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[oMoUunCTUHYpPUSA

- HacneacTBeHHoe 3abonesaHne, NpmM KOTOPOM
nepBNYHOE U3MEHEHNE MeTabornama
obHapyXeHO B 0OMeHe cepocoaepKaLlmx
amuHokmcnot [Carson, Neill, 1962; Muddetal.,
1964] 3aboneBaHne ABNSETCS ayTOCOMHO-
peLeccmMBHbIM, YacToTa BCTPEYAEMOCTH
coctaBnset 1:200000 HaceneHus.




dTUonorus

HasBaHne _ - [OedeKTHbIN dDEPMEHT
[omounctunHypus |- LluctatmoHunH-beta-cuHTasa
[omouuncturypma Il -

N5, N10-meTnnenTetrparngpodonar-pegykrasa

[omounctnHypus lllI- Hnskaga aktmBHoCTb N5-
METUNEHTETParnapodonaT:

[omoumcTuHypua IV - romouymcteunH
TpaHcMeTunasbl, 00ycrnoBneHHas HapyLleHNeEM
CUHTE3a MeTurkobanamuHa.




BriepBble roMmouncTUHypua onncaHa B 1962 .
KapceH n Hennom. K HacTosLwemMy BpeMeHu
onncaHo bonee 100 bonbHLIX. B ocHOBe
3abofieBaHNA NEXUT OTCYTCTBUE UITN CHMXKEHNE
aKTUBHOCTU pepMeHTa LUMCTaTUOHUHCUHTETA3bI,
eMy B KayecTBe KodpakTopa Hy>XeH BuTamuH B1 2,
a B KayecTBe cybcTpara - ponmesas Kmucnora.




bunoxumua natoinorunm

[oMoUMCTUHYPUSA 0ByCroBrieHa dH3MMaTUYeCkum 6rokomM B obmeHe
METNOHNHA. [oMounCTUH obpa3syeTcs B pesynsrarte OTLENNeHnd
METUMNBHOM rPynmnbl OT MONEKYSbl METUOHMHA U OObIYHO KOHOEHCUPYETCS C
MOSEKYNOn CepuHa, npespallascb B UMCTAaTUOHUH. Peakumsa koHgeHcaumm
KOHTponunpyetcs ePMEHTOM LNCTAaTUOHUH BeTa-CUHTa30M
(cystathionine beta-synthase; EC 4.2.1.23 ). HegoctaTto4HocTb
OaHHOro doepMeHTa CONpoOBOXAAETCA HapyLLEHMEM coaepKaHns
METUOHNHA, TOMOLIMCTUHA, LMCTAaTUOHMHA N OTKIIOHEHMEM B NPOTEKAHUM
psaa ConpsiKeHHbIX peakunn obMeHa, YTo NPUBOAUT K NOPaXKEHMUIO
coeaAuHUTEnNnbHOM TkaHn 1 ronosHoro mo3ra ( Mudd S.H., 1983 ; Mudd
S.H.,1985).

CybbeanHmua UMCTaTMoHMH 6eTa-cnuHTasbl COCTOUT U3 551
aMUHOKMCNOTHOro ocTtatka ¢ MonekynspHbiM BecoM 63 k-Da. 3H3mm
LMCTaTUOHUH BeTa-CnHTasa npeacraenseT cobon TeTpamep,
CBSA3bIBAKOLLNN ABa cybcTpaTa (rOMOLMCTEVMH U CEPUH) U TPU
OOMNONHUTENbHbIX NuraHaa (KosH3um nupoaokcans 5'-docdar,
EepUYECKNIA aKTMBATOP S-adeHO3UNTIMETUOHNH U reMm).




