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bone3Hn HakonJieHus



+

HapyweHue obMeHa
AMUHOKMUCNOT



AnNKanToHypuA

ANKanToHypus npeacTtaBnseT cobon peakoe

BPOXAEHHOe cucTeMHoe 3aboneBaHne, CBA3aHHOE
HapyLleHMEM aMUHOKUCIOTHOIO 06MeHa K

HacneayeMmoe rno peueccMBHOMY TUMy.

HepocTtaTo4HOCTb hepMeHTa oKcMAaa3bl
FOMOreHTU3UHOBOW KNUCNOTbI MPUBOAUT K
SKCKPELNM BOSbLLNX KOIMYECTB 3TON KUCMOThI C
MOYOM M HAKOMNEHUIO NUrMeHTa (OKUCIEHHas
rOMOreHTU3MHOBas KMcnoTa) B COEAUHUTENBHOW
TKaHW (OXPOHO3).

Yepe3 MHOro /1eT 0XpoHo3 0bycnoBnMBaeT
pa3BuTUE 0cobon popMbl AErEeHEPATUBHOIO
apTpuTa.



» ANIKANTOHYpUS 6bia NepBbiM 3a60/1€BaHNEM
yesioBeKa C YCTAHOB/IEHHbIM ayTOCOMHbIM
—PeLieCCUBHBIM HACNEA0BaHNEM.

« YactoTta 2-5:1 000 000 HOBOPOXXAEHHLIX.

s [ €Tepo3nroTHble HOCUTENU KITMHUYECKH
3[0PO0Bbl N HE 3KCKPETUPYIOT
FOMOr€HTU3NHOBYIO KMCMOTY C MOYOWN Aaxe
nocse Harpy3ku TUpO3UHOM.



KnnHnyeckme nposB/ieHUNA

= PaHHMM Npu3HaK AnKanToHypu - BbleneHne y peb&Hka Moum, b6bicTpo
TEMHEIOLLEN NPU CTOSSHUM Ha BO34yXe, NOAOrPEBAHNM, NOALLENAYMBAHNN.

1 l B nanbHeunweM MOXET NPUCOEANHUTBLCA MOYEKaMEHHas 60/1e3Hb,
OCNOXHSAIOLWASACS NUENOHEMPUTOM.

= XapakTepHbl o4arn cepo-KOpUYHEBOW NUFMEHTALMK CKNep U
reHepann30BaHHOE NMOTEMHEHUE YLLUHbIX PaKOBMH, MPOTUBO3aBUTKA M 3aBUTKA.
YiIHbIE XpALWM MOryT pparMEHTUPOBATLCSA U YTOMLLATHCS.

= XapaKTepHO MopaKeHUe NMOo3BOHOYHMKA M KPYMHbIX CycTaBoB. OXPOHO3HbIN
apTpuUT NposiBNSETCS 60Mbl0, TYronoABMXHOCTBIO Y HEKOTOPbIM OrpaHUYEHNEM
aMMAnTyAbl ABMXXEHUI B Ta306€ApEHHbIX, KONMEHHbIX U MIEUYEBbIX CycTaBax.
[MoABNSAOTCA HEMOCTOSAHHbIE MPUCTYMblI OCTPOro apTpUTa, KOTOPbIE MOMYT
HaNoOMWHaTb PEBMATOMAHbIE, HO MENIKME CYCTaBbl OObIYHO OCTAIOTCS
MHTAKTHBLIMMW.

= [lo3aHMe NposaBneHna CBOAATCA K OrpaHNUYEeHU0 MOABUMXKHOCTU U aHKUI03Y
NOACHUYHO-KPECTLOBOIO OTAEN A NO3BOHOYHUKA.

= [lpycoeamHaeTcs NUrMeHTaumsa cepAeydHblX KnanaHoB, ropTaHn, 6apabaHHoM
MEPENOHKN N KOXMW.



IInarHoCTuka

= AJIKANTOHYPUIO CNEAYET NOAO3PEBATH Y /ML, MOYa KOTOPbIX MPU CTOSSHUN
TEMHEET 10 YEPHOTHI.

I JInarHo3 cTaBsaT 06bI4HO Ha OCHOBAHWW TpUaabl CUMMTOMOB:
[iereHepaTVBHOroO apTpuTa, OXPOHO3HOW MUIrMEHTALMM U MOYEPHEHUN MOYM
nocne eé noaLlenaynBaHus.

= [lpncyTCTBME rOMOr€HTU3MHOBOW KMUC/IOTbl B MOYE MOXKHO MPEANONOXUTb U
Ha OCHOBAHWW APYruX TECTOB: NpW A06aBNEHMMN XJTOPUCTOrO XKESe3a MoYa
npnobpeTaeT MNONETOBO-YEPHbLIN LIBET, peareHTa beHeaukTa —
KOPUYHEBYIO OKPACKY, @ HacCblWEHHOro pacTBopa HUTpaTa cepebpa — B
YEPHYIO.

s Pe3ynbTaTbl 3TUX CKPUHUHI-TECTOB MOXHO MOATBEPAUTD
XpoMaTorpapuyeckumn, epMeHTaTUBHbIMU UIn
CI'IeKTpOCIDOTOMeTpVI‘-IeCKVIMVI onpeaeneHnsIMm roMoreHTU3MHOBOW KUCNOTbI.

s [1aTOrHOMOHWYHbIE MPU3HAKWN BbISBMISAKOTCS C MOMOLLbIO PEHTIEeHOrpadum
MOSAICHUYHOrO OTAENa NO3BOHOYHMKA. Ha peHTreHorpaMMax 06Hapy>XMBatoT
ANEreHepaLnio 1 NIOTHYIO KaNbLUMHALMIO MEXNO3BOHKOBbIX ANCKOB, a
TaKXXe CYy>XEHME MEXMO3BOHKOBbIX MPOCTPAHCTB.



JleyeHue

» Cneunpunyeckoro nevyeHus npu oXpoHO3HOM
jEprvlTe He CyLLecCTBYeT.

= [1OCKOIbKY OKUCNIEHUIO N MOSIMMEPU3aLINK
rOMOreHTU3MHOBOW KUCMOTHI in Vitro npensTcTByeT
acKopbunHoBas KMCNoTa, npearnonaraeTcs
BO3MOXHOCTb MCMNO/1b30BaHMA BblICOKMX A03 Vit C B
KauyecTBe Cpe/iCTBa, CHMXaloLlero obpa3oBaHme u
OTJIOXXKEHWE NUIrMEHTa.

» Cna3smonntuku (npy MoyekaMeHHoW 6one3Hn)



LlMcTtnHo3

s CnHapom AbaepranbaeHa-OaHKOHM

+

s JTO peakoe 3aboneBaHue,
XapaKTepusytoLleecss HakonjeHnem

CBOOOAHOIr0 LMCTMHA B JIM30COMaxX pPa3HbIX
TKaHEN OpraHmn3Mma.

» YUTO NpMBOANT K NOSABNIEHUIO KPUCTAIIOB
LIMCTUHA B POroBULIE, KOHBIOHKTUBE,
KOCTHOM MO3re, MMMaTNnYeckux y3nax,
NENKOLMTAX U BHYTPEHHMUX OpraHax.




Tpu popMbl 60/1€3HM:

s MHOaHTUIbHaA (HedponaTnyeckas),

4ﬂ6ycnosnm3aromaﬂ pa3BUTUE CMHAPOMA
MDaHKOHM M MOYEYHOU HEAOCTAaTOYHOCTU B
TeyeHue nepBbiX 10 neT XXn3Hu

s lOBeHUNbHaa (MpoMeXxXyTo4yHas), npu
KOTOPOW MOpPa)KeHME rnoYvek rnposiBNSAETCS B
TeyeHue BToporo 10-netunsa >XnsHu

= B3pocnas (aobpokayecTBeHHas),
XapaKTePU3YIOLLIASCS OT/IOXKEHUSAMU LIMCTUHA
B pOroBuLie, HO He B NOYKax.



