HacneancrtBeHHble D0NesHu
obmeHa



HacnenocrBeHHbIe O0One3Hun

oOMeHa
— rpynna MOHOIeHHbIX HaCJ1e4CTBEHHbIX

3abonesaHun, 0OyCnoBneHHbIX MyTaUnaMu
reHoB, KOOAUPYHOLLMX (DEPMEHTHI,
TPAHCMNOPTHbIE NN CUTHanNbHbIE DENKN, YTO

NPMBOAUT K HApPYyLLUEHUIO MeTabonnama
KIETKMW.
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XapakTepHble CUMNTOMBI

* 1. Hann4yme cBeTNOro NpomMeXxyTka
* 2. CUMNTOMOKOMIIIEKC «BASNIOro pebeHka»

e 3. MbllLeYyHaqa rmnoTOHNA, CMEeHALWaACSH
ONCTOHUEN

* 4. HeoHaTanbHbIe Cygoporu

5. TpyaHOCTM BCKapMnmMBaHuS

* 6. HapylwleHna gbixaHus

7. YBenunyeHue nevyeHu n cerneseHku

8. AHOpeKcus, pBOTa, Nroxas npudaska B
Bece
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 HakonneHne ®eHunnanaHnHa n ero TOKCU4Yeckoe
BO3enNcTBme

* MbILLWHBLIK 3anax MOYHK
 [leTn cBeTnoBonockle, ronybornasble
* CBETOYYBCTBUTENBHOCTL (OepMaTo3bl)

dodit §




JlenunHo3

* CHWKeHMne akTUBHOCTUN SH3UMHOMN CUCTEMBI,
obecneymBatoLLEN neKap60|<cv|nv|p0|3aHv|e Tpex
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BunoscoHa-KoHoBanoBa

* HapylueHne CTpyKkTypbl
MeabTpaHcnopTupyowen ATdPasbl nevyeHu

* Tokcuyeckoe BrnnsaHue meau Ha ['M, noyku,
neYyeHb, porosuly.

e [laToreHeTn4yeckoe neyeHne — D-neHnunnnamMmmH
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[ emMoxpomaTos

* [enaTomeranums— MenaHogepmust -
caxapHeaanaber MUokapgmonaTms
rMNoroHagu3m y B3pocnbiX ——apTponaTtum
cuHapom Marnbabcopouunm.

EcTb
naToreHeTn4yeckoe
neyeHue — xenartHas

Tepanus




X-cuenneHHas
agpeHonenkogmncTpopus

* HapyweHune TpaHcnopta OLLIXK B
NepPOKCUCOMbI, HapyLUeHNe pacLlensieHns
OLLPKK

* Tokcnyeckoe Bo3gencTBme Ha MUENUH U
KNEeTKM KOpbl HAAMNO4Ye4YHUKOB '

[MpenmyLiecTBeHHO
OLOHOCTOPOHHAA AeMUnennHu3auns
TEMEHHO-3aTbINOYHbIX 0bnacTen
Mo3ra




JInzocomHble 6onesHn oomeHa

 bonesHb HnmaHa-I'lnka
 Mykononucaxapmgo3d s
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bonesHb HnmaHa-I'luka

* HakonneHne cpuHrommenmHa B
nm3ocomax MM, neyeH L =N

e [leHNCTbIE KNEeTKU
e CUMNTOM «BULLHEBOU

KOCTO4YKIN»
[TposBneHue cpasdy nocrie bes BoBre4YeHNA HepBHOU + HaKoMnneHue
pOXOeHUsd CUCTEMbI xonectepuHa
[[enaTocnneHomeranus [TaToreHeTn4yeckoe
[TOMyTHEHMe porosuLbl nedeHwe: MurnycraTtuH

YTpara MOTOPHbIX
HaBbIKOB N CYXOXMUIbHbIX
pedekcos



Tun C
KOBeHMNbHasA dopma

HeoHaTanbHasa popma

o BepTUKanbHbIN
(HeoOHaTaNbHbIN XONecTas, XenTyxa) P

HaAbAAEPHDbIN
opTanbmonapes

PaHHAA mnageH4YecKasn
(MOTOpPHbIE HapyLLUeHMA)

Mo3aHAA mnageH4YecKan
(HapyweHne noxoaKun, peuu)

FOHOoLWwecKan
(aTaKcusa, annnenTUyeckmMe NPpUCTynbl)

B3pocnan

fenatocnneHomeranus
(ncuxmatpuyeckana cMNTOMaTUKa)

MoeT oTcyTcTBOBaTb B 15% cny4vaes

MpeawecTByeT HEPBONOTMYECKMM CUMNTOMaM
Perpeccus c BO3pactom + QUNMUNNNHOBBLIN TECT




