NEKUIT
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NEKLYI

MuTtoxoHgpuanbHaa [AHK
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NEKUIT

1MumoxoHOpuaribHble 60/1e3HU -
reTeporeHHas rpynna
3abonesaHnn, 0OYCNOBEHHbIX
reHETUYECKUMN, CTPYKTYPHbLIMN,
brnoxnmmnyecknmmn gedekramm
MUTOXOHAOPUN U HApPYLUEHUEM
TKAHEBOrO AbIXaHWs

OunarHocTuka
MUTOXOHAPMArbHbIX HAPYLUEHUW

MwnonaTtnyieckmum cuHgpom
1MbiwevyHaa cnabocTb, NIMNOTOHUA U
aTpodus
1Mwuanrun

1 CHUXEHME TONePaHTHOCTHN K
dOU3NYECKNM Harpyskam
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NEKLYI

[NopaxeHune UeHTparibHOU U
nepudgepnyecKkon HepBHOMU
CNCTEeMbI
1 PecnmupaTopHbIN OUCTPECC-CUHAPOM
1 HapyLweHne NncMxoMOTOPHOro pa3BuTUS
1 Cypoporu
1 ATakcud
1 [lnpamumgHble paccTtponcTea

1 HapyLleHne co CTOPOHLI rnasogsuraTenem
(Hapy>Has odTanbMonnerns, NTo3 n rnp.)

1 nOﬂMHeBpOI'IaTVIFI

NMopaxeHne neYvyeHu

1 [Mporpeccupyrowiasa renatomeranus

1 ®nbpo3 neyeHwu

1 iIBNneHns ne4eHO4YHOM HeOOCTATO4YHOCTU
NMopaxeHune cepaua

1 l'nnepTpodmyeckas kapgumommonaTus
NMopaxeHne noyek

1 Tpnapga ®aHkoHu (hocdaTypus,
rIKoO3ypus, ammHoauuaypus)
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NEKUIT

AHOOKPUHHbIE HapYyLUeHUSA
1 3agepxka pocTa
1 [ unornukemus
NopaxeHune cnyxa
1 HenpoceHcopHaga rnyxoTa

NMopaxeHue 3peHuns
1 ATpodusa 3puTenbHbIX HEPBOB
1 [lurmeHTHaa gereHepauunsi ceTyaTkm
1 KaTapakTta

HapyweHuns

Kenyao4HO-KMLWeYHOro TpakTa
1 [loBTOpHasa pBoTa
1 [lnapes

JaHHble Mmopdonornyeckmnx
uccriegoBaHuU, CBUAETENbLCTBYHOLME
O rpybomu naToryiormm MUTOXOHAPUN

1 [Iponuepaumsa MUTOXOHAPUN

1 [Tonnmopdnam MUTOXOHAPUU C HAPYLLEHUEM
doopMbl U pa3mMepoB, Ae30praHn3aumns KpucT

1 CKonneHmsa aHoMarnbHbIX MUTOXOHAPWUW NoA
capkonemMmmom

1 [lapakpucTannmMyeckne BKMOYEHNS B
MUTOXOHAPUN

1 Hannune mexdpundpunnapHbix Bakyonemn
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NEKLYI

CuHppom KepHca-Ceupa

1 3aboneBaHus nposBnsieTca B Bo3pacTte 4-18
ner

1 [Iporpeccupyrowias HapyXHas
opTanbmMmonnerusa

1 [IMrMEeHTHBLIN PETUHUT
1 ATaKkCusl, UHTEHLUUOHHBbIN TPEeMop
1 ATpMOBEHTPUKYynsapHasa 6nokaaa cepaua