3TUOJIOrMS U nNaToreHes

» [NaBHbIN AedeKT Npu LUCTUHO3E 3aKI0YAETCS B
HapyLLleHnn akTuBHoro AT®-3aBMCMMOrro

4IpchnopTa LUMCTMHA U3 NIN30COM, a He B
HapyLleHUn ero pacnaaa.

» [1pn nupaHTUNBLHON hopMe coaepXaHMe LUCTUHA B
TKaHAX MOXET npeBbillaTb HopMy 6onee yem B 100
pas.

a BHYTPUKNETOYHbIN LINCTUH NTOKANIN3YyeTCs B
JIN30COMax U He 0bMeHUBaEeTCs C APYrMMN BHYTPU-
N BHEKNETOYHbIMW NMYySaMN aMUHOKUCOTHI.

= KOHUEHTpauunsa UMCTUHa B Nj1a3Me N1 Mo4ye
CyLLeCTBEHHO HE YBEJINHNBAETCHA.



3TUOJIOMMA U NaToreHes

= HakornneHne uMcTHa B MOYKax Npu MHPaHTUILHON U
tOBEHUNBbHOM bopMax 60NE3HN CONPOBOXKAAETCSA NOYEYHOM

‘|I:L€.EI,OCTaTOl—I HOCTbIO.

= [louku cTaHOBATCA 6/1€AHBIMU M CMOPLLEHHBIMM, UX Karcysa
C/IMBAETCSA C MAPEHXUMOM, UCYE3AET rPaHnLIA MeXay
KOPKOBbIM 1 MO3rOBbIM C/TIOEM.

« [1py MMKpocKOnnn 0BHapY>XMBAETCSA HapyLUeHnEe
LIENIOCTHOCTN HEPPOHA; KITYOOUKM r'MaIMHN31POBaHDI,
NPOC/IONKa COEANHUTENIbHOW TKaHN YBENNYEHa,
HOPMaJibHbIN 3NUTENUIN KaHaNbLIEB 3aMeLLEeH |<y6OBV|L|,Hb|MV|
KNETKaMMW.

s Cy)XeHue 1 yKopodeHue rnpoKCUMasibHbIX KaHasbLEB
obycnoBnmnBaeT ux gedopMaLmio B BUAE «nebeanHomn Lwen.



KnnHuyeckue nposiByieHuUs

x [lpy nHdaHTUNLHON hopme BoNeE3HM HapyLUEHUS
NposiBNAOTCA 06bIYHO B BO3pacTe 4—6 Mec.

.‘}ITOCT pebeHKa 3a4epXXMUBAETCS, Y HEro rnosiBNAOTCS PBOTa,
JINXOPaA0YHOE COCTOSAHME, MPUCOEANHSAIOTCA PE3NCTEHTHbIN
K BUTaMuHy D paxuT, nonnypus, aernapaTtaums u
MeTabonmyecknm aumaos.

= [eHepanuM3oBaHHas ANCHOYHKLUNSA NPOKCUMasbHbIX
KaHanbues (cMHapoM PaHKOHU) NPMBOAMUT K
runepdocdatypum u runodochateMmm, NoHe4Hou
rNIOKO3ypun, obLen aMMHoaUnaypumn, rmnoypukeMmm v
3a4acTyo K runokaaneMmu.

« Ha nporpeccupoBaHue knybouKkoBOM HEAOCTATOYHOCTU
MOryT BNUATb NMNENOHEdPPUT N MHTEPCTULMANbHBIN Hrnbpo3.



KnnHuyeckue nposiByieHuUs

= CMepTb OT YpeMmm unm crydamHon MHPEKLNM HaCcTynaeT
06bI4YHO B Bo3pacTe Ao 10 ner.

._|3Tequme HECKOJIbKMX MEPBbIX NIET XXU3HN OTMEYAETCH
boTodhobuna n3-3a OTNOXKEHUN LUCTUHA B POrOBULIE, ELLE
PaHbLLE MOXET NPOSIBUTLCS AereHepauns CETYaATKM.

« B oTnunume ot aToro npu B3pocnon opme 601e3HU
PA3BMBAETCA NULLb M1a3Has NaTonorus.

= [1pu3HaKK 1oBEHUIbHOWN (POPMbI 60NE3HN 3aHUMAIOT
MPOMEXXYTOYHOE MOIOXKEHNE MEXAY STUMU KPaHUMMU
popMamMu. Y 3Tux 60/bHBIX B NPOLIECC BOBMEKAIOTCS Kak
rnasa, Tak U NoYku, HO NocreAHne He3HaUYnTeNbHO
CTpaaatoT Ao BToporo 10-netua xusHun. OgHako, XoTS
NOYKKM CTPAAAOT MeHbLUe, YeM npu MHCbaHTMJ'IbHOM dpopme
6one3Hn, 6onbHbIE ymmparOT B KOHLIEe KOHLIOB MMEHHO OT
NOYEYHOW HEAOCTaTOYHOCTMW.



IInarHoCTuka

« LIMCTMHO3 cnepyet nogo3peBaTh Y Nt0boro pebeHka C
PE3NCTEHTHBIM K BUTaMWUHY D paxutoM, CMHAPOMOM
DaHKOHM 1N KNybO4YKOBOWN HEAOCTATOUYHOCTHIO.

+

= [ekcaroHasnbHble NNn NPSAMOYrosibHble KPUCTassbl UMCTUHA
MOXXHO 06HapyXuTb B porosuLe (Npu NCCNEAOBAHUN C
MOMOLLIbIO LLIENEBON J1aMrbl), B IeNKOLMTaxX
nepuepryeckon KpoBm NN KOCTHOro Mo3ra unu B
buonTaTtax cnM3ncTon 060N0UKN MPSAMON KULLIKW.

= [IMarHo3 noATBepXaatoT NyTeM KOIMYECTBEHHOIO
onpeaeneHns UMCTUHa B eMKoumTax nepudepunyeckon
KPOBU Wn B KyNbType dpmnbpobnacros.

s VHPaHTUNbHaa opMa 60n1e3HN AnarHoCTUpyeTCS
NpeHaTanbHO MO MOBbILLEHHOMY YPOBHIO LIMCTUHA B
KyNbType KNETOK aMHUOTUYECKON XXUAKOCTW.



JleyeHue

» CMniTOMaTuyeckoe nevyeHne npm 6onesHn rnodvek

NpU MHPAHTUNBHON NN IOBEHUTbHOM POpMe
CTMHO3a He OT/INYAEeTCs OT TaKOBOro Npu Apyrux

Bnaax XINH: obecneueHne agekBaTHOro
noTpebnieHnst XXMaKoCcTn BO n3bexaHme
aernapartaummn, Koppekumss Metabonmyeckoro
aumao3a v notpebneHne AOonoMHUTENbHbIX
KO/IMYeCTB Kanbuus, ocdaTa u BuTaMmHa D, 4To
Harnpas/ieHO Ha 6opbOY C paxnTomM.

» Hanbonee nepcnekTUBHbIM BUAOM JlIeUEHUS
HedponaTNYecKoro LIMCTUHO3a CNYXUT rnepecaka
MOYKM.



Tupo3nHeMus

» 3abonieBaHue rnpu KOTOPOM MOBbILLIEHHAS
OHLIEHTPaLnA TUPO3NHA B KPOBY NPUBOAUT K
YBEMNYEHUIO BbIAENTEHNS C MOYOUN COEANHEHUN
TUPO3MHA, renaTocr/eHoMerananu, y3sioBoMy
LIMppO3y NeYeHM, MHOXXECTBEHHbIM AedeKTam
NoYeyHoU KaHanbueBom peabcopbumn n BUTAMUH
D pe3nCTeHTHOMY pPaxuTy.

