CuHapom
[ omorucTuRYpUS

CtyaeHTKa 5 Kypca,
1 mea dpakyneTeTa, 8 Aec.
My3bika JlioboBb leHHaabLeBHa




‘flomoumcTu HYPWUA - renetnuecku

obycnosreHHasa aH3umonaTug, odbycnosrieHHasa
nedeKkTom B-UMCTaTUOHUHCUHTA3HI,
Xapaktepuayrulascst HapyleHmem obmeHa
He3aMeHNUMOW aMUHOKUCIIOTbl METUOHUHA,
NOBbILLEHNEM YPOBHS TOMOLINCTUHA B
BNONOrMYECKNX KNOKOCTAX U TKAHSX,
NPMBOAALLNM K MOBPEXAEHMIO OPraHoOB n
CUCTEM.




* BnepBblie roMOUNCTUHYPUA onncaHa B 1962 .
KapceH n Hennom.

*['lo gaHHbLIM MAcCcOBOro CKPUHWHIA B PA3HbIX
CTpaHax 4aCT1oOTa rOMOUNCTUHYPUN
cocTtasngeT oT 1 Ha 58 000 oo 1 Ha 350 000

HOBOPOXOEHHbIX. MedigalP@anets it

B Unaffected
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H | Carner
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son daughter daughter son




J2THUOJOI' Ui

- 3aboneBaHne cBA3aHO C reHETUYECKN
NETEPMUHNPOBAHHBIM AedEKTOM

B-LMCTAaTMOHMHCUHTA3bI, KaTann3npyoLLEeWn
obpasoBaHue UMcTaTMOHMHA U3 cepuHa u
roMoumcTenHa.

» Tun HacnegoBaHNA — ayTOCOMHO-
PELIECCUBHDbIW.

* ['eH CBS nokannsoBaH Ha ANMMHHOM nfieye
XpPOMOCOMbI 21, B pernmoHe 21qg22.3.




[OMOLIMCTENH SABNSAETCA NPOMEXYTOYHbIM
NpoayKTOM pacnaga METUOHMHA U B HOPME He
COOEPXKNTCA B Nia3me n Mo4e, Ho gedekTbl Ha
Tpex pasHbix aTanax depmMmeHTaumm MoryT
MPUBECTN K TOMOLIMCTUHEMUU U
rOMOLIMCTUHYPUN.

B KpoBW 1 TKaHSX HaKanIMBaeTCs
MPOMEXYTOYHbIN NPOAYKT OOMeHa METUOHUHA
— FOMOLIUCTUH, KOTOPbIN 9KCKPETUPYETCS C
MOYOMW; NMPU 3TOM TaKKe YMEHbLLAETCH
cogepKaHne UMCcTaTMoHMHA N LUCTUHA.




* B ocHOBe 3aboneBaHusa NeXuT OTCYTCTBUE
NN CHMXKEHNE aKTUBHOCTUN DePMEHTa
LMCTaTUOHUHCUHTETA3bl, EMY B Ka4eCcTBe
KodpakTopa Hy>XeH ButamunH B12, a B
KadecTBe cybcTpaTa - dornmeBas Kucrnora.

* BO3MOXHOM NpUYNHON HapyLLEHNS
METaAbONMYECKOro NyTU Takke MOXET
CINY>XUTb rMnoBnuTamMmHo3 B6 1 B12, a Takxke
doonneBoun KUCMOTLI.




* BblCOKME KOHLIEHTPaLUMN METUOHMNHA U
rOMOLUMCTUHA OKa3bIBalOT NoBpeXxaatoLlee
OEVNCTBME Ha BHYTPEHHIOK CTEHKY apTepui,
4TO COMPOBOX/AAETCA yCUNeHnem arperauum
TPOMOOLINTOB U CO3LI,aHI/IeM ycnosmm ans
TpoMbOOOpa3oBaHus. —— :

- Kpome 3T0ro, oTMme4aeTcs TOKCU4YEeCKoe
OEeNCTBME FOMOLIMCTUHA Ha HEPBHYIO,
COEOVHUTENbHYIO U APYrnue TKaHMW.




