucoeanHaeT-
CA HEeBpoOnorm4Yeckass CUMMNTOMaTnKa: CyLOPOXHbIA CUHOPOM,
MbILLIEYHAs FTMNOTOHWSA, MPOrpeccupytoLLas 3agepxka ncnxomMo-
TopHOro passutusa [7, 8]. Ha 3-5-1 Hegene Xn3HW BO3HUKaeET
kaTapakra [9].

Bnocnepcteun passBuBaloTCA ruvnotTpodusa, mnoyYeyHo-Tyoy-
nApHasa AMCHYHKUMA C BOZHUKHOBEHWEM MMMEPXTOPEMUYECKOTO
aumposa, Taxenoe HapylueHvne (OyHKUMM NeYeHn, KOTopoe Ho-
CUT NPOrpeccupyoLLMin XapakTep W, B KOHEYHOM UTOre, Np1BO-
OVT K LMpPO3Y NeYeHn ¢ acLMToM.

Mpy 6BUOXMMNYECKOM NCCNEefOBaHNM BbISBMAIOT Pe3Koe yBe-
NIM4eHne cofepXXaHus ranakrtosbl W ranakro3o-i-cocdara B
KPOBM WM MOYe, MMMOMMKEMUIO, MeTaboNMYeCcKUin (rmnepxnop-
eMUYECKWIA) aumpos, runepomnnupybuHemMmnio, yBenmyeHve ak-
TMBHOCTM NEeYEeHOYHbIX (DEPMEHTOB, rnepammHoaungypuio. OT-
MeyvaeTcs runokoarynaumnsa. AKTUBHOCTb ranakto3o-1-gpocgary-
pugunTpaHcdepasbl B IpuTpoLMUTax, nerkoumTax u Kynstype
KOXHbIX (oM6PO6NACTOB PE3KO CHUXKEHA.

Mpy MONEKyNApHO-reHeTU4ECKOM AMarHOCTUKE OnpepenstoT
Yyactble myTauum Q188R n K285N B reHe GALT. [Ona noucka
pegkux mytaumn B rene GALT npoBOAMTCA NOMIHOE MOMNEKYnsp-
HO-reHeTu4eckoe ob6cnefoBaHve 60NbHOr0O METOAOM MPSIMOro
CekBeHVpoBaHus reHa. lNpeHartanbHas guarHoCTuKa Knaccmyec-
KOV ranakTo3eMnn OCHOBaHa Ha U3MEepPEeHUN akTUBHOCTU ranak-
TO30-1-hochaTa B amHMoumuTax, buontare u KynsType XopuoHa,
a TakXe Ha OCHOBaHWUW OMpefeneHns KOHLEeHTpauum ranaktuno-
na B aMHUOTUYECKOWN XUAKOCTH [5].

lFanakrtozemusi Tuna 2. Pegkoe 3abonesaHve, Xxapakrepuayet-
CA HacneaCTBEHHOW HedoCTaTOYHOCTBIO ranakTokMHasbl, B pe-
3ynbraTe Yero ranakro3a HakanjMBaeTCs B KPOBW M TKaHAX. Tvn
HacnegoBaHUs — ayTOCOMHO-peLecCuBHbIA. Hactota BCTpeyae-
mMocTu 1 : 500 000 HoBOpPOXAEHHbIX. [eH ranakToknHasbl (GALK1)
pacnonoxeH Ha ANMMHHOM mniede Xxpomocombl 17 (17924). OcHos-
HbIM KITMHUYECKUM NPOSIBIIEHEM AaHHOW (POPMbl 60ME3HU ABNS-
eTcsa KatapakTa. Y retepo3vror akTMBHOCTb (DepMeEHTa CHVXKEHa,
HO 3aboneBaHve NpoTekaeT 6€CCUMNTOMHO.

lanaktosemus Tmna 3. KpaHe pefkoe HacneACTBEHHOE Hapy-
LueHne MeTabonmnama ranaktosbl (4actota — meHee 1 : 1 000 000).
OnuncaHo nuLLIb HECKOMBKO cry4aes 6one3Hu. [Npu aTon naTtono-
rMn UMeeT MeCTO HepocTaTtoyHocTb Yd-ranakro3o-4-annme-
pasbl B ne4venun, noyvkax, LIHC, TkaHax rmasa [10]. 9To npusoaut
K HaKOMJeHW ranakTosbl, ranakrto3o-1-gocdara n Jpyrux
TOKCUYECKMX MeTabonmnToB B opraHax u TkaHsx. len YA®-ranak-
T030-4-anumepasbl (GALE) kapTMpoBaH Ha Xpomocome
1p36-p35 [3, 4]. Tun HacnegoBaHNA — ay TOCOMHO-PELIECCUBHbIN.
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BblgensioT 2 KnNuHW4Yeckne opmbl JAHHOro 3aboneBaHus:
reHepann3oBaHHyo 1 006poKa4YeCTBEHHY0. KnMHUKa reHepanu-
30BaHHOM hopMbl 3a60neBaHna MASHTUYHA KITMHUKE Krnaccuye-
CKOW ranaktosemun. B HeoHaTansHOM nepuofe y pebeHka nos-
BNAIOTCA Anapes, pBoTa, XenTyxa, Mbllle4Has rmrnoToHus, rena-
ToMeranus. Ecnv 6o5nbHOM NepexnBaeT HeoHaTasbHbIN NepUOL,
Y HEro pa3BuBaeTCs YMCTBEHHAs OTCTaNnoCTb, CEHCOHEeBparbHas
rnyxoTa, 3ajiepXkKa ped4eBoro pasBuUTUs.

Hob6pokadyecTBeHHas (beccumMnTomMHas) dopma xapakTepusy-
etca gecpuumtom YOD-ranakro30-4-anMmepasbl TONbKO B LMP-
KYNMpYOLLNX KneTkax KpoBu. BonesHb xapaktepuayeTcs Hop-
MarnbHOW NepeHOCUMOCTbIO ranakTo3bl, BbISBSETCA MNPU HEOHA-
TaNbHOM CKPWHUHrE (MOBbILLEHME COAEpPXaHWUs ranakro3o-1-
doccata B KpoBM). ITa Popma pacnpocTpaHeHa B AnoHWMM
(1 : 23 000 HOBOPOXAEHHbIX).

MonekynsipHo-reHeTu4eckasi guarHoctuka npoBOAMTCA My-
TEM onpefeneHns 4acTbix MyTaumii B reHe GALE [8, 10]. Bos-
MOXHO NPOBELEHME MOMHOrO CEKBEHMPOBaHUA reHa GALE.

JleyeHue. OCHOBHbIM METOAOM Tepanuu Mpu BCEX TuMax
ranakto3eMmn sBnseTca nedyebHoe nuTaHwe, npegycmaTpu-
BaloLlee aMMUHALMIO U3 palnoHa MpoayKToB, copepxXalymx
ranakTo3dy u nakTo3dy. OT0 cnoco6CTBYET YMEHbBLUEHNIO COAEpP-
XXaHWUs ranakto3bl U ee TOKCMYEeCKMX MeTaboIMTOB B TKaHAX
60nbHbIX [11, 12] 1 cnoco6CTBYET yny4LLIEeHWUo NporHo3a 3a60-
nesaHus [13].

[pyOoHble OeTU € Knaccu4eckom rafiakTo3emMmen He MoryT no-
ny4atb rpyaHoe MOJMIOKO 13-3a Hann4ms B HEM fakTo3bl. Besnak-
TO3Hasa aveTa ABASeTCH XU3HEHHO Heob6XxoauMoK ansa pebeHka.
PaspaboTka 3ameHuTenen rpygHoro Mosoka, B KOTOPbIX JlakTo-
3a OTCYTCTBYET WM HaxoOuTCA B O4YeHb MarblX KONM4ecTBax,
cosgana peasbHble BO3MOXHOCTU A NpoBeAeHUs 3EKTUB-
HoW aneTtoTepanuu [4—6]. eTn 06bI4HO 6bICTPO afanTUpyTCs K
cMecu, NpubasnsioT B Bece, pocTe, UMEIT HOpMasbHbIA CTYII.
BesnakTo3Hyo cMeCb MOXHO J06aBMATb BMECTO MOJIOKa B 6J1t0-
Ja npukopma.

Mpu oTcyTcTBUM OmMeToTepanuu, netanbHbld UCXOL Y HOBO-
POXAEHHbIX C ranakrosdemMuen otmedaetrca B 75% cny4daes.
CmMepTb HacTynaeT B pe3ynbrare TSHXKENon neYyeHo4HOW Hedoc-
TaToO4YHOCTU, cencuca, Bbl3BaHHOro E.coli [14], nMbo Taxenoro
cygopoxHoro cuHapoma [10].

[Mpy cBOEBPEMEHHOM Ha3Ha4YeHUU anetoTepanum COCTOsHWE
60MbHOrO ynyyLaeTcs (McHe3aeT kaTapakTa, YyMEHbLLAETCS Bbl-
paXkeHHOCTb renaTopeHanbHOM CUMMTOMATUKM), HO MOJSTHOMO Bbl-
300pOBIeHNs He npoucxoauT [5].