Mykononucaxapmngos

HakonneHne mykononucaxapumaoB B peaynbsraTe
nedoekTa pasnmyHbIX PepMeHTOB

/
MIC 1 / \\ MIC 6

0 Typnepa \7 MapoTto-Jlamu
0 Lleite MIC 2 MINC
0 Typnep-lleite XaHTepa MIC 3 4
Aecuunr anbga-L- WpypoHart-2- CaHCbl/IJ'I nUnno bonesHb
VAYPOHWAE3E cynbgarassi Mo p KHNO
A-N
CynbdOrmoKo3aMmmnH-
cynbgoruapanasbl FanakrasamMuH-6
B - N-auetun-D- -cynbgat-
rMoKo3aMUHMAa3kl cynbartasbl um
C - anbda b-
rnoko3amua-N- ranakTosuaasbi
auetunTpacgepasbi
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aueTunrnioKo3aMuyH -6-
cynbdarasbl
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OcobeHHOCTb peHoTUNA

HapyweHune KOCTHO-
CYCTaBHOW CUCTEMDI

3a4eprKKa NCUXOMOTOPHOrO
Pa3BUTUA

[enaTomnneHomeranus



MI1C 1 Tnna

CuHapom
['ypnepa-Llene

CuHgpom
Lene

: CuHapom
~ Typnepa



MIC 2
CuHapom XaHTtepa

CBeTnbI XXeCTKME BOSIOChHI
Y3ernkoBo-nanysnesHoe nopaxeHume
KOXW

K 8 rogam — ymcTBEHHada OTCTanoCTb
PacToOpMOXXeHHOCTb NOBEAEHMUS
[Mpo3padHas porosuua



MIIC 1]

Cungpom CaHdununno
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K 3 rogam >usHu
pa3B|/|T|/|e I'Iperau_laeTC;l LA

dunanyeckoe passutme
COOTBETCTBYET BO3pacTy

PaccTtpouncrtea
noBeaeHunsd



MI1C IV
bonesHb Mopkuno

OTCyTCTBUE CHUXXEHNSA UHTENNEKTA
[edopmauuns ckenera
[nyxoTa




MI1C VI
CuHgpom MapoTo-Jlamn

OTcyTcTBUE
CHWXEeHUS

UHTEJIJIEKTa

TyronoaBuXHOCTb
CyCTaBOB

PecTpuKTUBHbIE
3abonieBaHnA ferkm

| dncnnasns ronoBku
beapeHHOM KOCTH



e HakonneHwne
rmoKouepedbposnaa
e [[enaTocnneHomeranus

1Tun 2 TIN
HeHeMnponaTUu4eCKum OcTpbin NMoaocTpbin
HeuponaTu4yecknmn HeMponaTUu4ecKkum

[[eMopparnyeckum [Mneppednekcus [eHepann3oBaHHbIE

CUHAOPOM MbiweyHas rmnoToHUA KITOHUKO-TOHUYECKNE
Perpecc cyooporu
NCUXOMOTOPHOIO [MaHunTONEHMS
pasBUTUS
KITOHUKO-TOHUYECKNE
cyaoporu

Ons 1 n 3 TMna — 3amecTuTenbHas Tepanus
Llepe3nH*



Manb4iuk 3 rona, bl 3
|

—=

Bl Tvn 1 po n nocne
doepMeHT3aMeCTUTENBLHO
N Tepanun

[leBo4yka 11 mec,
Bl Tun 2




MunTtoxoHOpuanbHbIe

3a00eBaHuns

» eHOMEH reteponnasnum — NPUCyTCTBME
MYTaHTHbIX U HoOpManbHbiX MTOHK B
OOHOW KIEeKTKe

* KnnHn4yeckasa KapTuHa 3aBUCUT OT %
MYyTaHTHbIX MTLHK




Cunapom KepHca-Cenpa

* Hapy)xHas odbTansmonnern
 Mmnonartug

* ATakcug ¥
» HelipoceHcopHas rnyxota = b

* PeHOMEH «pBaHbIX KpAaCHbIX BONTOKOH» B
MbILLEYHbIX DmnonTaTax




CuHapom lNupcoHa

[lopakeHne KOCTHOro Mo3ra -
NMNAHUUTOIEHUA

CuHpgpom KepHca-
Cenpa

MyTaHTHag mTAHK
MbliLLbl 80%
KpoBeTBOpPHbIE KIETKU
5%
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Cunpgpowm lNupcoHa

MyTaHTHag mTAHK
MbiLLbl 5%

KpoBeTBOpHbIe KNeTkn 80%
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