Pa3sHOBMIHOCTH 3a00JIEBAHUS

* B6-3aBucumMas (NMpnaoKCUHYYyBCTBUTENBHAS),

* B6-pe3uncreHTHaA (NMPpUOAOKCUHPE3UCTEHTHASA),
obycrnosrneHHOW gedekTom [3-

LHNCTATUOHNHCUNHTAS3bI.




KJIMHUYECKUE NTPOSBICHUSA

* [1lpoaBneHna roMoOLUUCTUHYPUN HApacTaloT
nocTteneHHo. Takne oetu npu poxaeHum
BbIMMAOAT 300P0BbIMU, D€3 KaKUX-Nnbo
cneunduyeckmnx OTKIMoHEHUN,

- B TeyeHme nepBoro roga XmnsHu pa3BmBaeTCH
YMEPEHHO BbIpakeHHasi rmnoTpodus.

- [lnarHo3 yctaHaBnnBatoT B BO3pacTe 3-X JeT,
Korga obHapy»XmBaroT NOABbIBUX XPYyCTarinka,
HO B OONbLUMHCTBE Cly4yaeB sipKasi KINMHUKa
pa3BuBaeTcda o 10 ner.




Y pebeHka HabntogaeTcs oTcTaBaHUE B
Habope macchel Tena un pocte. BeeageHue
KOppUrMpyroLmx 4obaBoK 1 NPUKOPMOB
TOJTbKO YCYryonseT rnpoLecc.

» XapakTepHbl pa3gpaXKUTenbHOCTD,
N1akCUBOCTb, HApYyLLEHNE CHa, OTCTaBaHWNE B
YMCTBEHHOM pPa3BUTUU;

* Mo3gHee 3aKpbITe POAHUNYKOB;




*MopaxeHue rna3 NposBNAeTCH BecbMa
cneundnyHbIM O4ns roMOLUUCTUHYPUN
NOABbLIBUXOM XpPYyCTalnuka, a Takke pe3kmum
CHMXXEHNEM OCTPOThbI 3pEHUSA (BblpaXkeHHOW
B6IM30PYKOCTLIO), APOXKAHNEM PadYKKU
(LUBETHOM YaCTU rNasa BOKPYr 3payka).

» [MocTeneHHO popmmpyeTcsa acTurmaTuam,
KaTapakTa, MoBbILLAaeTCA BHYTPUIIa3Hoe
[JaBrieHne, pa3BmBaeTcs aTpodus
3pUTENbHbIX HEPBOB U, Kak CneacTBueE,
cnenoTa. BoamoxHa oTcrnorka cetyaTku.




[TopaxeHne onopHoO-ABUraTeribHOro
annapara: BbIgBAIOTCA aHOMannum CTPOEHUS
Tena.

B0O3MOXHbI HEMPOMNOPUMOHANbHO OANUHHbIE
KOHEYHOCTW M nanbLbl (apaxHogakTunms),
NIOCKOCTOMME Unu norag crtona, n3dbITOYHas
nogBMXXHOCTb CYCTaBOB, KUeBugHaga
(«KypuHasi» rpyab) Unm BOPOHKOODpasHad
rpyaHas KrneTka, UCKpuBreHne no3BoOHOYHMKA U
roneHeun, BbICOKOe (roTtuyeckoe) Hebo.

PaHo pa3BMBa€eTCS OCTEONOPO3, B CBSA3U C HEM
yacTo HabnaarnTCcsd MHOTOYUCTIEHHbIE
naTornorn4yeckme

naenanOMKkl KOCTAIA MDA He”RHAUTANKkHKIY







*[opaxeHune cocyancToun
CUCTEeMbI CBSI3aHO C
MHO>XECTBEHHbIM
TPOMOO30M.