MutaHne npu ranakro3emMuu OOMMKHO codepXXaTb MOSHbIN
Habop MUHeparnbHbIX BELLECTB U BUTaMUHOB. B paunoH 605b-
HbIX OeTen B Te Xe CPOKU, YTO N Y 300POBbIX, BBOAATCA (PPYK-
TOBbl€ COKM W MOpe, OBOLLUM, pasnnyHble Kallu, pacTuTenbHoe
Macrno, XenTok, Msco, xne6, caxap. MNpun BbiIGOpe NPOOYKTOB
npuKopma npoMbILLSIEHHOrO MPOM3BOACTBA OPUEHTUPYIOTCS Ha
cofepXaHne B HUX ranaktosbl (Mpy Hann4mMmM MapkKupoBKK Ha
3TUKETKE): 6€30MacHbIMU CHUTAKOTCA NMPOJYKTbI C COOAEPXaHU-
eM ranaktosbl He 6onee 5 mr Ha 100 r npogykTa [15]. 3anpe-
LaeTcs UCrnonb3oBaHWe B nuLly ropoxa, 6060B, Ye4yeBULbl,
Monofdoro Kaptodens, kakao, wokonaga, nevyeHu v AOpyrux
nNpoayKToB, cogepxawmx ranaktosuasl. Ocoboe BHMMaHue
obpallaeTcs Ha QocTato4Hoe MOCTYMMEeHMe Kanbunsa n ero co-
JepXaHve B OneTn4eckux npogykrax. Pekomengyetcs gonon-
HATb ONETY MSACOM, pbl6ON, NTULEN, AhLaMU, ONIMBKOBLIM Mac-

JIOM, pasnu4HbIMAN Kpyrnamu, pyKtamu 1 oBoLLaMu, KOTopble
NMO3BONAT 3HAYUTENBHO pa3Ho0b6pa3nTb pauunoH [16]. OueTto-
Tepanusa ABNAETCS NOXU3HEHHON.

PasBuTue geten, ctpagaroLmx ranakro3emMmen 1 nosny4ato-
LMxX 6e3NaKTO3HYI0 OMETY, CBUOETENbCTBYET O peanbHON ag-
(PEKTMBHOCTM NlevebHoro nutaHusa. OgHako gaxe npu cobnto-
OeHUN OueTbl Yy AeTe MOXeT HabnogaTbCa NOBbILLEHHOE 3H-
JoreHHoe obpas3oBaHuve ranakrosbl U yBeNu4eHue ee cogep-
XXaHnsi B KPOBW, YTO COMPOBOXAAETCA COXPaHeHWeM TaKux
npu3HakoB O60Ne3HW, KaK KOrHUTUBHbIE pacCTpolcTBa (3a-
TPYAHEHUE peyu, NpobnemMbl ¢ 06yHEHUEM), HEBPOJIOTMYECKNE
nposiBNeHns (Tpemop, atakcus), CHMXXEHME NITOTHOCTU KOCTEN,
rmnoroHagnam, OTCTaBaHMe B pOCTe, HapylleHue yHKLUK
ANYHUKOB y AeBo4eK. B 3Tux crny4asix npoBogaT cuMnTomMaTu-
YeCcKoe NnevyeHue.

[wnarHoa ranakto3emun TpebyeT NOCTOAHHOro ANHaMN4YeCKo-
ro HabnaeHUs U CUCTeMaTUYECKOrO KOHTPOMS YPOBHSA ranakTo-
3bl B KPOBU N Mo4e. PyTMHHOE TecTMpoBaHWe HOBOPOXOEHHbIX
Ha ranakTo3emuio (onpegenieHne copepXxaHms 3-x accoummpo-
BaHHbIX (DEPMEHTOB B KPOBU U MOY€) NO3BOMSAET NOCTaBUTb OU-
arHos elle B nepuoge HOBOPOXAEHHOCTU U CBOEBPEMEHHO Ha-
3Ha4YMTbL OuetoTepanuio MNpy BbISIBEHUM 3aboneBaHus. Bce
60sIbHbIE C BPOXAEHHOM N paHHer MIafleH4ecKon KaTtapakTomn
OOMXKHbI NPOXoanTb 06CNefoBaHMe Ha Hann4yme ranakTo3emMum.

HacnepctBeHHast HenepeHOCUMOCTb (PPYKTO3bI

HacnepctBeHHass HenepeHOCMMOCTb (OPYKTO3bl (PPYKTO3-
emusl) — ayTOCOMHO-peLieccMBHOe 3aboneBaHve, BrepBble Onu-
caHHoe B 1956 1. [17]. 3abonesaHne 06yCrnoBAeHO MyTaumMen reHa
anbgonasbl B, npvBogsLLei K HeJOCTaTO4HOCTU JAHHOMO Meve-
HOYHOro (hepmeHTa, y4acTByoLLEero B MeTabonuamMe pyKkTosbl.
YacToTa BCTpeyaemocTu B nornynaumm coctasnset ot 1 : 23 000
8o 1:40 000 B pa3nuyHbix cTpaHax [18]. CooTHOLLEHNE MY>XUWH
M XeHLMH cpeaun 60nbHbIX paBHo 1 : 1. BonesHb BcTpedvaeTcs
rnaeHbIM 06pa3oM B 6pakax C KPOBHbIM POACTBOM UMW Y YIIEHOB
ofHou cembu [19].

Otunonorns n natoreHes. 3abonesaHne pasBmBaeTCs MNpu
MyTauMn CTPYKTYPHOrO reHa anbgonasbel B, KoTopbi kapTupo-
BaH Ha ASIMHHOM nnede xpomocoMmbl 9 (9q 22) [5, 20]. iaBecTHO
okoso 20 myTauui B reHe pepmeHTa anbgonassi B.

®pykTO3a (NeByno3a) — N30Mep MOKO3bl C TON Xe MOJIEKY-
nsapHor dopmynon (CeHi.0s), HO C MHOW CTPYKTYpOM, OOMH 13
3-X NULLEBBIX MOHOCAXapoB HapaBHE C ITIOKO30M 1 ranakTo30M.
®dpyKTO3a nNpepcTaeneHa B nve B Buge cBO6OAHOr0 MOHoca-
Xapuga unu B CBS3Ke C MMOKO301M B BUAe gucaxapuaa caxapo-
3bl. DpyKTO3a, MMOKO3a U caxapo3a MOryT BMeCTe codepxXarb-
€A B NULLEBbIX MPOAYKTax, HO pa3Hble MPOAYKTbl MOTYT UMETb
pasnnyHoe codepXXaHue Kaxgoro na atux 3-x caxapos (taén. 1).
Mepn, pasnuyHble PYKTbl, Arogpbl, AblHA U HEKOTOPblE OBOLLM
(cBekna, cnapgkuii Kaptodbenb, MyK U Ap.) copepxat pyKTo3sy
06bI4YHO B KOMOGMHAUMK C ITIIOKO30M B (hopMe aucaxapupa caxa-
po3bl. [paHynMpoBaHHbIN CTOMOBbLIN caxap NpeacTaBnseT co6oMm
caxapoasy.

Caxaposa pacLyennseTcs B TOHKOM KULLEYHMKE Ha KO3y U
PPYKTO3y, KOTOPbIE MPWU BCACbIBAHMWX NONaJatoT B MOPTasIbHYIO
BEHY W 3aTeM TPaHCMOPTUPYIOTCA B NeYeHb. [Mioko3a NpoxoauTt
Yyepes neyeHb U NoABepraeTcs MeTabonmMamy BO BCEM OpraHu3-
Me, B TO BpeMs Kak 6MoxmmMmyeckas TpaHcdopmanms dpyKTosbl
NPONCXOOUT B MEYEHN.
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Tabnuua 1. CopepxxaHue caxapoB B HeKOTopbIX dopykKTax u osowjax (r 8 100 r npoaykra)
[MpogyKTbl Yrnesogp! O6Lme caxapa ®pykTo3a nioko3a Caxaposa Caxaposa
(o6LLee copepxaHue) €B0o60aHas €B060AHas (% oT copepxanust
06LLMX caxapos)
DpyKTbI
F6n0kM 13,8 10,4 59 2,4 2,1 19,9
AbpuKoCh! 11,1 9,2 0,9 2,4 59 63,5
BaHaHb! 22,8 12,2 49 5,0 2,4 20,0
BuHorpag 18,1 15,5 8,1 7,2 0,2 1,0
[Mepcukm 9,5 8,4 1,5 2,0 48 56,7
MpyLum 15,5 9,8 6,2 2,8 0,8 8,0
Osowy
KpacHas ceekna 9,6 6,8 0,1 0,1 6,5 96,2
MopkoBb 9,6 4,7 0,6 0,6 3,6 70,0
Cnapkas Kykypysa 19,0 3,2 0,5 0,5 2,1 64,0
KpacHbin cnapkuii nepew 6,0 4.2 2,3 1,9 0,0 0
Cnapkuii nyk 7,6 5,0 2,0 2,3 0,7 14,3
Cnapkuii kapTodenb 20,1 42 0,7 1,0 2,5 60,3
barar 27,9 0,5 cnefpl cnegpl cnegpl cnegpl

MepBas cTyneHb B MeTabonuame opyKTo3bl — 3TO hocdopu-
NMpoBaHWe ee Npu y4acTum OpyKTOKMHa3bl B hpykTo30-1-hoc-
dat. DpykT030-1-hocdar nogsepraeTca 3arem ruaponuay npu
y4actum dpepmeHTa anbgosnassl B ¢ o6paszosaHvemM aUrnapokcu-
aLeToHocdara v rmvuepansgernaa, Kotopsle ganee npespa-
watotea B rmuuepansgerna-3-cocdat. Ha aton ctagum dpyk-
TO3a ABNSAETCS NPOMEXYTOYHbIM YHACTHUKOM METab0NNYEeCKUX
NpoLEeccoB, NMPUBOAALLMX K CUHTE3Y ITIMKOreHa, XXMPHbIX KUCOT
N TPpUrnMLepuaos (pucyHok). Mpu pacnage ravkoreHa B neveHu
non AercTBueM rnukoreHdoctopunasbl obpasyeTcs rnoko30-
1-dbocdhat, KoTopbIr NpeBpaLlaeTcs Npu y4acTum ocqorioKo-
MyTasbl B IMOKO30-6-chocdaT, Aedocdhopunmpyomincsa 3aTem
C 06pas3oBaHMEM [JIHOKO3bI.

