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* 3TMONOTNA BO3HUKHOBEHMA 3aboneBaHUA

* [laToreHe3 roMmouUUCTUHYPUMU

* Knaccnpumkaumsa romouncTmHypum
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BMNepBbleé TOMOLUY AHV P UNS
6blna onucaHa B 1962 roay
KapceH n Hennom.

YacTtoTa BCTpe4yaemocCTu B
nonyaAuMmn HOBOPOKAEHHbIX —
1:50000- 1:160000.
PacnpocTpaHeHHOCTb cpeau
Ma/1IbMMKOB U gesoyeKk — 1:1.



[TPUYNHBI FOMOLUCTUHYPUN

Ha cerogHALWHUN AeHb N3BECTHbI 4 TNa meTabosnyeckux
HapYLLIEHUN, KOTOPbIE MOTYT JieXaTb B OCHOBE NaTO/1I0TMU, B CBA3M C
4yem BblAenAT cneayrwme bMoXmmmnyeckme BapmaHTbl
3abonesaHus:

fomoumnctuHypua | — obycnoBneHa oTCyTCTBUEM NN CHUXKEHUNEM
aKTUBHOCTU PpepmeHTa UMCTaTUOHUH-beTa-CUHTA3bl
(Knaccnyeckas romouUCTUHYPUA).

[omounctuHypma Il — obycnoBneHa OTCYTCTBMEM UIN CHUXKEHMEM
aKTuBHOCTU pepmeHTa N5, N10-meTmnneHTetTparnapodonat-
peayKTasbl.

fomoumnctnHypma lll — obycnoBieHa HU3KOM aKTUBHOCTbIO
depmeHTa N5-meTnneHtetrparnapodonara.

[omouunctnHypusa IV — obycnoBneHa OTCYTCTBMEM WU CHUMKEHMEM
aKTUBHOCTM PepMeHTa TOMOLIMCTEMH TPAHCMETU1a3bl, BbI3BaHHbIM
nedbeKkTom CMHTE3a MeTUAKobanamMmuHa.



HenocpeacTBeHHble NAaTOreHETUYECKME MEXAaHN3MbI MATONOMMU CBA3aHbI C
HapyleHMem meTabonnama HesaMeHMMOM aMUHOKMUCIOTbl METUOHMHA. B
OCHOBE 3a60/1€BaHUA NEKUT OTCYTCTBUE MU CHUKEHUNE aKTUBHOCTH
dbepmeHTa LUMCTaTMOHUHCUHTETA3bl, KOTOPOMY B KayecTBe KodaKTopa
Heobxoanm BUTaMuH B-12, a B KauecTBe cybcTpaTta — dponmnesana KMcaoTa.

Mpn MHaKTMBALUWN AAHHOMO NPOLECcca NPOUCXOANT SIH3UMATUYECKUNIA
O6N0OK: B KPOBM M TKAHAX HAaKaNaMBaeTCs NMPOMEIKYTOYHbIN NPOAYKT 0bmeHa
METUNOHNHA — TOMOLMCTUH, KOTOPbIN SKCKPETMPYETCA C MOYOMN; MPUN STOM
TaKXe YMEHbLUAETCA CoAepKaHNE LMCTAaTUOHMHA U LNCTUHA. BO3MOXKHOM
NPUYNHOMN HApYLLEHMSA MeTaboNMYECKOro NYTU TaKKe MOXKET CNYKUTb
rmnoBMTammHos B6 n B12, a Takxe ¢ponnesom KUCAOTLI.

BbICOKME KOHLLEHTPALUM METUOHMHA U TOMOLMCTUHA OKa3biBatoT
nospexaatollee 4enNcTBUE Ha BHYTPEHHIOK CTEHKY apTepuiA, YTo
COMPOBOXKAaeTcs yCuneHnem arperaumm TpomoboumMToB U Co34aHNEM
ycnosuin ana TpomboobpasoBaHmnA. Kpome aToro, otmevaercs
TOKCUYECKOe AeicTBME TOMOLIMCTMHA Ha HEPBHYIO, COEANHUTE/IbHYIO U
ApYyrue TKaHw.
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KnaccupuKauma romouncTMHypun

* B 3aBMCMMOCTN OT 0COBEeHHOCTEeN NaToreHesa
pa3an4yatoT Ase GOopPMbl FTOMOLIUCTUHYPUUN —
NMUPUAOKCUH3ABUCUMYIO (BUTaMUH B6-
4YyBCTBUTE/NbHYIO, bONee MArkyto) m
NMUPUAOKCUHPE3NCTEHTHYIO (BUTaMUH B6-
HEeYyBCTBUTENbHYIO, TAXKENYI0 POpMy), YTO
onpeaenseT BbiIbop metoga ne4ebHoro
BO34ENCTBMA HA opraHn3m. Obe st popmbl
BCTPEeYatoTcA C paBHOM YaCTOTOU B
NOpaXKeHHOM NoNyNALUUMN.