= /I3BECTHbI OCTpas U XpoHuyeckast GopMbl
TUPO3MHEMUM.

» CopeprkaHue TMpO3nHa B Nia3Me MoBbIWAETCS A0
6-12 mr/100 mn, NoBbILLEHO coaepXXaHne n
HEKOTOPbIX Llpyrmx AMMWHOKMNCIOT, OCOBEHHO
coaep)xaHne MeTUOHUHA.



Tupo3nHemMumn

» OcTpas popmMa xapakTepHa A7 MnaeH4Yeckoro

—1BO3pacTa , €& Np13Hakammu SBASIOTCA MOHOC,
PBOTQ, "KamnyCTHbIN" 3anax, 3alep>xKa B pa3BUTUMN.
Ecnu He NnpoBOAUTCS ledeHne, neTanbHbI NCXon
HacTynaeT B BO3pacTe 6-8 MecsaLeB U3-3a
HeNOCTAaTOYHOCTU MNeYeHu.

s XpOHMYEeCcKasi TUPO3NHEMUS XapaKTepU3yeTCs
CXOAHbIMW, HO 60o/1ee YMepeHHO BblpaXXEHHbIMU
CUMIMTOMaMW; NETalbHbIK NCXOA HAaCTYMaeT B
Bo3pacTte npumepHo 10 ner.



Tupo3nHeMus

s TMpo3unHemus Tuna I (renatopeHasnbHas)
l BO3HMKAET NMpu HeAOoCTaTOYHOCTU
pymMapuniaueToaLleTasbl

KIMHUYECKU: XKENTyxXa, pBOTa, AMapes, MeJieHa,
reMmatypusi, nepudepunyeckme HeBponaTum u
napananyum, KpOBOTOUYMBOCTb, aHEMUS,
KapAnoMuonaTus, caboCcTb MbiLLL.

J1abopaToOpHO: TUPO3NHEMUS, TUPO3UIYPUS,
aMMHoaunaypvsi, METMOHMHEMUS U
METUOHUHYPUS, TMMOMIUKEMUS,
runodgoccaremMms, rmnonpoTENHEMUS.



Tupo3nHeMus

s [Mpo3uHemMua tuna II (cnHapoM Puxrtepa-
XaHxopTa) BO3HUKAET NMpu HeJoCTaTOYHOCTH
TUPO3UH aMUHOTPaHCdepa3sbl.

KNMHWMYECKN: A3BEHHbIN KEPATUT, SABNEHUS
KepaTo3a, OTCTaBaHME B YMCTBEHHOM U
(OU3MYECKOM PaA3BUTUMN.

J1abopaTopHO: TUPO3NHEMUS




Tupo3nHeMus

jLT1/|pO3l/|HeMv|9| Tuvna III (XayKUHCUHYpUS) -
pe3ynbTaT HeAOCTAaTOYHOCTU 4-
rMAPOKCUMEHUNNNPYBAT MMAPOKCUIA3bI.

KnnHuyeckn: XapakTepHbl OTCTaBaHWE B
DAa3BUTUN, 3NN304bl aTAKCUN,
MeTaboiMyeckun aumaos.

J1abopaToOpHO: 3KCKpeLUs XayKUHCUHA,
TUPO3UHa, 4-rMapokcudeHmnnnupyBaTa, 4-
rMapoKCcudeHnnnakTaTa, aHM3oumTos,
cdepoumnTos.




JleyeHue

» EAVHCTBEHHBLIM 3DPEKTMBHBLIM CPEACTBOM JIEYEHUS Ha
CEroAHSILLHUIM AeHb ABNSETCH AUETOTEPAnuS.

. 'Ll,03a TUPO3NHA, KOTOpas HeobxoanMa, YTobbl peE6EHOK
HOpMaJ/ibHO pa3BMBasncs n He 3abonen TUPO3NHEMUEN,
coctaBnget 25—40 Mr Ha 1 Kr Maccbl Tena B CyTKW.

» Bce npennaraemMsie gMeTbl coaepXXaT Masioe KoMYecTBO
ecTecTBeHHOro 6enka, KOMNneHcMpys octanbHoe
KONM4YecTBO 6enka 3a CYET cneumanbHbIX CMECEN
(6enkoBbIX rMAPONMU3ATOB), coaepXXalmx Habop
HeobXxoaANMbIX aMUHOKMCIOT 6e3 TUpo3unHa.

« B anety BxoaaT MONOKO, cneuunanbHbi 6e36enkoBbIn XNeb,
PYKTbl (KpoMe 6aHaHOB), OBOLLUM C HU3KMM COAEp>XaHNEM
enKka, KykKypy3Hasi uian pucoBasi MyKa,

4epHOCMOPOAMHOBOE Mope, caxap, crneuuanbHble
6e36enkoBble ngenus.



JleyeHue

» [loNONHUTENBHO HA3HA4alOT MUHEPAsbHbIE BELLECTBA U
'BMTaMMHbI rpynnol B.

s DPPEKTUBHOCTL JIeYeHUS OLIEHMBAETCH MO aHa/n3aM KpoBWU
(KONM4YeCcTBy aMMHOKUC/IOT, Kannsa n pocdopa) 1
AHTPOMNOMETPUYECKMM [IaHHbIM (eXXeMeCsYHbIM npnbaBkaMm
POCTa U Beca pebeHka).

s« [eHoTepanusa. B 1995 roay - paboTa rno nepeHocy reHa
(pyMapunaweToaleTaT rnaponasbl YesrioBeka B
brbpobnactbl 60/1bHbIX TUPO3MHEMMEN 1 Tuna. B 1996
roay - B MoAesibHbIX OMbITaxX Ha MblLax
NpOAEMOHCTpUpoBann 3pPEKTUBHOE NPUMEHEHNE FTEHHOM
Tepanun Ha NeyeHn, KOToOpoe MOXET ObITb UCMOJIb30BAHO U
B OTHOLUEHUM BOMbHbIX TU3MHEMMEN 1 TMNa.



PeHUNKEeTOHYpUNA

+

s TSDKENoe HacneacTBeHHoe 3aboneBaHme,
HaCcTynaroLlee BCeaCcTBUE BPOXAEHHOIO
nedekta pepMeHTa -

(peHUNaNaHNHIIMAPOKCHAA3bl, OTBEYAIOLLErO

B OpraHu3Me YyesioBeka 3a HOpMasbHbIN
obMeH eHunnanaHuHa.




HacneacrBeHHOCTDb

= bonesHb HacneagyeTcsa NMo peueccMBHOMY TUMY.

.‘|7 [eH peHnNKeTOHYpUM BCTpeYaeTcs B cpeaHeM y 1-2 Ha
100 yenosek, HO 60/1€3Hb MOXXET BO3HUKHYTb JILb B TOM
Crlyyae, ecnv U MaTb U oTel pebeHka ABNAITCS
HOCUTENSIMU 3TOrO reHa, n pebEHOK yHacneayeT ero B
NBOWMHOM Habope. Mo3ToMy 601e3Hb BCTPEYaeTCH
3HAUUTENIbHO peXxke, YeM pacrpoCcTpPaHEH reH.

s bonbHble OKY (0bnagaTtenn ABYyX NaToNOrMyYecknx reHoB)
MOryT UMETb AETEN C PEHUIKETOHYPUEN TOJSIbKO MpU
BCTYMN/IEHNN B BpaK C HOCUTENSAMU TaKMX Xe reHoB. [pu
BCTYN/IeHMn B 6pak ¢ nuuamm cBoboaHbIMU OT reHa PKY,
[eTn He 6oneloT 3TUM 3abosieBaHueEM.