CnefcTeBrvemM reHeTM4ecko HeJoCTaTOMHOCTW anbponassl B
ABNSETCH HakornieHne ppykTo30-1-docara, KOTopbIi TOPMO-

3UT aKTUBHOCTb (POCOrNIOKOMYTa3bl, YTO BbI3bIBAET TOPMOXE-
HWe pacnapja rnvMKoreHa Ha artane rmnoko3o-1-ocdara. Hakon-
neHne pykTo3o-1-chocdaTta n rnkKo3o-1-goctara B neveHn
NPMBOONT K YrHETEHUIO NpoLiecca MIOKOHeoreHesa, passuTuio
rUNOrIKeMUK, NnakraT-aunaosy, YCUINEHUI0 MOOUIM3aLumn nm-
NMOOB M COMPOBOXAAETCA NOPaXeHnem psga OpraHoB (MeYeHb,
MOYKM, TOHKUI KULLEYHWUK) C Pa3BUTMEM OCTPOW UMM XPOHMYEC-
KOM MHTOKCMKaumm [5, 8, 19, 21-23].

KnuHuka. PaznuyatoT nHaHTUIIbHY0 1 No3aHenHMaHTUb-
Hyt0 hopMbI 3a6onesanuns [5]. MNpu nHpaHTUILHOV (hopme Hava-
no 3abonesaHns oCTpoe, accoLUMMpoBaHO C MeEPBLIM MPUEMOM
num, cogepxatlen pykTosy nnm caxaposy ((ppyKToBble COKM,
nope, cnagkve Kaww). ocne epbl y pebeHka passBuBaeTcs
NPUCTYMN TSXKENON rMNOrNIKeMUK, NOABMAIOTCA TOLIHOTA, PBOTA,
BANOCTb, TPEMOP, NOTIIMBOCTbL, BO3MOXHbI MMMOrMMKeMn4eckme
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PucyHok. MeTa6onuam ppyKTO3bl U FMUKOreHa B NeYeHU.



32

T.B.CtpokoBa u gp. / Bonpocbkl npakTuyeckon neguatpumn, 2009, 1. 4, Ne5, c. 28-37

cypoporu. MNpucTyn npu oTCYTCTBUM Tepanuu nepepacraeT B ru-
NOrNIMKEMUYECKYIO KOMY, KOTOpas MOXET MPUBECTU K NeTasnbHo-
My ucxogy. B paneHeriem npu npremMe OpyKToB pa3sBmBaeTcs
KITMHWKA MOPaXKeHUs1 NeYeHN: NKTEPUYHOCTL CKIlep U KOXWU, re-
natomMeranus, runepounnupyeruHemMms, cuHagpom umtonuaa. Mpu
OTCYTCTBUM NeveHns feTu norméaroT B Bo3pacTe Ao 1 roga.

lNosaHenHpaHTUIbHas hopma 3a60oneBaHNs xapakTepusyeT-
cs 6oree 6naronpuUATHLIM TEYEeHWEM U pa3BUBaETCs B MepBble
rogbl Xu3HW pebeHka. OTMevarTCs MNOBbilLEeHHas BO3Oyau-
MOCTb, MNAKCUBOCTb, BANOCTb, FUMNOTPOPUS, UKTEPUYHOCTb
CKIep 1 KOXW, YBENIMYEHHbIV XUBOT, renaTtomeranus, nHorga —
crnneHomMeranusi. Bo3amMoXxHbI OTeku, acuuT, nporpeccupyroLlas
noYeYHo-TybynapHas AUCHYHKUMA, MPUBOAALLEAA K MOYEYHON
HepocTaTo4HocTU. [pu Npreme PpPyKTOB, Cnagkom NuLLm passu-
BaeTCs TAXENbIA MMMOrNMUKEMNYECKUIA KPU3.

Mpy dOpyKTO3EMUN B KPOBM BLISBIISIOT PE3KOE YBESIMYEHME CO-
AepXaHna pyKTOo3bl, MOBLILLEHNE aKTUBHOCTW acnapraTtaMuHo-
TpaHcdepasbl (ACT) n anaHnHammHoTpaHcdepasbl (AJTT), rmnep-
6UNMPYOGUHEMUIO, METABONNYECKUI aumaos, MMNOrMUKEMUIO, NaK-
Tar-aumaos, rmnepypukeMmio, CHXKEHe cofepxxaHmsa hocdaTos,
6ukapboHaToB, MarHus, obLero 6enka. Bo Bpems TaxXenbIX Kpu-
30B BO3MOXHA r'MnoKoarynsaums, yBenmyeHue cogep>XxaHms MeTmo-
HVHa 1 TUPO3MHa B KPOBU. B Mo4ye — pe3koe yBenuyeHve comep-
XaHusi PPYKTO3bl, hoctaTos, NPOTEUHYPUS, reHepanM3oBaHHas
amuHoauunaypus. Npu rmcTonorn4eckom nccrnefoBaHnn TKaHu ne-
YeHu onpepenseTcs AMdy3HbIn cTeaTos, nepunopTanbHbIA prb-
po3, B TSXKENbIX Cryvasx — MoOpgposiornieckme nNpnusHaky Lmpposa
neyeHu. B 6uonTaTte neyeHu BbISBSETCA PE3KOE CHWXKEHWE WIn
OTCYTCTBME aKTUBHOCTY anbonassel B B renarouuTax.

JleyeHue. BonblUMHCTBO afanTUPOBaHHbLIX CMecer AOns
KOpMIieHnst feten 1-ro roga XusHu, 3a UCKIIOHYEHNEM HEKOTO-
pbIX opMyrn C npebuoTukamun, He copepxaT pykTo3bl. Ho
rpyaHoe MaTepuHCKOE MOJSIOKO COAEPXXUT MeHbLLE 6enka u onu-
rocaxapuos, Yem CMeCcu L5 UICKYCCTBEHHOIO BCKapMnBaHus,
Nno3TOMy rpyAHoOe MOJIOKO Ans pebeHka ¢ hpyKTo3emunen rnped-
noYTUTENIbHEE C TOYKM 3PEeHUs npenynpexneHns BOSHUKHOBeE-
HWS Y HEero runornukemMnn 1 aumposa. Npu BBefeHnn npukopmMa
Heo6xoAMMa KOppPeKUMs KONMMYECTBEHHOIO W KayeCTBEHHOro
cocTaBa MnpuKopmMa W UCKIOYEHUE MPOAYKTOB, codepXXalinx
pyKkTO3y M caxapoly. OCHOBHbIM METOOOM JleyeHus peTewn
cTapLue roaa fiBnfeTcs cTporas aMeta ¢ UCKNI0YeHNEM U3 paLu-
OHa pebeHKa PpPyKTO3bl U caxaposbl.

MHorve @pykTbl codepxar MpUMepHO OfMHAKOBOE KOSu-
4eCcTBO (PPYKTO3bI N MMIOKO3bI. B pacTutensHbIX NpogykTax 3To
cooTHoLleHne ctpemutcsa K 1 : 1. K dopykTam ¢ BbICOKUM cofiep-
XXaHneM OPyKTO3bl OTHOCATCS SA6MOKWU, FPYLLUN U ObIHWU, B KOTO-
pbix cogep>xkaHve OpyKTo3bl B 2 pasa Bbille, YeM roko3bl. Co-
AepxaHue PpyKTo3bl B BUHOTPafe 3aBUCUT OT CNesiocTu 1 cop-
Ta, NPUYEM Hecnesnbli BUHOrpan COAepXMUT 6orbLUe [THKO3bI
(tabn. 1) [5, 8, 24].

Mpn pyKTO3EMUM HE [OMycKaeTcs MPUMEHEHWE NeKkapcT-
BEHHbIX MpenapaToB WM MULLEBLIX [06aBOK, Cofep>KaLunx
dpyKTO3y UNn caxapoay. [Npy HaNN4YMKU OCNOXHEHUI — NeveHne
cumnTomMarTmnyeckoe. B Taxkenbix criyqasx NPUMEHSAIOT 3aMeHHoe
nepenveaHve nnasmei.

Mpn cBoeBpemMeHHON AnarHOCTVKe, paHHEM BBefeHUW ave-
ToTepanuun 1 afekBaTHOM CUMMTOMAaTUYeCKon Tepanumn obecre-
ynBaeTcss HopmasibHoe (U3NYECKoe W HEePBHO-MCUXNYECKOe
passuTMe pebeHKa, MOCTEeNeHHO HOPManuayTcs 6MoXuMmnyec-

Kue nokasaTenu, NpPorHo3 6naronpuaTHbIN. [locTeneHHo npouc-
XOAWUT NOYTU NOMHas pereHepauns TKaHn neveHun (octaeTcs He-
pe3Ko BblpaXeHHbI cTeaTos) [31], HO coxpaHseTcs renatome-
ranus [25]. bea npoBeneHuns ouetoTepanum 6051€3Hb, HECMOTPS
Ha CpaBHUTENLHO MefIeHHOe TeYeHne, BefeT K LMppoay neve-
HW 1 neTansHOMYy Mcxody B Bo3pacTe [0 5—7 neT Ha (PoHe ne-
YEHOYHO-KJIETOYHOW HEefOCTaTOYHOCTU WM UHTEPKYPPEHTHBIX
MHEKLMN.