Knaccudukauums

BUTaMWUH B6 -yyBCTBUTENbHAS
BUTaMNH B6-HeuyBCTBUTENBHAS

—



KnuHuka




[MposaBnsATCA NOCTENEHHO B TeYeHMe NepBoro roga
XN3HM pebeHKka B BMae craboBblpaXeHHoro
oTcTaBaHus B Bece U pocTe. [Npun aTom annetut
pebeHka ocTaeTcss HopManbHbIM, PYHKLNK
XKEnyao4YHO-KMLLIEYHOro TpakTa He cTpajaloT, OAHaKo
BCE MOMbITKN YNyYlUNTb NUTaHne pebeHka
OONONHUTENbHBIM BBEeAeHneM bernka B BUAe TBopora
UNn Kedumpa TONbKO YyCyryonsoT nonoxeHue.

OTmMevaloT No3aHee 3akpbiTMe PoaHNYKa,
NCKPUBINEHNE KOHEYHOCTEN, PEOEHOK
pasgpaxuTterneH, Nnakcue, y HEro HapyLLaeTca COH, a
OedUUNT Macchbl Tena HapacTaer.




Takne petu Nnpn poXxXaeHn BolMAaAT 30POBbIMN.

[uarHo3 yctaHaBnmMBaroT B Bo3pacTe 3-X NneT, Korga
oOHapyXMBalOT NOABLIBUX XpycTanunka, HO B DOSbLUMHCTBE Clly4YaeB
sipKasi KnnHunka passueaetca o 10 net. Pogutenu same4varoT, YTO BO
BpeMsi ObICTPOro ABMXKEHUSI TONOBOW pagyXKn pebeHka apoxar.
3aTeM NpucoeanHAKTCA U apyrne rnasHole CUMMATOMbI: MUONKUA,
acTurmaTtmnam, rrnaykoma, Karapakra, OTCrnonka cetyaTku, aTpodus
3pUTENLHOro Hepsa. AHOManuM cKerieTa y Takux geten npoABArTCS
ocobeHHo 4YacTo. [Npexae Bcero, oTMe4aeTca aucnponopums
TENOCNOXEHNA B BUAOE YKOPOYEHUS TynoBuLla, yarmHeHusd
KOHEeYHOCTEN, YMEPEHHO Bblpa)XeHHbIN OCTEONOPO3 KOCTEW, CKOMNMMO3,
NCKpUBNEHNE roneHn, gedopmaumnm rpyaHomn KneTkn, BbiICOKkoe HebO,
nonas crona. Y atux geten ronybble rmasa n cneumdumyeckas
sputema B dopme 6aboukn (ropsilme CKynbl) U SpuTEMATO3HAS
NATHUCTOCTb KOHEYHOCTEN. YacTo nporpeccupyeTt ymcTBeHHad
OTCTanoCTb, OQHAKO Y HEKOTOPbIX OOSIbHbIX MHTENSEKT HE HAPYLLUEH.
Okono 10-15% 6onbHbIX CTpagaT OT Cyaopor.

Crnegyowmm OCrnoXHEHMEM 3Toro 3aboneBaHus siIBNAETCS
TpoMbBOaMOONNa cocyaoB pasfIMYHOro AnamMeTpa, B YaCTHOCTU
FONOBHOIO MO3ra, KoTopasi MOXET NposiBNATLCA B Nt0OOM Bo3pacTe.




YMCTBEHHAA OTCTAJIOCTb

HapPYLLIEHWIO TOHYCa MblLlLL (CNAaCTUYHOCTb, pexe
MblLLEYHasA TMNOTOHUST), CYAOPOXKHbIM
COCTOSIHUAM, TMNepKUHe3am, BereTaTuBHbIM
paccTponcTBam

KaTapdKkTa, MaykomMa

XapakrepeH MmapdaHonoaobHbIN CUHOPOM —

apaxHOOaKTUNUA, AJIMHHbIE KOHEYHOCTU, KOCTHO-
CyCTaBHble HapyLLueHnsa (KnoCcKonno3ssl,
aedoopmMmaunm rpygHom KneTku, niocKocTonue,
CKITOHHOCTb K Neperiomam u aHKUNo3npoBaHUIO
CyCTaBOB, OCTEOMNOPO3), NOABbLIBUX XpycTanuka,
MUOMMUS.




bonbHbIE 0OLIYHO CBETNOBOMNOCKLIE, rofiybornassle

MoryT oTmMeyaTbCcs TeNeaHrmakTasum, KpacHoTa
KOXW B 0O6NacTu CKyroBbIX Ayr, HEPeaKo
TPOMOO3bl BEH, apTEpUN cCpeaHero Kannopa

B BellecTBe Mo3ra onpenensanTcs o4arn HeKpo3sa
1 rNno3a, nHorga crnoHrno3Hasa gereHepaums. B
onpeaenieHHbIX cryvyasix Haxo4AT KUPOBOE
nepepoXxgeHme nevyeHu.