1 [oBbIWEeHUe YPOBHA benka B
LepebpocnuHanbHOM Xuakoctu 6onee 1 r\n

1 "PBaHble" KpacHble BOJIOKHa B bmonTtaTtax
CKeJleTHbIX MbILL}

HacneacrtBeHHas aTpodua
3puTerbHbIX HepBoOB Jlebepa

1 MaTepMHCKMI TMN HacnepoBaHUA
1 [leGroT 3aboneBaHusa B Bo3pacte 20-30 net

1 OcTpoe N1 NnogoCcTPoe CHMKEHUE OCTPOThI
3peHusa Ha oAuH unu oba rnasa

1 CoyeTaHue ¢ HeBpPOJIOTN4eCKNMUN U KOCTHO-
CyCTaBHbIMU HApPyLWEeHNAMN

1 Mnu KpOoaHrmonatusa CceTyYaTku

1 Mporpeccupyrollee Te4yeHne ¢ BO3MOXHOCTLIO
peMuccum unm BOCCTaHOBIIEHUS OCTPOThI
3peHus
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NEKUIT

CuHpgpom NAPR (HeBponaTtus,
aTaKCusl, NTUrMEHTHbIN PETUHWUT)

1 MaTepMHCKMI TUN HacnegoBaHUA

1 CoyeTtaHue HeBpoOonatnun, atakCum n
MArMEeHTHOIo peTuHUTA

1 3agepKKa NCMXOMOTOPHOro pa3BUTUA
1 lemeHUUnA

1 Hannuune "pBaHbIX" KpaCcHbIX BONMOKOH B
OuonTaTtax MbILWEeYHON TKaHU

CuHnapom MERRF (MuoknoHyc-anunencwus,
"pBaHble" KpaCHble BONTOKHA)

1 MaTepuvHCKMIM TUN HacregoBaHUA
1 [leGloT 3a6oneBaHusa B Bo3pacte 3-65 net

I MnoknoHunyeckas anunencus, atakcusi, AeMeHuus B
COYeTaHMM C HEMPOCEHCOPHOMN FMyXOTON, atpoduen
3puUTeribHbIX HEPBOB U HapYyLUEHUSIMU rNyooKoun
YyBCTBUTENIbHOCTU

NakraT-aunpos

Mpu npoBeaeHuun I3l o6cnenoBaHnA BbIABNAKOTCA
reHeparniM3oBaHHble INUNEeNnTUYeCKue KOMNIeKcbl
"nonucnank-meaneHHasa BonHa"

"PBaHble" KpacHble BOJSIOKHA B bMonTtaTtax
CKeJleTHbIX MbILlL,

_ I'Iporpeccu pywouiee Te4yeHune
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NEKLYI

Cunapom MELAS (MuToxoHapuanbHas
3HuecdanomuonaTus, nakraT-aumgos,
MHCYINbTONOAOOHLIE 3NN30Abl)

1 MaTepuHCKUM TUN HacnegoBaHUA
1 [leGroT 3a6oneBaHusa B Bo3pacte Ao 40 ner
1 HenepeHocuMoCTb (pM3nNYECKUX Harpy3okK

1 MurpeHenofo6HbLIe rofnoBHLIE 6onu ¢
TOLIHOTOW U PBOTOM

1 MKHcynbTONOAOOHLIE 3NN304bl
1 Cypoporu
1 JlakTaT-aunnos

1 "PBaHble" KpacHble BONIOKHa B buontarax
MbILLL

1 [lporpeccupyrollee Te4eHue

MuToxoHOpuanbHbIe
3HUuedanonaTuu

1 CuHOpowm Jlesi (nogocTpasa HEKpPOTU3MpYroLas
3HuecdanomuenonaTus)

NMposiBnsieTcs nocne 6 mecsALeB XXU3HU
HapacTarLlwen MbIlLe4YHON r’MNOTOHUEN, aTaKCueun
W HUCTAarMom, NMPamMuUaHbLIMU CUMNTOMaMMU,
odTanbmonnerven n atpocpumen 3puTenbHbIX
HepBOB. HacTo oTmMevaeTcsi npucoeguHeHne
KapaAuomMumonaTumn U nerkoro Metabonun4yeckoro
aumposa.