Cob6cTBeHHble HabnogeHus. NMog HawmM HabngeHeM B
renatonornyeckom otaeneHnn HU3O PAMH v otoeneHnn negu-
aTpuyeckon auetonorum HAW nutanma PAMH B 1992—2008 rr.
Haxogunuce 14 geten ¢ HacnegCcTBEHHOW HernepeHOCUMOCTbIO
hpyKTO3bI B BO3pacTe 4,8 + 0,7 neT (6 Manb4yMkoB, 8 AEBOYEK).
Hetn HanpaenanuMcb C pasnuMyHbIMK OMArHO3amu: «XPOHUYeC-
KU KPUMNTOMEHHBIN renatut», «rMukoreHoBas 60ne3Hb», «XUPo-
BOW renato3d», «cuHapoM LLiBaxmaHa—[darmoHga», «aleToHemu-
Yyeckas psoTa». Y 13 geTen 6bina guarHoctmposaHa MHaHTUIMb-
Has, y OfHOro — rno3gHenHMaHTuNLHas dopma PpPyKTo3emMuu.
Havano 3a6onesaHusa npu nHaHTUILHOM hopMe oTMeHanocb
npv NepBoM BBeAEHWM NPUKOpMa, COAepXaLLlero pykTosy um
caxapoay (B cpegHem, B Bo3pacTte 4,8 + 0,5 mec), npu nosgHe-
MHPaHTUNBLHOM hopme — B Bo3pacTe 2,5 rofa.

B knuHu4eckon KapTuHe obpallano Ha cebs BHMMaHve yBe-
nMYyeHve pa3MepoB MneYveHn (BbiCTynana u3-nog kpas pebepHon
Oyrv Ha 2-8 cM) y BCEX MauMEeHTOB M yBENMYeHMEe Cefe3eHKU
(BbicTynana Ha 1 cM 13-Nof Kpas pebepHon oyrv) y OByX naum-
eHTOB. B 6uoxummnyeckom aHanmse Kposu y 11 n3 14 nauneHToB
BbISIBMIANIN  YMEPEHHOE YBEeNW4YeHWe ypOBHA TpaHcaMuHas
(8 1,5-2 pasa BblLLE HOPMbI), Y MOIOBMHbI fETEWN — MOBbILLEHNE
akTnBHOCTU nakTatgerngporeHassl (JIAN). CHxeHve copgepxa-
HMSA caxapa B CbIBOPOTKE KPOBM HAToLLak (0o 2—3,2 MMonb/n) u
MeTabonmyeckm aumaos 6binu BelsBneHsl y 9 nauneHTos. Hop-
MarbHble rnokasaTenu xonectepuHa, obLlero 6enka, ansoymu-
HOB, MPOTPOMOBUHOBOIO MHAEKCA CBMAETENbCTBOBANN O COXpa-
HEeHUN 6EeMKOBO-CUHTETUYECKOWN (PYHKLUN NEYEHN.

Mo AaHHbIM ynbTpasBykosoro uccnegosannsa (Y3U), napeHxu-
Ma rnevyeHn 6blna HeOOHOPOAHOW, MMNEP3XOreHHOW, Y MOSOBUHDI
JeTeln Habnr[anoch NOrOLLEHNE YbTPa3Byka, YTO CBMOETENbCT-
BOBAJIO O HaNM4MM cTearosa neveHu. MNprU3HaKkoB NOPTanbHOW M-
nepTeH3UnN He 6bINo 3aperncTpPMPOBaHO HU Y OOHOIO pebeHKa.

Y 9 601bHbIX 6bI5I0 NPOBEAEHO FEHETUYECKOE UCCegoBaHue,
npyv KOTOPOM [MarHo3 HacnefcTBEHHOW HemnepeHOCMMOCTU
(PpyKTO3bI ObINT NOATBEPXAEH (B reHe anbponasbl B BbisBneHa
Hambonee yacTtaa mytauma AT49P).

Ha ¢poHe gmeToTepanum ¢ UCKMIYEHNEM N3 pauuoHa NUTaHus
PPYyKTO3bl M caxapo3bl HaAbMAaNO0Ch NCYE3HOBEHUE TUMOru-
KEMUW 1 auMposa 1 Nponcxoguna HopmManuaaums YypoBHS TpaHc-
ammnHas, HO COXPaHANOCh HE3HAYUTENbHOE YBENUYEHNE NEYEHMU.

B nnaHe guggbepeHymnanbHoro guarHosa HacnencTBEHHYHO
HernepeHOCUMOCTb (PPYKTO3bl HAAO OTNMYaTh OT Manbabcopob-
UMn ppyKTO3bl, KOTOpas npeacraBnsetr co6or naTtosornio nu-
LeBapeHus, BoisnsaoLlytocs y 30-40% esporenues, U3 HUX y
MOJTOBVHbI — C KITMHUYECKUMW NPOsiBNEHNAMH [26, 27].

Manba6copbumst PpyKTO3bl NATOreHETUYECKM CBA3aHa C Ha-
pyLLeHneM TpaHcrnopTa hpyKTO3bl B 93HTEPOLMUTHLI U, COOTBETCT-
BEHHO, C YBENMYEHMEM KOHLIeHTpaLun OpyKTo3bl B NPOCBETE
TOHKOWM KULLKK. B TOHKOM KULLKe HeabcopbupoBaHHas pyKTosa
MeTabonmanpyeTcs HoOpMasibHOM MUKPOMIOPON KULLEYHUKA C
06pas3oBaHMEM KOPOTKOLIEMOYE4HbIX XWMPHbLIX KUCIOT M rasos
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(Bopopopfa, Avokcuaa yrrnepoga v MetaHa); naTonorm4eckoe no-
BblLLleHMe o6pas3oBaHMa BOAOPOLA BbISBASETCA NpU BOJOPOA-
HOM [bIXaTenbLHOM TecTe.

®dusnonornyeckne nocnencTemns ManbabcopoéLumm PpPyKTo-
3bl BK/IOYAKOT MOBbILLEHWE OCMOTUYECKOW Harpysku, nosisne-
Hue cybcTpaTa Ana 6bICTpon 6akTepuanbHo hepmeHTauuu,
M3MEHeHVEe MOTOPUKU XKemnydo4YHO-KULLEYHOro TpakTa, Ha-
pyweHne MukpobuoueHosda. KnuHuydeckn manbabcopbuums
OPYKTO3bI MPOABMAETCA CUHOPOMOM pPas3fpa)KeHHOro Kuiley-
Huka. K TUnM4yHbBIM cumnTomMam 3aboneBaHus OTHOCAT cha-
60CTb, METEOPM3M, ANapero u/mnu 3anopel, cnactmyeckne 60o-
nn B XuBoTe [28].

O6Luee HapylleHve MpoLecCcoB BCACbIBAHWS B TOHKOM U
TOJNICTOM KULLEYHVKE MPUBOANT K CHUDKEHMIO YPOBHSA TpunToda-
Ha, honmeBom KMCIOTbl U LUMHKa B KpoBWU. Beneacteue geduum-
Ta TpunTohaHa HapyLlaeTcs CUHTE3 rOPMOHOB U HepoTpaHc-
MUTTEPOB, YTO MOXET MPUBOANUTb K Aernpeccun [29].

[na noateepxAeHus avarHosa manbabcopoumm pyKTo3bl
MCNOMb3YITCA BOAOPOAHBIN AbIXaTeNbHbIA TECT UK onpepene-
HWe OpyKTO3bl B Kane.

MepnkamMeHTO3HOro fie4eHnst JaHHOW NaTonornm He CyLecT-
BYET, NMPUMEHSIETCA TONbKO AneToTepanus. MpuHUMnbl NUTaHmns
npegycMaTpusatoT UCKIoHYeHre ynoTpebneHus npoaykTos, 60-
raTbIX PPYKTO301, U NO6LIX PPYKTO30COAEpKALLMX MPOOYKTOB
B 60JIbLLIOM KOJMYECTBE 3a KOPOTKOE BPEMS, a TakXe NpoayKToB
C BbICOKMM (PPYKTO30-MMIOKO3HbIM KoadhdpumumeHTom (tabn. 1).
[okasaHo, 4TO orpaHuyeHne B paumoHe NpoayKToB, CofepKa-
WUX PPYKTO3Yy N ee MNonumepsbl, NPUBOAUT K KITMHUYECKOMY
ynyyLeHnio Yy 60MbLUMHCTBA MauUeHToB ¢ Marnsabcopbumen
PPYKTO3bI.

MpepnoytuTensHo ynotpebneHve ppyKkToB C paBHLIM COAep-
>XaHWeM IToKOo3bl U (PPYKTO3bI UMK C NpeobnafaHuem roKo3bl.
K HMM OTHOCATCS KOCTO4KOBbIE (26PMKOCHI, HEKTapUWHbI, Nepcu-
KW, CNMBbI), Arodbl (YepHMKa, eXEeBUKa, KOKBa, ManunHa, 3em-
NSHUKA), UMTPYCOBbIe (IMMOHbI, rperndpyTbl, narnMbl, MaHaa-
pVHbI, anenbCuHbl, KYMKBaT) 1 apyrue pyKTbl (cnenblie 6aHa-
Hbl, KMBW, aHaHachbl). B 3aBMCMMOCTI OT 4yBCTBUTENLHOCTY Ma-
LUMeHTa K pykTo3e ponyckaetcs ynoTpebrieHMe HebombLIoro
KOSin4yecTBa NPo6IEMHON MULLIK, €CNN OHAa He SIBMISIETCA OCHOB-
HbIM MHrpegueHToM 6noga [26].