RAMHU4YeCcKmne npoAaBaeHuUA

. MposABNEeHNSA TOMOLUUCTUHYPUM HAPACTAOT MOCTENEHHO.
Jetn poxaatorca 6e3 Kakux-nmbo cneunduryeckmnx

[leTCKoM Bo3pacTe. K aTomy BpemeHM y pebeHka
NOSABAAIOTCA BblCOKOCMeundUUHbIE rNasHble CUMMNTOMbI:
NoOABbIBMX XPYCTA/IMKOB, BbipaXKeHHasA 61M30pKoCTb,
ApOoXKaHue paayXKu (MpuagoaoHes). HeckoibKo
nosaHee

NPUCOeaMNHAIOTCA aCTUrMaTU3M, INAayKOMa, KaTapaKTa,
OTC/I0MKa CETYATKU, aTPoUA 3pUTE/IbHbIX HEPBOB.
YacTo romounCTMHYPUM CONYTCTBYHOT YMCTBEHHAA
OTCTaNI0CTb, HAPYLUEHMA MbILEYHOro TOHYca (
CMACTUYHOCTb, PEXKE TMMNOTOHUA),

rMNepKMHesbl, CYyA0POXKHbIA CUHAPOM, NOBEAEHYECKNE
HapyLeHuns.







[MpakTnyeckn NosI0BUHA MALMEHTOB C I'OMOLI,MCTMHprEIz

HaXxo4AT XXMUPOoBOeE nepepoxKgeHne neyvyeHu.

MopaxeHne ONOPHO-ABMraTENLHOrO annapaTta MmeeT
XapaKTepHbIi MapdaHonogo6bHbI CUHAPOM:
apaxHOAAKTUAMA,  AJIMHHbIE  KOHEYHOCTM, KOCTHO-
CycTaBHble HapyweHua ( Knpockonmosbl, aepopmaumnn
rPYAHON KNETKW, B YaCTHOCTU KWAEeBMAHAs rpyaHas
KNEeTKa; NJIOCKOCTONME, CKAOHHOCTb K Mnepesomam W
aHKWNI03MPOBAHMIO CYCTaBOB, 0CTeonopos). OgHaKo ana
cuHgpoma MapodaHa He XapaKTepPHO CHUXKeHue
WHTENNEKTa U paa, APYTUX NPOABAEHUMN.
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OnddepeHyumanbHasn
AWarHoCTUKa

[OMOLUMUCTUHYPUIO
cneayet

MapdaHa,
nocneacTsumn
BHYTPUYTPOOHOM
acPuKcnn u
HEUPOUHPEKLUNA,
POAOBON TPABMbI,
APYrnX HapyLeHNI
obbema
aMMHOKUC/IOT.




Cumntombl EKY, roMmouMCTUHYPUM, TANAKTOIEMMU U TUCTUAMHEMUU

. O6uwme cCUMNTOMSbI;
YMCTBEHHAA OTCTANOCTL, HEBPONOrMYECKME PACCTRORCTEA, CYAOPOXHLIE COCTORHMA

. Crieuuguyeckue cuMNTOMSI:

Akaema MNopesienx xpyctanuka |Karapakra
Moua c 3anaxom | Kocthsle aedopmaumnmu | HenepenocumocTs

nneceHn MaTEpPHUHCKOrD
Monoka

. NamozeHemuyeckue MexaHUu3Mb! pasHbie:;
OTCcyTCTBME WIK HEAOCTATOMHOCTL (hepMenTa

DeHunanaHuH- LUmcTaTMoHMH- Manaxkro3o-1-
rmopoKcunasbl CUHTETa3kl docdarypu-
Auntpascgepask