[laTOoreHes

= [locTynatowmn B opraHnsm eHnnanaHnH naeT Ha
NOCTPOEHNE 6ENKOBOM LEENN UM NPEBPALLIAETCSA B TUPO3UH.

. IOTCYTCTBMe B NeyeHn pepMeHTa
deHnnanaHMHriMapPoOKCMAa3bl NPENSTCTBYET HOPMASIbHOMY
npeBpaLleHnto heHnnanaHnHa nuLn B TUPO3KH.

= DPeHnnanaHuH NCMNOJIb3YETCA JILb NMPU CUHTEIE 6en|<a d
N30bITOK HAKaM/JIMBAETCS B KIIETKAX NevyeHun u nonanaeT B
KPOBOTOK, rge KoJindecrtBso CbeHVIJ'IaJ'IaHMHa ABNAETCH
TOKCHUYHbLIM AN KNETOK MO3rIa.

= [loykn He cnpaBnsoTCA ¢ peabcopbunen heHnnanaHnHa, B
pe3ynbTaTe Yero OH BbIBOAUTCHA C MOYOU. MIMEHHO Hannume
3TOro beHu/IKETOHa B MoYe [a/i0 OCHOBAHME Ha3BaTb
COOTBETCTBYIOLLEE MNATONIOrMYECKOE COCTOSHUNE
(DEHUNKETOHYPUEN.



DeHUNKeTOHYpus

LeHajalaHH
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KriMHUuka

= [etn ¢ OKY, KaK npaBuo, POXXAAOTCA B CPOK C
HOPMaNlbHOM MacCcon. HUKaKMX KITMHUYECKUX

‘|_OTKJ'IOHeHMl\/'I Y HOBOpOXXAeHHoro ¢ ®KY He
HabnoaaeTcs.

» MHoOrmne netn o4yeHb HBLICTPO M Ype3MepHO NpubaBnaoT
B BECE, OQIHAKO OCTAIOTCS PbIX/IbIMW, BANbIMMU.

x Y BOMbLINHCTBA U3 HUX paHO 3apacTtaeT 60bLIOU
DOAHMYOK.

x XOTS pa3BUTUE TaKUX JETEN HECKONbKO 3aMeasIEHHO, B
nepBble MecALbl XXKM3HM OHO PacCMaTPUBAETCS KakK
BapuaHT HOPMbI, U NUWb K 6—8 MecsuaM 3aaepXKKa
NMCUXOMOTOPHOr0 Pa3BUTUS CTAHOBUTCS OYEBUAHON.



KriMHUuka

=« B ganbHenwem B Hanbonbluen cTteneHu

jLCTpaplaeT pa3BuTHe peun. [NoMMMO 3aaepIKKu
NMCUXOMOTOPHOI0 Pa3BUTUSA XapaKTEPHbI
NoBbILLEHHAA BO36YAMMOCTb U PBOTHI.

» [IpMMEPHO Y TPETU AETEN PA3BMBAETCHA IK3EMQ,
coxpaHstoLaaca oo 3— 4 ner.

a TUNMYeH cBoeobpasHbIN «MbILLUNHBLIKM» 3anax oT
NeNEéHoK, CBSA3aHHbIN C HA/IMYNEM B MOYE
HENPUATHO NaxHyLleNn MEHNTYKCYCHOM
KWCMOTHI.



KriMHUuka

= [IpMMepHO B YeTBepTU criyyaeB Yy 605bHbIX ¢ OKY
OTMEYalOTCH TOHMKO-KIIOHUYECKNE NN MUOK/TOHUYECKUNE
Cyaoporu.

[TOMMMO 33/1EPXXKM NCUXMYECKOrO Pa3BUTUA HabntoaaeTcs
PAL HEBPOJIOrMYECKUX HapyLUEHUN: MOBbILLEHHbIV
MbILLIEYHbIN TOHYC, BbICOKME pedieKChbl, MOSIBIEHNE
NaToNOrMYECKmX pec|3ne|<c0|3 (Ea6MHC|<oro), KJSTOHYCbl,
MENKNN TPEMOP, NOCTOSAHHbIE HEMPOU3BOJIbHBIE ABMKEHUS
nanbLeB, BpallaTesbHble ABUXEHNS PYK UIN pacKkaymBaHue
TeNla U3 CTOPOHbI B CTOPOHY. MOXXET pa3BUTbLCA
MUKpouedanus.

« [1pyn nHeBMO3HUEedbanorpacdm UM KOMNbOTEPHOM
TOMOrpadum obHapy>XMBatoTCsl NPU3HAKM aTPOdPUN KOpPbI
rONIOBHOIO MO3ra.

= B yacTtu cnyydaeB 3agep)Xka NCMXUYECKOro pa3BnTug

Bblpa>eHa Hepe3Ko, HekoTopble aetn ¢ OKY MoryTt yuyntbcs
nAaYe R MACCORKIY HHIKOMAY U B NANkHAUIIIeM RRIAONHAGTR



PeHUNKEeTOHYpUs

= CornacHo
KNaCCUYECKUM
npeacTaB/ieHnsIM, Y
neten c OKY ceetnas
KOXa, ronybsble rnasa,
PbXXMe BOI0Chbl, OAHAKO
4acTo NMpUXoanTCS
Buaetb OKY ny
TEMHOBOJIOCbIX AeTeun C
KapuMK rnasamm.




[InarHoCTuka

» [lvarHoctuka 3aboneBaHns NpoBOAUTCS B MEAUKO-
rEHETUYECKNX KOHCYJIbTALMAX, XOTS HEBPOSIOrMYECKUE
HapyLLEHNS N XapaKTEPHbIN 3anax no3BONASOT
npeanonarate OKY yxe Ha 0OCHOBaHWM OCcMOTpa pebeHka.

» [ AMarHoCTUKM OCYLLECTBNSETCSH KOIMYECTBEHHOE
onpeaeneHne coaepXxaHms deHunanaHMHa B CbIBOPOTKE
KPOBMW.

= B TeueHne MHOrmx neTt COOTBETCTBYHOLLUUM
AVNArHOCTUYECKUM TECTOM CIYXXUT peakuunst Mexay
hEHNNNMMPOBUHOIrPaZHON KNCIOTOWN, KOTOPas BbIAENSIETCS C
MOYOM pebEHKa, 1 XNOPHbIM Xene3oM. lMpu
NOJIOXUTENBHOWN PEAKLINKN MOSABMASETCA TUNMYHOE 3e/1EHOE
OKpalUMBaHMe.

= KpoMe Toro, 06pa3ytoTcs u BbIBOASATCS C MOYOWN ApYyrue
aHOMasibHble MeTabonuTbl, TakKne Kak peHUIMOI04YHas U
(PEHNTYKCYCHast KUCNOTHI.



JleyeHue

» [InetoTepanus, Kak e AMHCTBEHHbIN 3P DEKTUBHbIV
MeToa neveHna OKY, Ao/mkHa NPUMEHATCA C

%epsblx MecsILEeB XU3HU pebéHka ,Toraa
nopakeHne Mo3ra He pa3oBbETCH.

a Ba)kHO OorpaHn4nTb KOMNMYECTBO NOTpebnseMoro
(peHnnanaHnHa TakmMm obpasomM, YToObI
obecneuynTb ero rnocTyrnjeHmne B OpraHnu3Mm B
KOIMYecTBax, HeobXoaMMbIX U AOCTATOUYHbIX AN
POCTa N pas3BUTUSA, HO NPeaoTBPaTUB Ero
HaKOMJIEHNE B XXNAKOCTHX TeNa.

» Kpome ametotepanum He06X0aAMM NOCTOSAHHbIV
MEeANLIMHCKMA KOHTPOJIb 3@ YMCTBEHHbIM U
du3nyecknm passntneM pebeHka.