2. JinzocoMHble 6051e3HU HAKOMNMEeHUus

JIn30COMHble 6ONE3HN HAKOMMEeHUa — rpynna, BKo4YaroLas
oKorno 40 pegkux HacneacTBeHHbIX MeTabonn4eckux 3abonesa-
HWUM, OGYCMNOBMEHHbIX HapyLleHneM (YHKUMWU JIM30COM B pe-
3ynbTate HeJoCTaTOYHOCTU KaKoro-nméo hepMeHTa, y4acTByto-
ero B MeTabonuame nunuaos, rivkornpoTeENMHOB, MyKononunca-
xapungoB. KrnvHuyeckue nposiBNeHnss Npu NIM30COMHbIX 605es-
HSAX HAKOMNEeHUs pasnu4yarTcsa B 3aBUCMMOCTU OT KOHKPETHOro
HapyLeHunst. OHM MOTyT BKJIOYaTh CUMNTOMbI nopaxeHus LIHC,
nedyeHu, ceneseHku, nerkux, cepgua n kocten [30]. B gaHHOM
0630pe npeacTaBfieHO OMMCaHWe Tex JIM30COMHbIX 6onesHen
HaKOMMNEeHUsi, KOTOPbIE COMPOBOXAAKTCHA HapyLUeHUEeM yHK-
UMM NeYeHun.

Bone3Hb HumaHHa-lNuka

BonesHb HumanHa-Muka (BHI) BxognT B mogrpynny nn3o-
COMHbIX 60Me3HeN HakoMfeHUs, Ha3blBaeMyto CHOUHrONUNNO0-
3bl, UNN 60Ne3HN HakonneHusa nunugos. Mopdonornyecknm

npusHakom BHI aenatoTcs crieumndudeckme KneTkn — «neHuc-
Tble» TUCTUOLMTBLI, BO3HUKAKOLIME B pesynibTarte HakorneHus
chuHrommnenvHa. Bnepsble onucaHve nauueHTa ¢ npuaHakamu
3TOW 60ne3Hmn 6bino caenaHo Ans6eptom HumanHom (Niemann)
B 1914 r., Jllogeur lMuk (Pick) onncan mopdonornio 3aéonesa-
Husa B 1926 r. [31, 32].

Paznuyatotr 3 tuna BHIN — A (knaccnyeckuin nHaHTUNb-
Hbin TMN), B (BucuepanbHbii TMN) n C (MOA/OCTPbIN/IOBEHWUIIb-
HbIA TVN).

BHIM tvnos A n B — ayTocoMHo-peLieccrBHOe 3abonesaHue,
06YCNOBMIEHHOE HEeAOoCTaTOYHOCTLIO JIM3OCOMHOM CUHIroMue-
nrHasbl. HegocTtaTo4HOCTL KUCTON CAOUHIOMUENUHA3LI NPUBO-
OVT K HapyLLEHWIO pacLLenfieHns N HaKoMNeHno COUHrOMUENn-
Ha (KOMMOHEHT MeM6bpaHbl KNeTOK 1 OpraHen), XonectepmHa u
pspa doconMnupos B IM30COMaXx KIeToK pasnuyHbIX OpraHos,
YTO MPUBOAUT K TSXKENOMY MOPaXEHMWIO MEYeHWN, Cene3eHKW,
KOCTHOIO MO3ra, JIerkux, ronoBHoro moasra [5, 33].

BHIM tMna A — MHMaHTUILHBLIN HerpofereHepaTUBHLIN e-
Hotun. BHIM Tnna B xapakTtepuayeTcs 06bI4HO OTCYTCTBUEM
HEBPONOrMYECKMUX MOPaXKEHNN, OTHOCUTENbHO MO3OHUM MOSB-
NleHneM renartocnieHomMeranMm n AAnTeNbHOW BbIXKMBAEMOC-
Tbto. [eH SMPD1, accoumnpoBaHHbii ¢ pasdsutuem BHIN Tn-
nos A n B, kaptnpoBaH Ha xpomocome 11p15.4-15.1 [34]. MNpun
BHIM tuna B BbisBnsetca myTtauma p.R608del (DeltaR608).
BHIM tuna C n3HavanbHO gnarHoctmpoBanacb Ha OCHOBaHMU
KMacCMYeckmUx rMCTONaToNorM4ecknx W3MeHeHun (Hanuuune
«MEeHNCTbIX» MTMCTOLMUTOB W MOBbILLEHNE COAEeP>XXaHUs TKAHEBO-
ro COMHrommnenvHa) Hapsgy ¢ MeffeHHO NporpeccupyoLwmm
HEBPOIOrMYecKUM nopaxeHnem. B HacTosLlee BpeMs MOHAT-
HO, 4yTto BHIM TMna C KNMHWYeckn, BUOXUMUYECKN N FTEeHeTU-
Yyeckn otnmyaetca ot BHIM tunos A n B. Mpu BHIM tuna C 6uo-
XUMUYECKUA OedeKT B pes3ynbrate reHeTU4eckux MyTauuin
NPVBOANT K HapYyLUEHWIO TpaHcrnopTa BHYTPUKIETOYHOrO XO-
nectepuHa v rMUKOCUHIONMMMAO0B C NOCNedyoLWen X akky-
MynsuMen B KneTkax neyeHun, Cene3eHkKn 1 rofoBHOro Moara.
CHMXeHne akTMBHOCTU KUCMON CAOUHIOMMENHAa3bl ABMSeTCA
BTOpU4HbIM. OgnH reH (NPCT), oTBevawwmin 3a passBuTune
BHIM tuna C y 95% 60nbHbIX, NOKaNnM30BaH Ha XpoMOcoMe
18q11 [35], apyrov ren (NPC2) — Ha 14924.3. Tun HacnepoBa-
HWSi — ayTOCOMHO-PELLECCUBHBIN.

MHdaHTUnbHbIM 1 BUcUepanbHbii Tunbl BHI (Tunbl A n B)
pacrnpocTpaHeHbl ¢ YacToTon npuénuantensHo 1 : 250 000 Ho-
BOPOXAEHHbIX, Npy aToM BHIM TMna A valle gMarHocTupyeTcs B
nonynsauun eepees-allkeHasun. PacnpoctpaHeHHocTb BHIT tuna
C B nonynsaumm coctaenset 1 : 150 000 [36].

BHIN tTuna A. lNpwu sTom Tne BHI BbiABNseTCcsa npakTuyecku
MOSIHOE OTCYTCTBME CPUHIrOMMENHa3bl (MeHee 1% OT HopMalb-
HbIX 3Ha4eHuI). B nepBble Hegenu Xn3Hn NosBAAIOTCA KIIMHUYeC-
Kne CUMMTOMbI, BKIOYaloLme OTCyTCTBME annetuta, rmnoTpo-
U0, BblpaXXeHHyI0 renarocrnieHomeranuvio, gnapeto. Beneget-
BME BHYTPUMEYEHOYHOr0 Xofiectasa OTMeYaeTcs MKTEPUYHOCTb
KOXHbIX MOKPOBOB U cknep. Npu peHTreHorpadmmn BbIABAAOTCA
Anddy3Hble MHUNBETPaThl B nerkmx. Yacto (50% cny4yaes) npu
opTanbMOonorMyeckoM o6crnefoBaHNn O6Hapy>XMBAETCs Maky-
nApHas pereHepauusi cet4atkn (CUMMTOM «BULLIHEBOW KOCTOY-
kn»). imeeT mecto nporpeccupytowiee nopaxenve LIHC (3a-
JepXKa MCUXOMOTOPHOrO pas3BUTUSA, NOTEPs MPUOBPETEHHBIX
HaBblkoB). [leTh ymmpatoT B BO3pacTe OT 2 A0 3 feT OT TaxXenbIX
MHEeKLUMA nnmn nopaxenus LIHC.
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BHIM tvna B. XapakTepuadyeTcs 605iee NO3OHUM Havanom,
BO3MOXHOCTbIO HE3HAYUTENbHO BbIPaXXEHHOW KITMHUYECKOM Ma-
HUbecTaumm, YTO CBA3AHO C HANIMYMEM YMEPEHHO BbIpaXXEHHON
HEeJoCTaTOYHOCTM KUCnon ccpuHrommenmHasel (10% oT Hop-
MasibHOrO YPOBHS).

OCHOBHbIe KINIMHUYECKMEe MPOSIBNIEHNS: NPOrpeccmpyoLLas re-
natocrnneHomMmeranus, rurnepcryieHn3Mm ¢ TPoMOOoLUTOMNEeHMEN,
YyacTble OGPOHXOMHEBMOHUN, GPOHXOOGCTPYKTUBHBLIN CUHLOPOM.
Penko passuBaloTCs YMCTBEHHas OTCTasoCTb, napuuasbHble
HapyLUEeHUA KOrHUTUBHBLIX (PYHKLMIN, BO3MOXHbI MMNepKUHesbI,
LepebennapHas atakeus. Buoxnmmnyeckme M3MeHeHus BKIoYa-
10T CHMXKEHWME KOHLeHTpauuMu NUnonpoTenoB BbICOKOW MIOT-
HOCTW, NOBbILLEHWE KOHLEeHTpaumMmM mnurnonpoTenioB HU3KON
NAOTHOCTW, TUNEepPAUNUAEMUO, runeptTpurnuuepuaemmnio [37].
BosnbHble 06bI4HO YMUpaloT B Bo3pacTe 7—20 neT B pesynbraTe
NIero4HON N Ne4YeHo4YHON (PedKo) HeJOCTaTOYHOCTH, KPOBOTEYE-
HUA NNU NPUCOEANHEHUST UHTEPKYPPEHTHBLIX UHPEKLNIA.