* TpomMObI 0bpa3yroTcs U B
apTepuarnbHbIX, U B
BEHO3HbIX cocyaax noboun
nokanusauun:

° B JIErkKnx (Tpomb0ambonms
Nero4yHomn aptepun),

*B cepaLe (MHdapKThl),

° B NOYKaX, B KOHEYHOCTAX
(TpOoMBOPrIedUThI),

*B ITOJIOBHOM MO3re

Mospexaexne




MopaxeHne HepBHOW CUCTEMbI: B
OOSbLLUMHCTBE CriyyaeB 3TO CBA3AHO C
NPOrpeccmpyoLiMm TPOMOO30M MENKNX
COCYyO0B.

[lpoaBnaeTCcsa HapyLleHnem
MHTENNEeKTyanbHOro pasBmuTns, MblLLEYHOIO
TOHYyCa, NosABleHNEM HEMPOU3BOSbHbIX
OBWMXEHUN B KOHEYHOCTAX, 3anNnUnenTu4yecknmm
npunagkamu, NCUXMYeCKUMnN paccTponucTBamu.

dopmupoBaHme Tpombo3a B KPYMHbIX cocyaax
4ypeBaTO BO3HUKHOBEHUEM ULLEMUYECKNX
MHCYJbTOB C pa3BUTUEM Nape30B B
KOHEYHOCTSX, HapyLUEHUEM peyn,
KoopauHauuu, rmotaHnst, HapyLueHUem
YVBCTBUTENbHOCTMW.




* [MopaxeHune KOXWU: NoABNAKTCS
KpacHoBaTble NSATHaA B 0bracTtu
CKyn Ha nuue («ropswme» cKynebl),
Ha KOHEYHOCTSAX, TeNeaHrnaKTasnm
(cocyaucTble «3Be3004YKNY).

* CyLLeCTBYIOT BHELLHNE
0CODOEHHOCTU (DEHOTUNUYECKUE)
BOSIbHbLIX FTOMOLMUCTUHYPUEN: STO
BbICOKME XyaoLlaBble Noan co
CBETNbIMU peaKMMn Bosiocamu u
ronyobiMu rnmasamu (MHorga gaxe
anbOMHOCHI).




Jluaraocrtuka

NIABOPATOPHAA OUATHOCTUKA

B KpOBU N MOYE OONbHbIX MOBbLILLEH YPOBEHbDb
METUOHUHA N TOMOLUWNCTUHA NMPU CHNXKEHHOM
ypoBHE LNCTUHA. I3MeHeHns CTaHOBSATCH
bonee BblpaX€HHbIMW MOCJ1€ HAalrpPpy3KH/
METNOHUHOM.

» [lInarHo3 MoXeT ObITb NOATBEPXKAEH
MOJSIEKYNAPHO-TrEHETUYECKNM
nccnegoBaHnem reHa CBS.




* lmaHna-HuTpOonpyccuaHbIn TecT (TecT

BpaHaa) HanpaeneH Ha BbiBNeHne 4edeKTOB
obmMeHa cepocoaepXallmux aMMHOKUCIOT (ans
KayeCTBEeHHOro onpeaeneHnst LMCTUHa U roMoLMCTUHA
B MOYe).

- K 0,5 mnn moun gobaensietcs 200 MK 5 % LUyaHuaa
HaTpusa. Yepes 10 MUH NpmnbaBnsAloT HECKOBbKO Kanernb
5 % pacTBOpa HUPTpPOMNpyccmuaa HaTpus.

* Peakumna cumMtaeTcs NonoXnTernbHOU Npu NOABNEHUN
Pas3NnMYHOW CTEMEHN 3eMNEHOro oKkpallnBaHuA.
[TonoXxuTternbHbIN TECT HAbngaeTca npu
FOMOUNCTUHYPUUN, UUCTUHYPUN, TMNEPaMMOHNEMUMN.,




* Konn4yectBeHHOe onpeaeneHue
roMouMcTUHa B MoYe, a TaKKe METUOHMHA U
rOMOLIUCTUHA B NNAa3Me MOXET ObITb BbINOSTHEHO
C NOMOLLIbHO KONMOHOYHOM XpomaTtorpadoum Ha
aMWHOKUCITOTHOM aHanusartope.