JleyeHue

= [Ns Takoro orpaHM4YeHnst NPUXoaAMNTCS NOSTHOCTBIO UCKIIOUYNTL U3
NUTaHNA pebeHka Takne boratble 6enKaMn NPoAYKTbl Kak MACO,
konbacbl, pbiby, 6ynbOHbI, 1L, TBOPOr, Cbip, My4YHbIE U3AENNS, KaALLM
‘ N3 eCTeCTBEHHbIX Kpyn, cbaconb opexu, LLIoKoIaa.

MeHI0 /19 AeTEN COCTABAETCA U3 PPYKTOB, OBOLLEN, KpaxMasibHbIX
U3ENNU, XXNPOB, CO CTPOrMM YYETOM COAEPIKAHUSA B HUX
cbeHmnanaHMHa

= B cBSA3M € TeM, 4TO NUTaHWe pebeHKa B YKa3aHHbIX rnpeaenax He MoXeT
6bITb I'IOJ'IHOLI,eHHbIM M AOCTaTOYHbIM A1 PaCTyLIEro OpraHn3ma,
HeJoCcTaToK 6eka B YKa3aHHOW AneTe 06a3aTenbHO AOMKEH
BOCMOJSTHATLCS 6enKoBbIMM NpenapaTtaMn. K TakuM OTHOCSATCS
ANeTnYyeckme nNpoayKThbl "PKU 1- mix" "PKU-1", "PKU-2"
<npom3BonMTenb - pupma "Munyna" FepMaHMﬂ) a TaKxe -
bepnadeH"’, "Uiumopran", "Mmlacbel-l" "AMOHTH".

= B HacTtoslwee BpeMs ana nedeHunst 6onbHbIXx PKY BbinyckaeTcs 60bLuoe
KOSIMYEeCTBO rmaponm3atoB 6enka, YaCTUYHO MM NOSTHOCTbHO
JIMLLEHHbIX (beHnnanaHnHa. O6bEKTUBHBIM KpUTEpUEM 3PHEKTUBHOCTY
OVETOTEPANUUN CITYXUT YMCTBEHHOE U (DU3NYECKOe pa3BUTNE [ETEMN,
cTpagaowmx OKY.



OyeHb Ba)XHO!

=« lIpuMeHeHune aAneToTepanmm Ha
nosaHeM 3Ttane He BepHeT pebeHkKy
HOPMaJiIbHOIO MHTEJIJIeKTa.

» [leTn, y KoTopbix 3TO 3aboneBaHue He
ANArHOCTUPYIOT Cpa3y NpU POXXAEHUM,
a BbISIBNSAIOT MO YMCTBEHHOM
OTCTaJIOCTU, HE MOryT ObiTb U3J1IeYeHbl.



JleyeHue

« [0 poctmxeHnun 12-14 net Takme A€t MoOryT
nepexoanTb Ha HopMaJibHOE NMUTaHue U HUKaKKux
PU3HAKOB OTpaBfeHnss PeHnNarIaHUMHOM Y HUX He
HabnoaaeTcs.

» OaHaKo XeHLUKnHa, KoTopasa B AeTcTBe nepebonena
®OKY, AomKHa CHOBa NEpenTn Ha ANETY U
ynoTpebnaTb TONbLKO NMPOoAYKTbl C MOHMXEHHbIM
coaepXkaHneM eHunanaHnHa nepeq 3a4aTmem, 1
OCTaBaTbCs Ha 3TOW ANETE BO BpeEMS
6epeMeHHOCTN U KOPMJIEHUS TPpyablO.

» ECnn oHa He caenaet aToro, To eé pebeHoK
noaBepraeTcs pucky 3aMensieHHOro u3nyeckoro
N YMCTBEHHOIO Pa3BUTUSA, AaXKe eClli ero OTeL He
aBngeTcs Hocutenem reHa OKY.



HapyweHue obMeHa
nunuaos



T MMkonmnnuaosbl

B 3aBMCMMOCTM OT BMAA HaKanMBaKOLWMXCA B KJIeTKax rAMKOSIMNUaoB

pa3/inyaloT:
- Lepebpo3nao3bl — , bonesHb Kpabbe

- COMHroNUNMA03 —

- LepamMnaonmMro3nao3bl — , mnorpaHynemato3 ®apbepa

- cynbdaTnao3sbl — MeTaxpoMaTuyeckas nemkoamcTpocus
- FAHrNMo3na03bl:
GM1-raHrnno3uaossl — Tnn I - 6onesHb HopmaHa-JlaHanHra,
™™n II - 6onesHb deppu ,
Tnn III

GM2-raHrino3ugossl — tnn I - ,
Tvn II -6onesHb 3aHarodda ,
tOBEHW/TbHbI TUM,
XPOHMYECKUIN TUIM

- MyKOMMnuAao3bl:  TUN I
Tmn II - bonesHnb I-kneTok
™vn III - nceBgorypnepoBckas noaMancTpodus

v Apyrue



bone3Hb IoLle

s O/1HO 13 Hambonee YacTbIX HaceACTBEHHbIX
jLHapyLueHvu‘/i FMUKOUNUAHOIo 06MeHa
1 : 40 000-60 000 obLyev nonynaumm
1 : 450 cpean eBpeeB-allKeHa3u
= 3ab0/1eBaHMe C ayTOCOMHO-pPeLeCCUBHbBIM
TUMOM HacneaoBaHusi, 06ycnoBIeHHOE
nepuunToM depMeHTa
rnokouepedbpo3naasbl, KOTOPbIM NPUBOANUT K
HAKOM/IEHUIO FNOKO3UsLIEpaMmaa B
JIN30COMax MakpodaroB 1 Npexae BCero B
KNeTKax neyeHu, ceneseHkn, KOCTHOro
Mo3ra («KkneTtku owe»).
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B neyeHo4HbIX CMHycomnaax
BbIABNAKOTCA KNeTku [ole.




NMpu3Haku u cuMnToMbI 60N1€3HM NoLe

-JBCpru‘/i HEMPOHONATUYECKUN — 2 TUN

PaHHAA cMepTb B CBA3U C
HEBPOIOrnM4yeckMMmM OCOXKHEHUAMU

a XpOHMYECKMN HEUPOHONATUYECKN — 3 TUN
[1IpogaBneHna U CMMNTOMbI 1 TUMQA, a TakXKe
[ naszoaBuratenbHasa anpakcug
ATaKcug



[InarHoCTuka

» [lnarHo3 6one3Hu [olle ycTaHaBIMBAKOT Ha
OCHOBaHWN BMOXMMNYECKOro aHann3a akTUBHOCTU

ntokoLepedbpo3naasbl B NENKOLIMTAX UM KOXKHbIX
nbpobnacrax

» /115 BEpUdMKaLUNM amarHo3a HeobxoanMo
NPOAEMOHCTPUPOBATL HAaNM4YMe ABYX MYTaHTHbIX
anneneun reHa rniokouepedbpo3naasbi.

= MeaunKko-reHeTnyeckoe KOHCynbTUpoBaHue

» [IpeHaTanbHas AMarHoCcTuKa rnyTeM UccreaoBaHus
B KY/IbTUBUPYEMbIX aMHUOTUYECKNX KNETKAX
aKTUBHOCTW rntoKouepebpo3naasbi.



6one3Hnb HUMaHHa-Muka

a BHYTpUKNETOUYHbIN NMNONA03,

J%apaKTepmyromm‘/’lc;l HaKOM/JeHNEM B
KNeTKax peTukynoaHaotenuns dochonmnunaa
— CAOUHroMmnesinHa

= Yactota 1: 10 000
cpean eBpeeB-allikeHa3un 1:100
= [N HAacneaoBaHUS — ayTOCOMHO-PELIECCUBHbIN
» 4 BapnaHta — A, b, C
A n B — ne®ununt comHrommenmHassl,
C — HapyLleHune TpaHcnopTa AUNMAOB




6one3Hnb HUMaHHa-Muka

Tun A (knaccmyeckas nHdaHTuabHasa dopMa, 0CTpas HeEMponaTuyeckas
dopmMa) HabnopaeTca Hambonee yacTo.