BHIM Tuna C. Bo3pacT Havana 3a6oneBaHnst MOXeT Bapbu-
poBaTtb OT HECKOSbKMX MecsueB Ao 18 net. B HeoHaTanbHOM
nepuvoe BO3MOXHA TPaH3UTOPHAsA XorectaTuyeckas XenTy-
xa. Bnocrnepcteuu passmBaeTca nporpeccupytowias renaTo-
cnneHomMeranus. B CbIBOPOTKE KPOBU — yBeNUYEHUE YPOBHSA
AJNT. AKTMBHOCTb KUCMOW CHUHrOMMENuHasbl cocTaBnseT
30% OT HOpMBI.

MepBble npuaHakun nopaxenusa UHC npossnsiotca B 7-8 net
HapyLleHVeM MNoBefeHUsl, aTakCUeWn, MbILLeYHOW [OUCTOHWEN.
Hanee npucoenuHaoTCs cyrnpaopbutansHas odransmonnerns,
amsapTpusa, gucdarus, BnocnefcTsum — CyqopOXKHbIA CUHAPOM,
crnacTU4eckui TeTpanapes, B TEpMUHAlbHbIX CTafusAX — KaTaTto-
HWS, OelepebpaunoHHas pUrMaHoCcTb, Kaxekcus. PassuBaeTcs
nporpeccupytoLas gemMmeHumns.

JleTanbHbIn ncxop 06bIMHO NPOMCXOANT HA BTOPOM AecaTure-
TUM XU3HU Ha POHE acnupaLMoOHHON MHEBMOHWUN, KaxeKeun, UH-
TEPKYPPEHTHBIX MH(EKLNNA.

JlabopartopHas AnarHoctuka nos3sonseT NoaTBepauTb auar-
Ho3 BHIT pasnu4Hbix TMnos. B obLem aHanuae kposu npu BHI
BbISIBNATCA MWKPOLMTO3, aHeMusi, TPOMOOLIMTOMEHUS, WHOr-
ha — nevikoneHus. B cbIBOPOTKE KPOBM UMEET MECTO yBenn4e-
HMe copepXaHusa rne4veHoYHbIX TpaHcamuHas, JIAI, y dactu
601bHbIX — BUNMPy6UHa.

B nenkoumtax n KOXHbIX hubpobnactax ornpepensercs
CHUXeHNe (pasnuyHON BbIPaXXEHHOCTN) aKTUBHOCTW KWCIOW
chmHrommenuHassl. 'McTtoxmmuyeckoe uccnepoBaHne BbISB-
NAEeT HanM4ume «NeHUCTbIX» MMCTUOLMTOB (B pe3ynbTate Hakom-
neHns COUHroMmnenmHa) B MyHKTaTe CAMHHOIO Mo3ra, éuonTa-
Tax neveHu.

MeToabl MONEKynapHO-reHeTu4eckon amarHoctuku BHI
BCEX TUMOB BKIIHOYAIOT NPULESbHbIN MYTaLWOHHbIA N CEKBEHA-
LIMOHHbIM aHanu3bl, YTO NO3BONAET onpeaenuTe MyTaumio B 99%
cfy4aeB y nvy ¢ pepMeHTaTMBHO NOATBEPXAEHHOW HepocTa-
TOYHOCTBIO KUCION CAOUHIOMUENNHASDI.

Tepanus cumntToMaTnyeckasi, UMeeT NofaepXuBaroLnin xa-
pakTep U MOXET NMOMOYb HECKOJIbKO MOBbLICUTbL YPOBEHb XXU3HU
nauueHTa. TpaHcnnaHTaumus KOCTHOro Mo3ra NpUMeHseTcs B psi-
ne cnyyaes npv BHIM tvna B. B nepcnektBe BO3MOXHO BHe-
OpeHve 3amecTuUTeNbHOM (bepMeHTHOM Tepanuu 1 reHoTepanuu.

leHeTNHecKoe KOHCYNsTUPOBaHe U TECTUPOBaHNE PEKOMEH-
ayeTca ana poguTenen, KoTopsble, Mo AaHHbIM CEMENHOro aHam-
He3a, MOryT paccMaTpuBaTtbCcsl Kak Hocutenu reHa BHI.

BonesHb BonbmaHa

OT0 KpariHe peKoe HacneacTBeHHOe 3ab6osieBaHne 06yCroB-
JIEHO HeJoCTaTOYHOCTBLIO JIM30COMHOM KUCMOW nMnasbl BO BCEX
KreTkax, Kpome 3puTpoumMToB. TUN HacnegoBaHUsA — ayTOCOMHO-
peLieccuBHbIN, pacnpocTpaHeHHocTk cocTasnsaeT 1 : 350 000 Ho-
BOPOXAeHHbIX [38, 39]. Bnepsble 6onesHb 6bina onncaHa Mo-
we BonemaHom (Wolman) B 1961 r. [40], n ¢ Tex Nop Au1LLb OKO-
no 50 cny4aes 6one3Hn BonbmaHa MMeOTCS B MEOULMHCKOM
nuTepartype.

leH chepmenTa (LIPA) nokanuaosaH Ha xpomocome 10qg22.2-
22.3, onucaHo 6onee 20 ero myTauun. HepocTtaToOYHOCTb
depMeHTa HapyLlaeT rmaponma a1poB XonecTepuHa B in30Co-
Max, YTO NPVBOAUT K M3MEHEHWNIO OOMEHa NMMONPOTENHOB, Ha-
KOMMEHWN0 NMMNMAOB (3PNPOB XonecTepuHa 1 TPUMULIEPUEOB) B
nmM3ocomax, rméenu KneTok [5, 8J.

BonesHb BonbmaHa xapaktepusyeTtcs BblpaXeHHbIM fedu-
LUMTOM KUCAIOM NMNasbl, B TO BPEMS Kak MpU Hanuymu pesvgy-
anbHOWM aKTMBHOCTU hepMeHTa pa3BMBaETCA NHAsA KIIMHNYecKas
opma — 60ne3Hb HakoMnAeHus ampoB xonectepuHa (choles-
teryl ester storage disease, CESD).

BonesHb BonbmaHa MaHudectupyet B HeoHaTanbHOM re-
puofe Unu Ha NepsoM rofy XW3HW pBOTOW, Anapeen, NHorpa —
XenTyxon. BelpaxeHa rpybas 3afepxka ncMxoMoTopHOro n dou-
314eCKoro passutus, runeppednekcus. et nmetoT 60sbLLIOMN,
BbICTYMNaOLLMIA XMBOT, renatocnneHomMeranuio. BaxHeiM guar-
HOCTUYECKUM MPU3HAKOM SIBMIAETCA YBENMYEHUE HaanoyeyHu-
KOB C WX KanbUudpukauuen. PasBuBaeTcss nporpeccupyroLlas
aHemus. [1porHo3 HebnaronpuUsATHbIA, CMepPTb HACTynaeT B BO3-
pacte fo ogHoro roga [41].

BonesHb HakonneHns anpoB XoflecTepuHa XapakTepuayeT-
csa 6onee nNo3gHUM Hadvanom (5—15 neT), oTCyTCTBUMEM HEBPOSIO-
rnyeckor cumnromatmky [41]. OCHOBHbIMU KITUHUYECKUMU NPO-
ABNEHNAMW ABASIOTCSA renatocnieHomeranus, yBenmyeHne ak-
TUBHOCTM MEYEHOYHbIX TpaHcammHas, dnbpo3 nnn umMppos rne-
YyeHu. Kanbundukaums HagnoYeyHUKOB BbISBNSETCA PedKo.

Mpy o6eunx KnnHuyeckux popMax UMerT MecTo TUMUYHbIe
BUOXUMUYECKME U3MEHEHUS (rMnepxosniecCTepuHemMmns 1 runep-
TpUrMuUepnaemns), rmcTonorm4eckne Npu3Hakm («neHncTble»
KNeTkun B 6rontaTe KOCTHOro Mo3ra, KrneTkax cene3eHku 1 num-
hoy3noB), MOPONorn4eckne N3MeHeHnss B nedenn (ysenuye-
HVe ¥ BaKyonusauus renatouutoB M KynddepoBCKMX KIIETOK,
60/bLLIOE YMCO MNEHUCTbIX TMCTMOLMTOB, MEepPUNopTasnbHbINA
prnbpo3 1 LMppo3s).

Cneumndmryeckas gmarHocTvkKa BKIHOHaeT TECT Ha KUCAYIO K-
nasy (B nemvkouutax unm KynbTUBMPOBAaHHbIX (hnbpobdnacrax)
n/mnn cekBeHvpoBaHve [HK. Bo3aMoxHa aHTeHaTanbHas guar-
HOCTUKa Npwn onpegeneHny epMeHTa B KneTkax BOPCUHOK XO-
pYOHa MNW NpyY MyTauMOHHOM aHanuae.

Tepanus cumnTomatunyeckas. JleyebHoe nuUTaHMe peKoMeH-
JyeTcs BBOAUTb BHYTPUBEHHO. [Mpu HapyLueHun yHKUMM Hag-
NMOYE4YHUKOB Ha3Ha4YalT FOPMOHOTEPANuIo, MPU aHeMmmn — nepe-
NMBaHMe KPOBW, MPWU BbIPAXEHHONM CryieHoMeranuMm nokasaHa
CMIIEHIKTOMMSA.

Mykononucaxapuao3sbl

Mykononucaxapngosbl (MINC) — 370 reTeporeHHas rpynna
JIN30COMHbIX 60ME3HEeN HaKOMMeHus, XxapakTepuayroLanacsa Ha-
pyLLUEHWEM BHYTPUIIM30COMHOrO karabonuama rnMKo3ammnHo-
rNIMKaHOB MO MPUYMHE HE[OCTATO4YHOCTN SIM30COMHBIX (hEPMEH-
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ToB [8]. HakonneHwe rnnko3aMMHOIMMKAHOB B JM30COMaXx
06yCrnoBMBaeT HapyLLeHe HOPMarnbHOro PYHKLMOHUPOBaHUSA
M rnmbenn KNneTok pasnnyHbiX opraHos 1 TKaHen [5, 8].