- OTOT aHanu3 npegycMmaTpmBaeT YCTaHOBIIEHUE
YPOBHS TOMOLICTMHA, FOMOLIMCTENHA,
METUOHWHA, UMCTAaTUOHNHA, LMCTUHA U
ancynbdnaoB roMOLUCTENH-LUCTENH.




OnpeaeneHne akTUBHOCTU
LUCTAaTUOHMHCUHTETa3bl B Ne4YeHU No metoay
Mudd n coaBT. (1964)

OKCTPAKT Kyco4dKa neveHu, nony4eHHOW rnpu
NPUKN3HEHHOW Broncuun, MHKYoOUpyoT ¢ BydrepHbIM
pacTtBopom (pH 8,3), B cocTaB KOTOPOro BXoauT
nupuaokcanbdocdar, L-romounctemnH, L-cepuH-3C u L-
LMCTaTUOHWUH.

[Tocne nHkybaumm npu cCOOTBETCTBYHOLLNX YCINOBUSX
cepuu 1 UMCTaTUOHUH pas3genarT METOL4O0M KONMOHOYHOM
XpomMaTtorpadouu n onpeaensaiT paguoakTUBHOCTb
LucTaTMOHNHA.

B akcTpakTe nevyeHn 00MNbHbIX FOMOLIMCTUHYPUEN
OTCYTCTBYET 3H3MMaTU4eckas akTUBHOCTb, a 'y
reTepo3nroTHbIX HOCUTENEN OBHapPYXMBaKT OKOS0 40 %
aKTUBHOCTWU LUMCTAaTUOHMHCUHTETA3bl MO CPaBHEHUIO C
KOHTpOEeM.




MHCTPYMEHTAJIbHbIE METO[bI

PeHTreHonormn4eckoe

nccriegoBaHme Tpybyartbix

KOCTEW 1 NO3BOHOYHMKA OOHapYyXUBaeT
CUCTEMHbIN OCTEOMNOPO3.

Ha 33[ pernctpupytotcs HapyLleHus
BNOo3NEeKTPUYECKON aKTUBHOCTU FOSTIOBHOIO
MO3ra, MHOrga NapoKcu3amMarbHOro xapakrepa.

KoHcynbeTauna odptanbmMornora no3BonseT
NoATBEPOUTL XapaKTepHbIe ONS
rOMOLMCTUHYPUN HAPYLLEHUA CO CTOPOHbI
3PUTENBHOWU CUCTEMBI.

HabntogeHun n oueHke pa3BuTus co
CTODOHKI NMEAani1a3aThNAa HerDbonora oontToneaeanaAa




Jleuenue

* JleuebHas TakTuKa 3aBUCUT OT OpPMbI 3aboneBaHus
(B6-3aBncmmoun nnu B6-pe3ncTteHTHON)

* B6-3aBcumoun cbopma nogaaetcst UCNosib30BaHUIO
bonbwnx Ao3 ButammHa B6 (50-600

Mr/cyTku). OgHOBpPEMEHHO peKkoMeHAYoT

NPUHUMATL PONTMEBYIO KUCNOTY 1 Mr/CyTKN.

* B Takux cnyvyaax yoaeTtcs «3actaBuUTb» pepMeHT
pabotaTb HOpManNbHO W [ =~ =
n3BexaTh TOKCUUecKoro e H

OeNCTBUA rOMOLIUCTUHA ﬂﬁﬁ ._...“..a ,.._- .....,..,..

N METUOHMHA.
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- [1na nevyeHns B6-pe3ncreHTHOU hopmMbl
3aboneBaHua NCMOMb3YyOT ANEeTOoTEPANnUIo,
OCHOBaHHYI0 Ha OrpaHn4YeHnn npuema berka
(0o 1-1,2 r/Kr B CyTKM) U METUOHUHA OO0

MWHUMASTbHOW CYTOYHOM NOTPEeObHOCTN (10-25
MI/Kr B 3aBUCMMOCTU OT BO3pacTa).