¥ |3a6oneBaHV|e NPOABNAETCA NOC/Ie POXAEHUSA U XapaKTepu3yeTcs
nopaxeHnem BHyTpeHHuX opraHos 1 LIHC.

= Y)XXe B 3 Mecdlla OTMe4aloTcs TPyAHOCTU BCKAapM/IMBaHUS,
rmMnoTpodus, a B 6 MecsiLeB BbISIBNSIETCS renaTtocrnsieHoMeranus.

= KakK npaBunno, neyeHb yBENUYMBAETCA PaHblLe, YeM cene3eHKa.

» [leTn UCTOLEHbI, XapaKTepHbl 60NbLLOW BbICTYNAOLLNN XXUBOT U
TOHKNE KOHEYHOCTM.

» /13 HEBPONOrMYECKMX HapyLLUEHUIM OTMEYAIOTCA MbILLEYHAS
MMMOTOHUS, YTHETEHME CYXOXXUIbHbIX pedeKkcoB, OTCYTCTBUE
PEAKLMM Ha OKPY>KaloLLLee, OCTaHOBKA MOTOPHOIO Pa3BUTUS,
3aTeM yTpaTa Y)Xe NpuobpeTeHHbIX HaBblIKOB. PaHO CHMXaeTcs
CNyX.



6one3Hnb HUMaHHa-Muka

Tun A (npogomkeHue)

. |K0>Ka NpMOBpPETAET KOPUUYHEBATO-XKENTYIO OKPACcKy U3-3a
HapyLLUEHNS 0bMeHa CPUHrOMMUENMHa.

= [lpumepHo B 50% cny4yaes BbIABNAETCA BULLHEBO-KPACHOE MATHO
B 06/1aCTK XeNToro NATHa CeTYaTKu.

= TaKXe OnucaHbl MOMYTHEHNE POrOBULLbI, KOPUYHEBOE
NPOKpalUMBaHWE NnepeaHen Kancynbl XpyCcTanumka.

= bBOnbHbIE AETN YMUPAIOT 0ObIYHO Ha TPETHLEM oAy YKU3HM.



6one3Hnb HUMaHHa-Muka

Iun B (BucuepanbHad ¢opma, XxpoHndyeckasa ¢opmMa b6e3
BOB/1I€YEHNSA HEPBHOU CUCTEMbI)

= OCHOBHbIE€ KIIMHUYECKNE MPOABIEHNA Pa3BUBAOTCA NO3XKeE,
4yeM nNpu Tmne A

= CnneHomMmeranunsa nosiBAgeTca B Bo3pacTe 2—6 NeT, no3aHee
nopaxkatoTcs neyeHb n nerkme (6onbHbIE NOABEP)KEHDI
4acCTbIM MHEKLUMNAM AblXaTesbHbIX NyTEN).

= CmMmnToMaTuka nopaxkeHuda LIHC oTcyTCcTBYET, HanpoTuB, B
pane cny4vyaeB OTMeUYeHbl BbICOKME UHTENEKTYalIbHble
CrocobHoCT!.

B npOLI,OJ'DKVITEJ'IbHOCTb XU3HN HE CHUNXKEHA.



6one3Hnb HUMaHHa-Muka

Tun C (nogoctpas, roHoleckasa opMa, XpoHU4YeCKas
HeviponaTuyeckas copma)

= [lposBnsaeTcd B 1—2 roaa n xapaktepusyercs
HeMpoBUCLIEPANbHBIMU HapYLLEHNAMMN

» CHauana nosiBnsieTcs renatocrnneHomeranms (MeHee Bblpa)KeHa
Mo CpaBHEHMUIO C TMNaMn A n B), MoXeT HabnoaaTbCs Xonecras.

« HeBponormnyeckme cMMNTOMbI Pa3BMBAOTCA Ha (DOHE NOPaXKEHUS
BHYTPEHHMX OPraHOB, OTMEYAlOTCA MbILLEYHAS MMMNOTOHUS,
NOBbILLEHNE FTYOOKNX CYXOXUNbHbIX pedekcoB, KOTOpble
CMEHSAIOTCA CMACTUYECKUM MapaanyoM, a TakXe MHTEHLIMOHHbIN
TPEMOP, YMEPEHHAs aTakKCusl, Cya0POri.

» BonbWKHCTBO 60/bHBLIX NOrnbaeT B Bo3pacte 5—15 ner.



[InarHoCTuka

s [IMarHo3 ocHOBaH Ha KIMHWUYECKOW KapTUHE

BHapy>XeHUn NeHUCTbIX KNeTok HMMaHHa-lNnka B
buonTaTtax KOCTHOro Mo3ra n cene3éHku

« OnpeneneHnn akTUBHOCTU COMHIOMUENMHA3BI B SKCTPAKTaXx
TKaHeun (C MCnonb30BaHMEM PaaNOaKTUBHOMO
cnHrommenuHa)

=« [lMarHo3 noAareep>xkaaloT onpeaeneHneM coaepxaHus
MNMAO0B B MMM@ATUYECKUX CoCyadax, COUHroMmennHa C
MOMOLLIbIO BbICOKOPa3peLLaoLWeEN KXNMAKOCTHOM
XpoMaTtorpadpum

» /I3MepeHneM aKTUBHOCTU CPMHIOMUENNHA B KOPHSAX BOJIOC.



JleyeHue

» Cneumduyeckoe nevyeHue 6ones3Hn HMMaHHa —
[lMka He pa3paboTaHo.

+

« VlHOrpa npu aBNeHusxX rmnepcnieHmsMa yaansaoT
Cene3eHKy, YTo AaeT BPEMEHHbIN 3P dEKT.

» Pa3pabaTtbiBaeTcs MeToa Koppekuumn
MeTabonunuyeckoro gedekta Noacaakou
BblZIENEHHOIO M3 NNALEHTbl (bepMeHTa.

» [lpeanpuHMMaloTcs NOonbITKKU pa3paboTaTb
cpeactea O3T



bone3Hb Tesa-Cakca

= HapyuweHue pacuwenneHna GM2-
aHMMO3MA0B B pe3y/bTaTte
HeaoCTaTOYHOCTU (bepMeHTa
rekcolamuHugasel A NpuBoaAUT K
HaKOMJIEHUIO FaHIIMO3UA0B B rO/I0BHOM
MO3re, B MEHbLUEN CTEMEHU — BO
BHYTPEHHMX opraHax. KoHUeHTpauus
npeBbiwaeT HopMy B 100—300 pas.

= HacnepyeTca ayToCOMHO-peLeccuBHO



bone3sHb Tea-Cakca

= B TeyeHue nepBbix 4—6 MecsLEeB XU3HU pebeHOoK
qa3BMBaETCFI HOPManbHO

= OTMevyaeTcd noBblleHHasa peakunsa Ha BHeLWHne
pasapaxutenu (LyM, CBET, MPUKOCHOBEHME) — OT Ucnyra
[10 MNOKJTIOHMYECKNX Cyaopor, pebEHOK 4YacTo NpUHMUMaeT
no3y “pacnsToro”.

= K 6 MecsliaM BO3HMKAET MbllleYHasa rmrnoTOHMUS.