Yactota BcTpedaemoctv MIC B pasnuyHbIX MOMYNALMAX
cocTtamnsaeT ot 1 : 25 000 go 1 : 100 000 [42]. B cooTBETCTBUMU
C COBpeMeHHOW knaccudukaumen sbigenstor 7 Tunos MIIC,
y GOMbLUMHCTBA U3 HUX XapakTep HacrefoBaHus — ayTOCOMHO-
peueccuBHbIf, Yy MIMC Ttuna Il — X-cuenneHHbIA peLecCrBHbINA.

KnuHuyeckaa kaptmHa MIC pasBuBaeTcs MOCTEMEHHO, C
BO3pacTOM COCTOsIHME pebeHka CTaHOBUTCA BCe Goree Tsaxe-
NbIM 3@ CYET BOBJIEYEHMA B MaToNorm4eckui npoLecc HoOBbIX Op-
raHoB. Knaccuyecknin eHoTun dopmMupyeTca npu TaKesbiX
hopmax 3abornesaHuns K 3—4 rogam XW3Hu, Npu Nerknx op-
Max — K LLIKOSIbHOMY BO3pacTy.

IOns Bcex Trno MIC, 3a ucknodeHnem tuna IV, xapaktepHo
M3MeHeHne nuua no Tuny rapronnuama. OnpegensoTcs nsme-
HEeHUs cKeneta no TUMy MHOXECTBEHHOrO M30CTO3a, BbIpaXeH-
HOCTb CKeneTHbIX gedopmauui 3asucut ot Tuna MIC v ot T8-
XKECTW KINIMHMYECKOM KapTuHbl. MNeveHb npu MIC 3a cyeT BHYTpU-

KITETOYHOr0 HaKOMMEHUS IMUKO30aMUHOTTIMKAHOB YBeNn4nBaeT-
Cs B pa3mepax, HO, Kak npaswuno, 6e3 3aMeTHOro HapyLleHusi ee
dyHKUMN. B Tabn. 2 gaHa xapakTtepucTvka pasfivyHbIX TUMOB
MIC, npoTekatoLLmX C renaTocnieHoMeranme.

OnarHoctnka MIC ocywlecTBnseTcs npu onpegernieHnn
crnekTpa rmMko30aMUHOINIMKAHOB B MoYe (KONMYeCcTBEHHOE CO-
JepxxaHuve, anekTpodopes), BbIBNIEHNM TIM30COMHbIX (DEPMEH-
TOB B GMONIOrMYECKUX XUAKOCTAX U KNETOYHbIX KyNbTypax, npo-
BEAEHUN MONEKYNSAPHO-FEHETMYECKOro aHann3a (onpegeneHue
YacTblX MyTauum, Npn HEO6XOANMOCTHN — MOJTHOE CEKBEHMPOBA-
Hue reHa) [42].

JleyeHne 3aBucUT OT xapakTepa naronorumn n tuna MIIC. MNpu
MIC tunos |, I, VI npoBogsaT depmMeHTO3aMeCcTUTENbHYIO Tepa-
nuio. CumnTomaTnyeckas Tepanvsa HanpaeneHa Ha YMeHbLUeHne
BbIP2XXEHHOCTU TSXKEeSbIX MPOsIBNEHU 3abofieBaHna U MoBbl-
LLIeHWe KadecTBa XWU3HW naumeHToB. lNokasaHo HabnwopgeHve crie-
LmanMcToB pasHoro npodwmns (MyfbMOHOMON, KapAWosnor, opTo-
nef, racTpOSHTEPOIOr, MCUXOHEBPOIOr, CypAosior, OKYIIUCT, Xu-
pypr, ncuxonor v gp.). O6s3arenbHa gbixatefibHas rMMHacCTMKa,

Tabnuua 2. Mykononucaxapupo3sbl (MIMNC), accounnpoBaHHble C HanM4YMem renatocnieHoMmeranmm
HassaHue HepocTato4HoCTb Bospact KnnHndyeckue nposiBneHns lenatocnneHomeranua  Wcxop
60ne3HM thepmeHTa MaHudecTaummn
MMIC tuna |, a-L-ngypoxnpasa Cungpom lNypnep: CuHppom ypnep: orpy6nenue Yept nuua no Tuny Cunapom lypnep: Cunapom lypnep:
CUHOPOM 6 mec—1 rog. raprounuama, 3agepxka ncrxomMoTopHOro BbIpaXeHa yMEepeHHo. netarnbHbIi UCXop,
l'ypnep-Lllente CuHgpom LLlerte: 1 chmandeckoro paseuThs, NporpeccupyioLlas Cungpom Lleze: k 8-10 rofam Xu3Hu
(Hurler=Scheie) LLIKONbHbIN TYronofBMXHOCTb CyCTaBOB, YacTble MH(EKLMN  OTCYTCTBYET UNn CuHppom LLere:
BO3pacT AblxaTenbHbIX NyTel, Nopaxexue cepaua, BbIpaxeHa cna6o HopMarbHas
OpraHoB Cryxa v 3peHus (MOMYTHEHWE POroBuLibI), MPOAOMKNTENBHOCTD
yTpata npro6peTeHHbIX HaBbIKOB, AEMEHLS. XM3HW, YacTble
CwvHgpom LLlere: cumnTomaTtika BblpaxeHa opTonegnyeckmne
60nee yMepeHHo. HapyLUeHus
MIMC Tuna I, Mpyponar-2- [NepBble rop CumnTomatuka, nogobHas cuHgpomy ypnep, [Mpu Tskenbix opmax —  Mpu TaxenbIx hopMax —
CUHAPOM cynbeharasa XN3HM 3a VCKIIOYEHNEM MOMYTHEHNS POroBULIbI. yMepeHHas, Npy Nerkux — neTanbHblil Ucxon
Xantepa (Hunter) Bonee nerkue BapnaHTbl BCTPEYaOTCs peako OTCYTCTBYET UNn B MOJPOCTKOBOM BO3pacTe,
MpY OTCYTCTBUM NCUXUHECKOrO perpecca BbIpaXeHa cnado Mpu JIerknux — HopmarsnbHas
MPOAOXNTENBHOCTD
XKN3HU
MIC tvna Il 2-3 roga HesHauntenbHoe orpy6neHue YepT nuua, [Mpn Bcex Tvnax BonbHble ymyparot
CUHAPOM HapyLLUEeH\s NOBEAEHNS, rMNepBO36YANMOCTb, OTCYTCTBYET UK k 20 rogam Ha choHe
CaHdpmnnumno arpeccyBHOCTb, HApYLLUEHNs CHa, ObICTPbI BblpaXeHa cnabo TSKEMbIX MEHTasbHbIX
(San Fillipo) perpecc nc1xoMOTOPHOrO Pa3BUTUS, AEMEHLINA, HapyLLeHui
A [enapaH-N- CYLOPOXHbI CUHAPOM.
cynbgarasa B TepmMuHanbHbIx CTaansx — CnacTu4eckui
Il B N-Auetun-a- TeTpanapes, Kaxekcus.
rnioKo3amMnH1aasa
c Auetun-KoA-
rMoKO3aMH
N-aueTunTpaHchepasa
D N-auetun-rnoko3amuH-
6-cynbdhatasa
MIMC Tuna IV 2-4 ropa Taxenas gechopmauus ckeneta, 3afepxka pocta, BbipaxeHa ymepeHHO BonbHble nornbatot
cuHppom Mopkwuo MOMYyTHEHIe POroBHLibl, HEMPOCEHCOPHas k 30 rogam unu paHbLue
(Morquio) TYroyXoCTb, OCTEONOPO3, HEAO0CTATOYHOCTL Ha thoHe ABMEHUN
aopTasibHbIX KnanaHos. LiepB1KasbHON
IV A [anakT030-6- OnacHas Ans Xu3Hu LepeukanbHas Muenonarus. muenonaruv unu
cynbeharasa CepAeYHO-NEro4HoM
IVB B-FanakTosngasa HEe[oCTaTo4HOCTH
MMC tvna VI, [anakTo3amuH-4- 2-4 ropa [ledpopmaums ckeneta, NogodHas CUHAPOMY BoipaxeHa cnabo Tsxenble hOpMbI:
CUHOPOM cynbgarasa 'ypnep, Ho 6e3 06PaTHOro NCUXMYECKOTO neTabHbIi Ucxog
MapoTo—Jlamu pasBUTKS. B NOLPOCTKOBOM BO3pacTe.
(Maroteaux-Lamy) [MopaxeHue cepaua, MOMyTHEHE POrOBHLIbI. Jlerkue cpopmbl:
HOopMarbHas
NPOAOMKUTENBHOCTD
XN3HU
MMIC tun VII, B-MniokypoHnpasa 1-2 ropa BapuabenbHbln theHoTUM: oT ruapoLedanim BblpaxeHa ymepeHHo 3aByCHT OT TAXECTH
CVHAPOM 10 nerkux copm, nopo6Heix MIMC tuna | npoLecca
Cnas (Sly),
BCTpeYaetcs
04€eHb peaKo
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neve6Hasi PU3KyNbTYpa, Maccax, HOLLeHWe CreumansHOn opTo-
nefuyeckon o6ysu, NoaGop CryXoBbIxX annapaToB. OueHb BaxHa
couvanbHasi peabunuTaLms NauneHToB U YIIEHOB UX CEMbU.