CuHOpom Anbnepca (nporpeccupytoLias
CKrneposupyrolwjas nonmguctpodua

NereHepaumna ceporo BellecTBa Mo3ra B
COYeTaHUMN C LLIMPPO3OM MeYeHHU
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NEKUIT

Jlepuuut nupyBaTrkap00KCHJIA3bI

1 AYyTOCOMHO-peLecCUBHbLIN TUMN HacneaoBaHUA

1 [le60T 3a60neBaHMA B HEOHaTarNlbHOM nepuoae
1 CumntTomMmoKkoMnseKkec "BANOro pedeHka"

1 Cyaoporu, pe3aMcTeHTHbIe K Tepanuu

1 Bbicokue KOHUEeHTpaunnm KeTOHOBbLIX TeJ1 B
KpoBu, rmnepamMmmoHunemMmus, runepsint3anHeMumsa

1 CHUXXeHue aKTUBHOCTU NUpyBaTKapO6oKcunasbl
B CKeneTHbIX MblLlLax

Oedunumut nupyBataerngporeHasbl

B HeoHamasibHOM nepuode

1 YepenHo-nuueBas ganamopdusa

1 Cypoporun, pe3ancteHTHble K Tepanuu

1 HapyweHue abixaHUA U cocaHus

I CumnToMmoKoMMeKec "BANoro pedbeHka"
1 lncrnHe3mnm mo3sra

1 BblpaXeHHbIN aunao3 ¢ BbICOKUM
coAepxaHueM nakrata U nupyBsara

1 CHMKeHne aKkTUBHOCTU
nupyBaTaerngporeHasbl
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NEKLYI

Odedunuut nupyBataerngporeHasbl

Ha nepeom 200y Xu3Hu

1 Mukpouedanusa

1 3agepKKa NCUXOMOTOPHOro pa3BUTUA
1 ATakcus

1 Mbiwe4yHass ANCTOHMUSA

1 XopeoaTteTo3

1 JlakTaT-aumao3 ¢ BbICOKUM coaepxaHuem
nupyBata

1 CHMXeHue akTUBHOCTM nupyBsataerngporeHa3bl

MMTOXOH,qpman bHasa 6one3Hb
[NpocekBeHnpoBaHHbIM reH TPHK — nenumH.
HangeHbl mytaumm 3624A/G,3705G/A
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NEKUIT

MuToxoHapuanbHasi 00JI€3Hb
[MpocekBeHNpoBaHHbIN reH TPHK — nnaunH.
HangeHbl MyTaumnmn 8836A/G (met/val), 8472C/T(pro/leu2), 8614T/C

MuToxoHapuanbHas 60JI€3Hb

MpoBedeH nonHblin cukBeHc MTAHK. HangeHbl MyTauum
1888G/A,  2706A/G, 8697G/A,  8860G(thr/ala), 11251A/G,
11719G/A,11812A/G, 14687A/G, 14766C/T, 14905G/A, 15326A/G,
15452C/A, 15607A/G, 15928G/A.
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NEKLYI

MpoBeneH nonHbin cukeeHc MTOHK. HangeHsl myTtauum
14470T/C, 14766C/T, 15326A/G.

Heiipoconorpammsr 60apHBEIX ¢ HBO
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NEKUIT

Heitpoconorpammel 60apHBEIX ¢ HB

VR
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NEKUIT

NE2MATALBGY CAL « CENTERSy

FOCUS :
-1ERd B

Ky SEMEHKO
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NEKUIT

KRYSBEMEHKO
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NEKUIT

YZE2ZEMEHEKD

MeToab! neyeHUsa MUTOXOHAPUANbHbIX
3aboneBaHun

Ho3onornueckast (popmMa/3H3MMHBIH OcHOBHBIE peKOMeHyeMble KypChl
aedexr Tepanuu

Cunapom Kepuca-Ceiipa Jlmera €O CHHKEHHBIM COJEpPKAHHEM
XpoHuyeckasi nporpeccupymomas | yriaeroaon (10 10r/kr)
HApYyKHasl 0(pTAIBMOILJIETHH Kosnszum Q,; 90 - 200 mr B cyTKH
Hurtoxpom C 4,0 B/m nsmm B/B N 10
L-xapautun 50 Mr/kr
Humedocdon 30 mr/kr
Butramun C 10 2 r B CyTKH
Buramun E 10 300 - 500 Mr B cyTKH

MHTOXOHAPHATbHASI JInera O CHHKEHHBIM COJepP:KAHHEM
snnedasoMHONATHSI,  JAKTAT-alu03, | YI/1eBo10B (10 10r/kr)