- B paunoHe geteun npeobnagatot NpoayKThl

PACTUTENBHOIO MPOUCXOXAEHUA, beHble
METUOHUHOM.




Koppekumnio nutaHug
OCYLLECTBMNAIT Ha3Ha4YeHNeM
crneumnarnbHOro
NONYCUHTETUYECKOIO
ouneTnyeckoro npoaykra (XMET
Analog, XMET Maxamaid, XMET
Maxamum, XMET Homidon),
cogepXxallero HesamMmeHUMbIe
aMWUHOKUCIIOTbI, HO NTULLEHHOIO

MENLINTB6pazom konnuecTBo noctynatowero B
opraHmam benka goBoaAT A0 2,5-3 rHa 1 Kr
MaccChbl Tena B CYTKU HA 1-M roay >XM3Hu 1 Ao 2
r/kr B bonee crapLuiem Bo3pacrTe.




C Uenbo CHMXEHUS YPOBHS TOMOLIMCTUHA B
BUoNOrM4YecKmnx XMOKOCTAX AETAM Ha3Ha4varoT
doonneByto KUCIOTY B A03€ 5 Mr/cyT n betanH
B no3e 50 Mr/kr oBa>kabl B AEHb.

[nsa MuHUMKU3aUMm pmcka TpoMbo30B rnokasaH
NOCTOSIHHbLIV NPUEM aLeTuncanuumnnoBoun
KUCNOTbl B HU3KOW A03npoBKe ( 0,002 r/Kr).

Mo nokasaHuaM OOMnbHbIM Ha3Ha4yaloTCA
renaTonpoTEeKTOpPbI, HOOTPOMbI, NpenapaThbl
Kanbuug, Xenesa;

NPOBOAATCS KypChbl Maccaxa, nasepHo
aKynyHKTYpbl U pednekcotepanun, JIOK.




INPOPUI/IAKTUKA

* [1podomnakTnky 3aboneBaHns B CEMbSAX
NOBbILLEHHOIO pUcKa (Npu HanM4Ynm OONbHbIX
POACTBEHHUKOB) OCYLLLECTBISAT NYTEM
npeHartarnibHOM AnarHoCTUKW. [1nga aToro
NCMOMb3YyOT onpeaeneHne akTUBHOCTU 3-
LMCTAaTUOHUHCUHTA3bI, BbiABNEHNE MyTaLUn
reHa CBS B KneTkax XOpM1oHa.

* CKPUHWUHT He npoBoasT.




[ IporHo3 romoucTUHYpUU

* PaHHee Havyano ne4yeHna no3sonseT
OTCPOYUTL MOSIBIIEHNE MOABbIBMXA
XpycTanuka, npeaoTBpaTuTb
TPOMOO3IMOONTNUN UMM MUHUMUNINPOBATb UX
nocrneacTeus.

* A TaKke gpyrme OCnoXXHeHus:
MHTEeNNeKTyarnbHble HapyLeHUda, napanuyu,
aTpoOdPUI0 3PUTENBbHbLIX HEPBOB, NIEro4YHOE
cepaue, TAXeny apTepuanbHyo
rTMNEePTOHNIO, UHCYILTLI, MHJPAPKTDI
BHYTPEHHMX OPraHoB 1 4p.




M cTOYHMKH MH(DOPMALIHUN:

* http://www.krasotaimedicina.ru/diseases/rheumatology/hom
ocystinuria

 http://vse-pro-genv.ru/ru disease type Hvorobu-obminy-bilk
iv. 1 Homocustunyria ['omouncTnHypumsa.htmil

* http://doctor-neurologist.ru/gomocistinuriva-simptomye-i-lech
enie

e http://prizvanie.su/?p=3564
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