GM-1 raHrnmo3ugo3s

3ab6oneBaHne Bnepebie onvcaHo B 1959 r. A.Graid wu
R.M.Norman, nosxe, B 1964 r. — B.H.Landing [43]. GM1-raHr-
NMO3MA03 accouumnpoBaH C HEeLOCTaTOYHOCTbI JIM30COMHOM
B-ranakTto3ugasbl BO BCeX opraHax v TkaHsax (reH GLB1 kapTtu-
poBaH Ha 3p21-p14.2) [8]. Tun HacnegoBaHus — ayTOCOMHO-
peueccuBHbIN. HepocTaToyHOCTb (hepMeHTa MNpUBOAUT K
HapyLUeHWo pacnaja B MM30CoMax OLHOr0 U3 raHrnMo3naoB —
KOMMOHEeHTa MeMb6paHbl HEMPOHOB, U KepaTaHcynbaTa — KOM-
NOHEHTa MIMKO3aMUHOMTIMKAHOB 3KCTPaKEeTOYHOro MaTpukca
XpsiLLeBon TkaHu [43].

BblgensaoT 3 dopMbl 60Me3HN: Knaccuyeckas UHgaHTub-
Hasl, IOBEHUIbHas 1 XpoHu4deckas. lNopaxeHune neyeHn B Buge
renaTtomMeranun onucaHo npu MHgaHTuneHon dopme. OCHOB-
Hble KIIMHUYeCKue NposiBNEHUS MHAAHTUIbHOM (POopMbl: pes-
KO€ CHWXeHUe ABUraTefnlbHOM akTUBHOCTU, rMNOTPodus, TaxXe-
nas MbllleyHas rmnoToHus. Nosxe npucoegnHseTca nporpec-
cupyoLlas 3agepxka ncMXoMOTOPHOrO Pas3BUTUA, UBMEHEHWE
nmua no TUNy raprounnuama, MHOXECTBEHHbIE CKefneTHble OUC-
nnasun no Tuny AM30CTo3a, uHorga — kKapavomwuonatus. Co
BTOPOro Monyrogusi XuU3Hu BbISBMASETCA nporpeccupyLias re-
naTocrnieHoMmeranus, o6ycroBfieHHasa HaKoMieHWeM ranakro-
30codepxaLymx onmrocaxapuagos. Ha BTOpoM rogly XXm3Hu pas-
BMBAeTCA CYOOPOXHbI cCuHOpPOM. B rnonoBuHe criydaeB Ha
rnasHoM [He BbIABASETCA pereHepauuss Makyrnbl M0 Tuny
«BULLHEBOW KOCTOYKM». B 6uontarte KOCTHOro Mosra, neveHu
0BHapYXMBAKTCH «MEHUCTbIE» KIEeTKNU. [1pn 6UMOXUMMNYECKON
OnarHocTuke onpepensieTcs CHUXeHUEe akTUBHOCTU JIU30COM-
HOW 6eTa-ranakro3ugasbl B NenkouuTax, NoBbILLEeHNEe akKTUB-
HOCTU Kucnon gocaTtasbl, XuToTpnasmagasel. B aHanuse mo-
4n — onmrocaxapuaoypus.

YacTtbix myTaumn B reHe GLB1 He onncaHo. BoamoxHO npo-
BeJeHVe MOSIHOro CeKBEHNPOBaHUSA reHa.

Tepanus cumnTomatnyeckas. [MporHo3 HebnaronpuaTHLIN,
CMepTb HacTynaeT B Bo3pacTe o 3-x ner.

(npogomkeHve B cnegytoLemM HomMepe)
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WNHdopmauums o coaBTopax:

JXypkosa Hatanbsa BsiyecnasoBHa, KaHAMAAT MEAVLIMHCKMX HayK,
CTapLUnii Hay4HbIA COTPYAHWK rPynMbl FeHEeTUHECKMX CCNefoBaHnin
naéopartopun MembpaHonorun Hay4Horo ueHTpa 3goposbs geteri PAMH
Appec: 119991, MockBa, JTOMOHOCOBCKUIA NpoCneKT, 2/62

TenedooH: (499) 134-0345

MaBnosckas EneHa BavecnaBoBHa, kKaHanAaT MEAULIMHCKUX Hayk,

Hay4HbIVi COTPYOHWUK OTAENEHUs NeamaTpu4ecKor racTposSHTEPOSIOrun, renaToso-
rum n guetonorun HAW nutanmna PAMH

Appec: 115446, MockBa, Kawwmpckoe wwocce, 21

TenedpoH: (499) 613-7101

KaraHos Bopuc Camymnosuy, 1neH-koppecrnongeHT PAMH,

[IOKTOP MEAVLIMHCKMX HayK, Npodeccop, PyKoBOAUTENb OTAENEeHNs
nefnaTpuY4ecKoi racTpoIHTEPONOrum, renaTonorum U AUeTonorum

1 3aMecTuTeNb AMPeKTopa Mo Hay4YHomn n neyebHon paéote HNN nutanna PAMH
Appec: 115446, Mockea, Kawunpckoe wocce, 21

TenedpoH: (499) 613-9257

MEXAVHAPOAHAA MEAMLHHCKASA NEYATD

MHdekunmn moyesbiBOAALLINX NMYyTEW Y AeTen B Bo3pacte 1-3 mecsues

MOXXHO J1Ie4YuTb ambynaTtopHoO

Mpn HdeKumMsax moyesbiBogALLMX nyTen (VIMIT), conposoxaatoLumxcs hebpusibHon TeMnepaTtypon, y Aeten B Bo3pacte 1-3 mec
O6LLIENPUHATON NPaKTUKOM ABNSETCA rocnutannaaumsa U BHyTPUBEHHOE Ha3HaYeHne aHTMOMOTMKOB. [N onpeneneHns BO3MOXHOC-
™ adhpekTnBHON Tepanumn VMM y faHHOM KaTteropuu naumMeHToB B YCNOBUSAX OHEBHOro ctaumoHapa yyYeHbiMv 13 MeguumHCKoro
ueHTpa YHueepcuteta MoHpeans (Kanaga) 6b110 nMpoBedeHO KOrOpTHOE MccregoBaHve, Bko4dasllee 118 pgeten B Bo3pacte
30-90 gHer ¢ npegnonaraemMbiMu VM.

Bcem getaM HaszHavyanu Tepanvio BHYyTPUBEHHBbIMU @aHTUOMOTUKaMK, Npu aTom 43,2% peten (n = 51) 6b1nv rocnMTanua3npoBaHbl,
a 56,8% (n = 61) nony4yanu neveHne Ha 6a3e OHEBHOro ctaumnoHapa. Cpegn oeTen, NPoXoaMBLUMX fleHeHne Ha 6a3e OHEBHOro cTa-
umnoHapa (cpefHun Bo3pacT — 66 oHen, gnanal3oH — ot 33 go 85 gHent), anarHo3 UIMI 6bin noaTeepxneH y 86,6%. Y 84,5% peten
13 Mo4un 6bina BblaeneHa Escherichia coli, y 6 neten 6bina BbisiBeHa 6aKkTepuemMus, npudemMm y 5 n3 HUx — takxe o6ycnoBrneHHas
E. coli.

Y naumeHToB [HEBHOro cTauMoHapa cpefHas NPOAOSDKUTENBLHOCTL BHYTPUBEHHONO BBEAEHUS aHTUOMOTUKOB CcocTaBuia
2,7 OHel, a cpefdHee YMCMO MOCELLEHUN KIMHWUKK — 2,9 (y4nTbiBas BU3UTbI AN NPOBEAEHNS MUKLMOHHOW LMCTOypeTporpadum).
KomnnaeHTHOCTL B JaHHOM rpynne nauneHTos coctasuna 98,3%, 1 nuib y 8,6% feteit 6binn NpobsieMbl C BHYTPMBEHHLIM BBEfEe-
HVMeM aHTMbnoTukoB. Cpeamn NnaumeHToB OHEBHOrO CTauMoHapa C NOATBEPXAEHHbIM AnarHo3om VIMIT neveHune 6bIn10 yeneLHbIM y
86,2%: 6b11 NoceLLeHbl BCe BU3NTLI, OTMEYeHa NonoXuTernbHasa AMHaMmmka CoCTOAHMSA, HopManu3auns TeMrnepaTypsl Tena B Teye-
HVe 48 4 OT MOMEHTa Havarna fe4yeHus, NnosyyeHsl oTpuuaTtesibHble pe3ynbTaTbl KOHTPOSbHbIX aHaNNM30B MOYU U KPOBW, N HX OOWH
13 NauMeHToB He OblI rocnUTanManpoBaH.

Taknm o6paszom, pesynstaTbl MCCe[oBaHNsa NPOAEMOHCTPUPOBAN BO3MOXHOCTL NpoBefeHnst 3pdEKTUBHON Tepanuu BHyTpU-
BEHHbIMU aHTU6MoTMKamMu VIMI, conpoBoxaaroLmxcs pebpunnbsHon TeMnepaTypon, y aeten 1-3-mMecqa4Horo sospacrta B YCoBUsX
JHeBHOro crtaumoHapa. lpefacTaBneHHbIN Noaxon MO3BOMAET 3HAYMTENBHO CHU3UTb HEOO6XOAMMOCTb rocrnuTanu3auumn neten
1-3 mec ¢ npegnonaraemsivun VIMIT.

Doré-Bergeron M.J., et al.

Urinary tract infections in 1- to 3-month-old infants: ambulatory treatment with intravenous antibiotics.
Pediatrics 2009; 124: 16-22.
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