[1narHoOCTUKa

OcHOBaHa Ha AaHHbIX O HAANYUKU
aHanormnyHoro 3abonesaHunA y bpatbes
NpW OTCYTCTBMW NPU3HAKOB 3aboneBaHUA
y poautenen 601bHOro YenoBeKa, Ha
COBOKYMHOCTU CMMNTOMOB (NoABbIBUX
XPYCTa/IMKOB, BTOPUYHAA rNayKoma,
N3MEHEHWA ONOPHO- ABUFATENBHOIO
annaparta, CHUXKEHUE MHTENNEKTa,
remmnapesbl). HeoueHnmyo NomoLLb B
pacno3HaBaHUM 601e3HM OKa3bIBatOT
MeToabl 1abopaTOPHOMN ANATHOCTUKM
(bnoxmmunyeckme, pepmeHTHbIE,
pPeHTreHo-pYHKLUMOHANbHbIE), BbIABAEHUE
romMmoumMcTnHa B moye. MNposoaaT npoby c
HUTPOMPYCUAOM, a TaKKe BymarKHyo
XpomaTtorpapumio aMMHOKUCANOT.
OnpeaenaArT coaeprkaHne aMMHOKMCAOT B
nnasme.

[AMarHOCTUYECKMMM TECTAMWU MOTYT
CNYXKUTb TaK¥Ke OTCYTCTBUE NOBbILLEHUA
coAaeprkaHmsa HeopraHuyeckoro ¢ocdarta B
MoYe NPU Harpy3Ke METUOHUHOM U €ro
HOPMa/IbHOE MOBbILLIEHWE NPU HArpy3Ke
LMCTUHOM



[lpeHaTanbHaA ANATHOCTUKA

e 3aKnto4aeTca B onpeaeneHnm akTMBHOCTHU
depmeHTa B BOPCMHAX XOPMOHa. [poBoanTcS
Ha 10 -11Henene. e B 6bonblINHCTBE
NnporpamMmm UCNO/Ib3YIOT baKTepmanbHbIN TECT
[aTpn Ha MeTUOHUH. K HecyacTbto B6 -
3aBUCMMaA popma He onpeaenaeTca npu
HEOHaTa/IbHOM CKPUHUHIE, N MOXOXKE YTO U
netun ¢ B6 - He3aBUCMMON GOPMOUN TaKKe
NPONYCKatTCA.



JleyeHue

* CywecTByeT ABe $pOpMbl AAHHOIO
3aboneBaHuUsA, 0gHa M3 KOTOPbIX NOAAAETCA
neyeHuto bonbwmmm aosamu (50—500 mr B
CYTKU) BUTammnHa B6, a apyras tpebyet
ANETUNYECKOro NuTaHua. [ineta gonKHa bbiTb
Ma106enKoBON C HU3KUM COAEpPKaHNEM
METUOHMHA U AONOJIHUTENbHbIM BBEAEHNEM
KasibUusA, Kenesa U BUTaAaMUHOB.



W BMECTe C AMETOU UNN BMECTO
anetbl. ButamuH B6 - 3aBucumasn
dopma neuntca
dapmaKonormyeckMmm Ao3amum
BUTamMmunHa B6 B coueTaHunmn c
$onneBomn KNCNOTOW.
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[Mocne npumeHeHMA OTHOCUTE/IbHO HEBbLICOKMX 403 BUTaMMHaA B6
Ha YeTBEPTbIN AEHb NEYEHUS NCHE3AIOT XapaKTEPHble AN
FOMOLMUCTUHYPUN PACCTPOMNCTBA OOMEHA BELLLEeCTB: TOMOLUCTUH He
onpeaenaAeTca B CbIBOPOTKE KPOBM U MOYe, coaeprkaHue
aMMUHOKMCIOTbl METUOHMHA CHUXKAEeTCAa A0 HOPMbI, NOBbIWAETCA
YPOBEHb aMUHOKUCNOTbI UMCTMHA. HO AaneKko He Bcerga npu
NIe4eHnn Takon GopMbl FOMOLUCTUHYPUM YAAETCA OrPAHUYNTBLCA
NPUMEHEHNEM OTHOCUTENBbHO HEBObLLUNX A03 BUTaMmHa B6.
Hepeako npuxoamtca npmberaTtb K 6oablinm Ao3am npenapara, a
npuem NPoAO0/IKaTb B TeHEHUE HECKONbKUX Hedenb. [pu
YCTOMYMBOW K TAKOMY MeToay neveHna Gopme roMmoLUUCTUHYPUMU
OCHOBHbIM METOAOM ABNIAETCA ANETA, COAEPHHKALLAA MUHUMAIbHOE
KOJINYECTBO aMUHOKNCIOTbI METUOHUHA. [lonycTUMOoe cogepKaHue
METUOHUHA - 29-45 mr Ha 1 Kr maccebl 1 pa3 B CyTKU. B OCHOBHOM
5TO AOCTUraeTca 3a cYeT 3HAaYUTENIbHOro orpaHnyeHns 6enkos
YXUBOTHOIO NPOMUCXOXKAEHMNSA