HHCYNbTONOR00HbIe dnu30a6 (MELAS) g‘:{i‘:‘ig{“;’?&(h 93“') ”l:i?({ 3‘;312'“‘“'

Huroxpom C 4,0 B/m nsmm B/B N 10
Hukotunamuao S00 Mr B CyTKH
Putognasun 100 mr B cyTKH
L-kapuautun 50 - 75 Mr/kr
Humedocdon 30 mr/kr

Butamun C 10 2 1 B CyTKH
Buramun E g0 300 - S00 mr B cyTKH
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NEKUIT

MeToAbl neyeHUss MUTOXOHAPUANbHbIX
3aboneBaHuM

Ho3os0ruueckas popma/sH3UMHBIA OcHOBHBIE peKOMeHAyeMble KypChl
aedexr Tepanuu

IMomocrpas
HLEe(ATOMHONIATHUS
Jlesi/nepunuT nupyBaTkapooKCHIA3bI
JlakTar-annao3/neduuur
NHPYBATKAPOOKCHIIA3BI

dymapoBasi anuaypus

a-KetorsyrapoBasi auuaypust

Cunapom bapra

HEKPOTU3HUPpYIOLIas Kerorennast amera ¢ IOBBIIIEHHBIM

cogep:xkanuem xkupoB (1o 75 %
KAJIOPMHHOCTH pPaliioHAa)

Buorun 10 mMr B cyTkn

JAumedochon 30 Mr/kr

Juera, oborameHHast
4acToe KOpMJICHHe
Huroxpom C 4,0 B/Mm nimm B/B N 10
Kosnzum Q,, 60 - 90 mr B cyTKH

Tuamun 50 - 200 Mr B cyTKH
JlunoeBasi kucjora 100 -
CYTKH

JAumedochon 30 mr/kr

Koanzum Q,, 90 - 200 mMr B cyTKH
IMuToxpom 8 4,0 B/M niu B/B N 10
Aurapuas kuciaora 10 mr/kr
L-kapantin 10 100 Mr/kr
Humedocdon 30 mr/kr

Butamun C 10 1 1 B cyTKH
Buramun E 10 300 Mr B cyTkH

YriieBoaaMu;

500 mr B

MeToab! neyeHUsa MUTOXOHAPUANbHbIX
3aboneBaHun

Ho3osornueckasi popma/a3H3UMHBIN OcHoBHBIE peKOMEeHAyeMble KypChl
aegexT Tepanuu

IHopocrpas HEKpPOTH3HPYOLIas
3HLe}ATOMHONIATHS

Jlest/nepunmut
NHMPYBATAErHIAPOreHA3HOI0 KOMILIEKCA
JlakTar-annao3/neduuur
NHUPYBATACTHAPOICHA3HOI0 KOMILJIEKCA

I'myrapoBas anuaypus Il Tuna

Hepuunt anmumia-KoA nperugporenasbl
JKUPHBIX KHCJIOT € Pa3jiMYHON NJIMHOM
Henu

Ketorennasi mera ¢ MOBBIIIEHHBIM
colep:xkaHneM KHUpoB (o 75 %
KAJIOPUITHOCTH PAaLlHOHA)

Tuamun 50 - 200 Mr B cyTKH

Jlunoesas kucaora 100 - 500 mr B cyTku
Aumedocdon 30 Mr/kr

Jluerta co CHHKEHHBIM COJdEpP:KaAHHEM
kupoB (15 % KanOpPUITHOCTH pamUoOHA)
u OeakoB (<20 %), NOBBLINIEHHBIM
cofep:kanueM yrieBoaoB (65-70 %)
L-xapuntun 100 MI/Kr B CyTKH
Pubogunasun 1o 150 Mr B cyTkn

JAuera €O CHHKEHHBIM COAep:KaHHEeM
skupoB (15-20 % kaJIOpMiHHOCTH palOHA)
U NOBBILIEHHBIM COAEePKAHNEM YIJIeBOI0B
(00s1ee 60 %), yacToe ApoOHOE MUTaAHME
L-kapuutun g0 100 Mr/kr B cyTkun
Pu6odaBun 25 - 50 Mr B CyTKH
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