= CO BTOpOro roja »m3Hu 6bICTPO NPOrpeccUpyeT HapyLLUEHME
MOTOPHOIO U MHTENNEKTYa/IbHOrO Pa3BUTUS.

x [lOSIBNSAOTCA TPYAHOCTU KOPMIEHUS U3-3@ HAPYLLEHUS
rnoTaHus.



bone3sHb Tea-Cakca

[oABNATCSA TPYAHOCTU KOPM/IEHUS U3-3a HAPYLUEHUS NOTaHWUS.
aa3BMBaIOTCFI reHepanM30BaHHble aTOHWMYECKNE Napannyu.

[locne 1,5 neT nporpeccmpytoT rnyxoTa, cienoTa, CyaAoporiy,
MbILIJeHHbIVI TOHYC MOBbLILLIAETCA A0 NOABIEHUS CracTNYECcKMX
napanvyen BnaoTb A0 deuepebpalnoOHHOU PUrnaHOCTU.

Y MHOrmx 6OJ'IbeIX OMUCbIBAKOT «KYKOJIbHOE>» JINLO. 6nenHas
KOXa, NErkum PYMAHELU, AJIMHHbIE PECHUNLbI, XOpPOLWIXE BOJIOCHI.

B 90% cny4aeB Ha rna3HoM [iHe onpeaensieTcs CUMNTOM
BULLUHEBOW KOCTOYKMW.

BonbHblE AETM YMUPAIOT Ha 2-4 roay XXU3HU OT UHTEPKYPPEHTHbIX
3a60/1€BaHMI NpK MOSTHOM pacnage NCUXUKM



[InarHoCTuka
=« KnnHuyeckne nposasneHus

L’LEHeaﬂOFW—IeCKMe NAHHble

« OnpeneneHne akTMBHOCTM reKCO3aMUHMAA3b! A B
nienmkoumTax KpoBu npobaHaa, TKaHEBbLIX
roMoreHaTax un Kynbtype ¢pmnbpobnacroB

» B nepudepnyeckon kpoBn 0b6HapyXMBatOTCS
BaKyONM3MpPOBaHHbIE TIMMMOLMTbI, 3aNOSIHEHHbIE
nnnaamu

s [MMNNYHbIE N3MEHEHWNS Ha rMa3HOoM AHe (aTpodus
COCKOB 3pUTE/IbHbIX HEPBOB U BULLHEBO-KPACcHOE
NSATHO B MakynspHou obnactn)



JleyeHue
s JledeHne cmMnToOMaTUYeCcKoe.

. T"TpMMeHﬂmT BUTAaMMHOTEPANMUIO,
aHTUKOHBY/IbCAHTbI, FENATONPOTEKTOPbI,
nepesiMBaHne KpoBU, M/1a3Mbl.

= PekoMeHaoBaHO BO3aepXaHue oT
NeTopoXAeHUs Npu HaMN4Ynum B CeEMbe
pebeHKa, cTpaaatowero 6ose3Hblo Tes—
Cakca.



bonesHb ®abpu
(andpdy3Hasa yHuBepcasibHas aHrMokepaTtoma)

» %AKoe HacneaCTBEHHOE peLeCcCMBHOE
-cuensieHHoe 3aboneBaHue IM30COMHOIo

HakonneHus (bonerT My>XUYnHbI)

» BPOXAEHHbIN AedeKkT katabonnama
FMMKOCPUHIONNMNMAOB C npeobnagaHuem

MOPAXXEHNS MOYEK

a 00yCnoBneHa HefoCTaTOYHOCTbIO
JIN30COMHOW rMApona3bl — a-rasakTo3naasbl



[InarHoCTuka

= [IMarHo3 OCHOBbIBAETCA Ha KJIMHNYECKUX
QEOFIBJ'IGHVIFIX

= BbIABNEHNN aKTUBHOCTU d-ranakto3naasbl A B
nna3Me, NENKOLMUTAX, CIE3HON XUAKOCTH,
KynbTUBUpPYeMbIX pnbpobnacrax, buonrtatax
TKaHeu

» [1OBbILLIEHMN YPOBHSA COUHIOrNMKONMNUAOB (B
4YaCTHOCTU TpuUrekcosuslepamMmmuaa) B Moue,
nnasme, KynbTuBmpyembix pmnbpobracrax




JleyeHue

» [N cHATMS 1 npeaynpexaeHns npuctynos 6onen
Ha3HauyaloT KapbamagernuH, KOPpTUKOCTEPOUAHI.

c Bl psie CllyyaeB NnokasaHa TPaHCNIaHTaLmMs MOYKM.

« JlasepHoe npmXuraHme aHrmoKepaToM, YCTAaHOBKA BOAUTESS
PUTMa U OMepaumn LYHTUPOBAHWUS, Anann3

« [ns 3amMecTuTeNnbHOM (DEPMEHTATMBHOW TEpannm

6era-aransmpasa. OTCyTCTBYIOWMN PEPMEHT,
NPOV3BOAMTCA MO TEXHOSOMMM pekoMbuHaHTHoN [HK u
BBOAUTCSA 60/1bHBIM NPWU MOMOLLM UHBEKLIMN OAUH pa3 B [BE
Heaenu.

= BO3MOXXHbI NpeHaTanbHas AMarHoCTMKa, KoTopas
3aK/II0YaETCSA B UCCNIEA0BAHMUN B KY/IbTUBUPYEMbIX
aMHUOTUYECKMX KNETKaXx



+

HapyweHue obMeHa
yrnesoAosB



[ IMKOreHo3bl

= YI1eBOAbl, KOTOpPbIe OnpeaenstoTcs B KeTKax U
TKaAHSAX OeNnaTcs Ha r1osimcaxapu/bl, N3 KOTOPbIX B
MBOTHbIX TKaHSAX BbISIBISOTCS JIULLb MMIMKOTreH,
JINKO3aMUHOr/inkaHel (MyKononmncaxapuabl) v
[JINKOMpPOTEN/bI.

» [ NIMKOreHo3bl NpeacTaBnaoT cobon rpynny
3ab0n1eBaHMN C ayTOCOMHO-PELIECCUBHbBIM TUMOM
HacneaoBaHUS, XapaKTepPU3YIOLLYHOCS pa3IMYHbIMY
nedekTamu B METaboNM3Me FINKOreHa.

s OTW AedeKTbl NPUBOASAT K N30bITOYHOMY
HaKOM/IEHMIO NINKOreHa B TKaHAX (MeYeHb, NOYKM,
MbILLLbI, CEpALE, FOIOBHON MO3r) U MOSABNEHUIO
aHOMaJ1bHbIX cbopM rNINKOreHa.



TUnbl NNMIMKOreHo30B

Tun

Henocrarounocrs pepmenra

Ilopaxkaemble TKAHU

I 6ose3Hb I npke

['mroko30-6-pocdaraza

ITeyeHp, NOYKHM, KHAIIKA

11 JInzocomainpHas a-1,4- | ['eHepanmn3oBaHHOE
TIIOKO3H/1a3a MOpakeHue
111 6oe3Hb <I)0p6ca-KopH Awmmnio-1,6-rroko3uaasa IIeuens, MBIIIIIBL,
JICUKOIIUTBI
1V 6oe3snb AHI[epceHa Awmnio-1,4,1,6- I'enepann3zoBaHHOE
TPaHCIJIFOKO3K/1a3a OpakeHue
V 6one3np Mak-Apis docdopuiiaza MbIIIIIT MEBIIIIBL

V1 6one3up Xepca docdopuiaza neueHu [Teyenn, TEHKOIIUTEI

VII 0osiezup ToMcona dochodhpyKTOKHHA3A MBIIIII] MBIIIIIBI

VIII 6one3ns Taypu dochodpykroknnaza neueHun | [ledenn

IX 0one3up Xara Kunaza docdopuirazsl [Teuens, JIEWKOIIUATEI,

OPUTPOIHUTHI




bone3Hb NoMne

» 3abonieBaHme CBS3aHO C HeAOCTAaTOYHOCTbIO
epMeHTa a-rnaoko3naasbl (GAA), KOTOpbIY
eyaeT 3a pa3sioxeHne U3bbITKa rMMKOreHa,
CNOXXHOW MOJIEKY/bl Caxapa, B NM30COMax.