[lneta

BbICOKUM COoA4ePHAHUNEM
METUOHWNHA: TBOPOT, CbIpP, Fll;’ILLO
KYPUHOE, MACO rosa>xXbe, MACO
KPOJ/INUKa, MACO KYPUHOE, Ce/ibAdb,
TPecCKa, nevyeHb rosAxXbod, MNOYKHU
roBAxXbu", COA, ropox, MyKa
nuweHn4YHaAdA.




Mpu NeYeHNn roMOLUCTUHYPUN NOCTOAHHO NPUMEHAIOTCA TaKXKe
HebonblLMe A03bl MATKOAENCTBYIOLMX NPEnapaTos, NPenATCTBYOLLINX
CBEPTbIBAHMIO KpoBU. K TaKMm npenapaTtam OTHOCUTCA BCEM M3BECTHAA
aueTMacannumMnoBas KMcnoTa (acnupuH), Kotopasa NPUHUMaETCA
e)KeJHEBHO B HU3KOW A03MPOBKeE, onpeaensaemomn Bpadyom. ¢ Mposoantca
TaK¥e fieyeHne, HanpasieHHOE Ha NPOPUNAKTUKY Pa3BUTUA ITaYKOMbI
WK Ha ee ycTpaHeHue. Kpome Toro, npu HeobxoaMMOCTU UCNONb3YHOTCA
npenapaTbl, CHU}KAlOLWME apTepUanbHoe AaB/iEHUE, OKa3biBatowme
NPOTUBOBOCMANUTE/IbHOE AECTBUE, YAYyYLLaOLWME AEATENbHOCTb
ro/IOBHOro Mo3ra (HOOTpOnMbl), @ TaKk¥Ke renaTonpoTeKTopPbI.

Mo NnoKasaHUAM Ha3Ha4YalTCA NOBTOPHbIE KYPCbl Maccaka u ie4ebHom
bU3KYNbTYpPbI, Na3epHan akynyHKTypa n pednekcotepanusa. bonbluoe
BHUMaAHME yaensaeTca Ne4YeHmo XPOHNYECKNX o4aros MHGEKLUN,
PeLLleHnI0 BONPOCOB O CPOKAxX ONEpPaTUBHOIO IeYEHUS, @ TaKKe
CaHATOPHO-KYPOPTHOMY JIeYEHUIO.



[1POrHO3 rOMOUUCTUHYPUN

BbisBneHue 3aboneBaHmA Ha JOKAMHUYECKOWN CTaAUN, PaHHEEe
Haya/10 neyeHus u cobnroaeHne ne4yebHom anMeTbl NO3BONAIOT
OTCPOYUTb AN NPEeaOoTBPaTUTb MHBANNAN3ZNPYIOLLME OCNOXKHEHUA
(MHTEennekTyanbHble HApyLWeEHUs, Napaanyn, aTpoPuio 3pUTeNbHbIX
HEpPBOB, NErOYHOE CepALle, TAXKENYIO aPTEPMAJIbHYIO

TMNEPTOHUIO, UHCYIbTbl, MHPAPKTbl BHYTPEHHMX OpraHoB 1 Ap.). B

CEMbSX, I1e eCTb HOCUTENN FTeHa FTOMOLUUCTUHYPUN, HEOBXoaAMMO
npoBeAeHNeNHBA3UBHOW NPeHaTaAbHOW AMArHOCTUKM C
onpeaeneHnem akTUBHOCTM GepMEHTA B Ky/ibType KNEeTOK BOPCUH
XOPUOHANIM aMHUOTUYECKOM XKUAKOCTU. B OTHOWEHNN aeTen ¢
FOMOLMCTUHYPUEN aKTyaNbHbl BOMPOCHI CNELMNAIM3UPOBAHHOTO
obyyeHus, npodeccmoHaIbHON OPUEHTALMN, COLUATBbHOMN
aJanTtaummn, AUCrnaHcepHoro HabageHmnA cneumanncros.
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