IInarHocTuka

rOMOLUMCTUH B MOYeE

npoby C HUTPoONpyCcnaom

bymarkHas xpomartorpadusi aMMHOKUCIIOT
onpenensoT coaepXaHme aMMHOKUCIIOT B nyiasme

[lnarHocTnyeckmmmn Tectamm MOryT CIy>XUTb
Takke OTCYTCTBME MNOBLILLEHNS codepXaHUs
HeopraHn4yeckoro oocgoata B Mo4e npu Harpyske
METUOHNHOM U €ero HopmMarsibHO€ MoBbILLEHME MNPU
Harpyske LMUCTUHOM.




[oMoUUCTUHYpPUIO crieayeT
andpdepeHUNpoOBaTb
oT cuHgpoma MapdhaHa

nocneacTBMn BHYTPUYTPOOHOU acdunKkcum um
HEVUPOUHMEKLNN

POJOBOW TPaBMbl
OpYrux HapyweHun obbema aMUHOKUCNOT.

—



JleyeHue

CyuwecTByeT ABe OpMbl AaHHOro 3aboneBaHns, ogHa U3 KOTOPbIX
nogaaeTcd nevyeHuto conbwummn gosamm (50— 500 Mr B CYTKN)
BUuTamuHa B6, a gpyras tpebyet anetndeckoro nutaHusa. [ueta
OomkHa BbITb MarODENKOBOW C HU3KVM cogepXaHMem MeTUOHMHA U
OONONHUTENbHLIM BBEeJeHUEeM KanbLud, Xenesa U BATaAaMUHOB.

KonunyecTtBOo METUOHMHA B nie4edbHOM nuTtaHum coctasnsaet 29—45 wmr
Ha 1 kr maccbl Tena pebeHka, YTo AOCTUraeTcs UCKoYeHrnem (unu
CHWKEHNEM) U3 paLIMOHa NPOAYKTOB XXNMBOTHOIO MPOUCXOXOEHUS.

K cneuunanbHbIM NpoayKTaMm OTHOCATCS Tak Ha3blBaeMble XenaTUHOBbIE
KOHJETHI, coaepXxallumue cMecb aMUHOKUCIIOT, 6e3benkoBbin xXneo,
caxaposa, JeKCTPUH-ManbsTo3a.
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[lpegnaraemble eCTeCTBEHHbIE NMPOAYKTbI: XenaTtuH, MOSoKO,
KYKYpPY3Hble XJ10Mb4d, pUC, YedyeBunua, apaxmcoBoe N KYKypy3Hoe
Macrna, Kaptodernb, gpyrme oBoLwU U OPYKThI.

[MpoayKTbl C BbICOKMM COAEPXXaHMEM METMOHWHA: TBOPOT, CbIp,
ANLIO KYPUHOE, MACO FOBSXXbE, MSICO KPOIiMKa, MACO KYpUHoe,

cenbb, TPeckKa, Ne4YyeHb roBskKbs, MOYKU FOBSXKbU, COSl, TOPOX,
MYKa MeHnYHas.

[TpoayKTbl C HA3KUM coaepXaHnemM METUOHUHA: MOSOKO
KOpOBbe, KO3be, XXeHCKOoe, pUC, MOPKOBb, CBEKNa, Kaptodensb,
rOpoOLUEK 3€efeHbI CBEXNN N KOHCEPBUPOBAHHbLIN, MOMWAOOPLI,
baHaHbI, anesibCUHbI, MaHOapUHbI