» bonesHb [loMne aTo oaHOBpEMEHHO U 60ne3Hb
JIN30COMHOro Hakonnenua (bJ1H), n
MeTabonnyeckoe 3abosieBaHme MblllLl, NOCKOSIbKY
HaKOMJ/IeHME rNmMKoreHa nopa)aet @yHKLUIo

MYCKY/aTypbl

= bonesHb [lomMne 310 HacheaCcTBEHHOE ayTOCOMHO-
peLeccBHoe 3aboneBaHme



KriMHUukKa

bone3Hb [loMne MoXeT HauYMHATLCSA B M1aaeHYEeCKoOM
BO3pacTe, NpoTeKaTb C BOB/ieYyeHneM cepaua n 6bICTpbIM
nporpeccmMpoBaHneM, ObICTPO 3aKaHYMBASCh IETA/IbHbIM

MFXOLI,OM

WM HauMHaTbCs B 60/1ee No3aHEM BO3pacTe, NpoTeKas C
OTHOCUTENbHO MeANIEHHBIM NMPOrPECCUPOBAHNEM U NPUBOASA K
MUOnNaTmm

bonesHb, HAYUMHALWAACS B M1aAEHYECKOM BO3PacCTE,
npOTeKaeT OCOBEHHO TSHKESO W CO3MAAET Yrpo3y ANs XU3HU
60/1bHOrO 3a CYET CUMIbHENLLEN MbILLEYHOU CnabocTy,
yBenmyeHna a3blka, cepaua M rneyeHu, a Takxe
3aTPYAHEHHOro AbIXaHWs, YTO 06bIUYHO 3aKaHYMBAETCS
CMEpPTbIO Ha NEPBOM oAy XXM3HM.

dopma 6051€3HM € NO3AHMM HAYanoM MPOSIBASET TEHAEHUMIO
K 3aMeaJ/IEHHOMY NMPOrPeCCUpPOBaHNIO, U AN HEE XapaKTepHa
pe3kas U3AMEHYNBOCTb B TSXKECTU CUMMTOMOB.



JleyeHue

x Y 60/bLUIMHCTBA 60NbHbIX NPOAC/TKUTENBHOCTb
XXU3HWN COKpaLLieHa 3a CYET MpOorpeccmpytoLLen
aTelbHOW HeAOCTaTOYHOCTM!.

» HaumHaga c 2006 roga, noaBmIocbL CpeacTso Ass
anutenbHon ®3T naumeHToB ¢ 6one3Hbio Momne,
asnbrarokosunaasa anbda. [Ang nodaHen hopmbl
3aboneBaHns 3PPEKTUBHOCTb NPUMEHEHMUS
npenaparta rnoka He yCTaHOBJIeHa.

= [IpuMeHsaeTCca TakKe noaaepXXueatollee
CMMNTOMAaTUYECKOe JiIeyeHMe.



Mykononmcaxapuaosbl

npu 3TOM NATOJIOrMK B pe3y/ibTaTe HeAOCTaTOYMHOCTH JIN30COMaJIbHbIX

¢pepMeHTOB N3MeHsIeTCs1 KaTabo/IM3M rIMK0o3aMMHOI JIMKaAHOB, NPOUCXOAUT
HaKonJieHue Ux B JIN30COMaXx, YTO NpPUBOAUT K rpyboiM KJIeTOYHOU NaToNIOrumn
' N BOSHUKHOBEHMIO XapaKTEePHON KJINMHUYECKON KapTUHbI

Mepmentatusnnie aedexrst npu MIIC

Tun MNC DepMeHTaTUBHbINA [eeKT, NOKaNU3auma reHa [poayKT HaKonNeHus
| (IH) Mypnepa o-L-nlypoHuaasa, 22q11 AepMaTaHcynbaar, renapaHcynsar
Il Xaurepa cynbchoupyporarcynbcharasa, Xq26-q28 AepmartaHcynsdar, renapaHcynsdar
lll Cakcomamnno A) renaparcynbgarcynbthamupasa renapaHcynbgar
B) N-auertun-L-D-rniokosamuHinaasa
C) auetunrparctepasa
IV Mopkuo A) N-auetunranakrosamuu-6-cynbarcynbgarasa Keparascynbar
B) p-ranaxTosupasa XOHAPOUTUH-B-Cynbdar
V () Weite a-L-upypoHupasa fepMaraHcynsear
VI Mapoto-Tlamu  @puncynscbarasa, 5q11-q13 Aepmaraxcynsar
Vil Cnas B-rniokypoHupasa, 7q21.3-g22.1 XOHAPOUTUHCYNbAT



MINC I Tvna

= MIC I xapaktepusyetca HegJoCTaTO4YHOCTbIO
gepMeHTa a-L-uaypoHuaasbl
(BK30rnMKo3uaasbl), KOTopas Y4acTBYET B
CTYNeH4YaToOM pa3/ioXXeHuun
MMKO3aMUHOIIMKAHOB iepMaTaH cynbdaTa u
renapaH cynbgara.

» DTN BELLECTBA ABNAIOTCA CNOXHbIMU
nonucaxapuaamu, BaXKHbIMM KOMMOHEHTaMM
BHEKJ/IETOYHOIr0 MaTpuKca 1 CoeanHNTENbHOM
TKaHW BO BCEM OpPraHuU3Me.



PucyHok 9.
Bosneyenune ckenera npu MIMC I

Nedopmauma no tmny KorreobpasHom KMcTu




[InarHoCTuka

a [lepBbIM AOCTYMHLIM METOAOM AUArHOCTUKU
MIC I, 6b1n aHanu3 Ha coaepXXaHue
KO3aMMHOI IMKaHOB B MOY€e, KOTOPbIN A0
CUX NMOpP OCTAETCH Mosie3HbIM B KQ4YECTBe TecTa
npeaBapuTenbHOro obcreaoBaHuUs.

» OkoH4yaTenbHbiM anarHo3 MIC I 6a3unpyetcs
Ha AEMOHCTpaLuUnN HEQOCTAaTOYHOCTU
pepMeHTa a-L-maypoHnaasbl Nnpy n3MepeHnn
B K/1IETOYHbIX 3KCTpaKTax MMM@POLINTOB
nepndepnyeckon KpoBu Unn KynabTypbl
KOXHbIX (pnbpobnacTos.




JleyeHue

= I'Io,q,qepmmsarou_tee N CUMIMTOMATUYECKOE JIEHEHUE MOXET
HAaMHOIO yJ1y4WUTb Ka4€CTBO XU3HU 60bHbIX.

+

» [lepecagka KOCTHOro Mo3ra NMpuHecna onpeaeneHHbIN
yCrex B OrpaHNYeHnn NpPorpeccmMpoBaHns HEKOTOPbIX
CUMMNTOMOB Y AETEN C Hanbonee Tsxxenon dopmon MIIC I,
HO M3-3a BbICOKOI0 pUCKa CMepTHOCTM 3TOT Noaxon
cneayeT MCNonb30BaTb TOMbKO B TLLATENbHO OTOOPAHHbIX
CnyYasx.

= HauyunHaga c BecHbl 2003 roaa, NnosaBUIOCH NepBoe CPEeACTBO
ana 3T npu MIC I, napoHmaa3sa. B KNMHMYECKUX
NCNbITaHMSAX BbI10 NokasaHo, YTo O3T npeacTaBnseT
cobon BeCbMa yCneLLHbIN MOAX0A A/ NEYEHUS HE
HeBponormnyecknx cumntomon MIIC I.



CrNNnACBO 3A BHUMAHMUE!




