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BMHOTpagHasI
odppeHMs
JIKETOHYyPpMsi)



POBUHOrpaaHas
WS YTO XXe 3TO Takoe?

3a001ebamue,
yueHuem

eHa 6 opearusme
01O U3 Hauboee
blX nocaedcmbuil
EHUAKEMOHYPUU IO
nopaxcerue 201061020 mo3ea U
conymcmebyoujue emy
HAPYUWEHUA NCUXUUECKO20

U usuueckoeo pasbuimus
demeil.




[ w1 III TrI10B, KOTOPBIE OT/INYAIOTC C
€TO/IOB JICUeH VIS

SPSsiiiideine sy sii L, B OCHOBE OCHOBE BOSHVIKHOBEHVIA JTaHHOV
DVIVL JIEXKNUT JedpnauT dpepMenTa peHvIaIaHnmH-4-
e4BaloOIIero IIpeBpaleHye aMITHOKVICIIOTBL

A B TVIPO3VIH.

- —XapaKTepusyeTcs JedpuinTom dpepMeHTa
aurugponTepuaHpenykrasel. [Tpu nanao dpopme OosiesHM nipeodiagaer
TsDKeJIasd YMCTBEHHas OTCTaJIOCTh, cypoporv. @enwikeronypwst 11 Tuna
OYeHb OBICTPO IIporpeccupyeT i IPUBOIUT K cMepTu pebeHKa B 2-3 jileTHeM
BO3pacTe.

- — IIPOBOLIMIPYeTCs JePULINTOM



-brmskopoacTBeHHbIe
Opaku, MOBBIIIAIOT
BEPOATHOCTD
POXIIeHMs peOeHKa
OOJTbHOTO
dpeHMIIKEeTOHY pIIeVs;

-VIsmeneHve (MyTarys)
reHa, JIOKaJIM30BaHHOI'O
Ha 12 xpoMmocome

www. hisupplier:com



e PeHWIKeTOHYPUM Y
O HeyKpOTMMas PBOTa,
[IPVHMMAaETC 3a IIPU3HaK
)3a (Cy’>KeHMe BBIXOIA U3

-3aMeyvaloT OTCTaBaHle pebeHKa B
PU3MHECKOM ¥ IICVIXMYECKOM Pa3BUTUN

-C 3a4lI031aHVeM Ha4YlMHalloT CM1IETb 11 XOJNTb.



HIVJIKETOHYPUN SBJISIOTCS
crreriicprgecKM (MBIIIVHBIM)
e:

K OKPY>KaloIeMy MUpy

PUYMHHAA [JIaKCUBOCTD
* COHJIMBOCTD

* becriokorncTBo

* Ko)xHbIe M3MeHeHVs (3K3eMa, [JepMaTUThI)
*[losgHee mpopesbiBaHVe 3y00B (r1ocite 18 Mecsries)



/AH CVIHTETAa3bI.

Tak)kKe FeHeTyecKye
O71bI IVAarHOCTMKV T€HHOTO JedeKTa
1IpY (PeHWIKeTOHY PUM, TPV KOTOPBIX
VICCIIEAYIOT KJIIETKM KPOBU

(1M OLINTEI), KJIETKV OKOJIOTUIOTHOM
XUIIKOCTY IUIOA (AMHMOIIUTBI) WIIU
KJIETKI Hapy>KHOV 3apOIbIIIIeBO
000JI0UKM (XOpVOHA)




JIVHCTBEHHBIM Ha
" IeHb MEeTOI0M

A PEeHVIIKETOHY PN
ABJISI€TCS AVieTOTepars.
Crienmdraeckyo aveTy mpm
dpeHmIKeTOHY pUI CIIefyeT
coOJIIOIaTh B TeUeHE /
I TeIbHOro BpeMeHu (Oosee 10
JIeT C MOMEeHTa HOITBEPXKIeHM
nviarHo3a). Jleuenme nueron
HaYMHAIOT PV YPOBHE
denVTATTaHHa B KpoBU 15Mr %

I BBIITIC.




[ TpertapaTs! Kanmbys, docdopa, XKen

BuraMmmyapl

-[TpennapaTsl, yiryuIiaroriye MO3roBo¢
KpoBooOpariieHue (HOOTPOIIbI —
11epeOposIN3VH, aMUHOJIOH, 3HIledab:

-[IpertapaTsl, yirydiaromiye TKaHeBO
oomeH (AT®D, prbokcuH)

-[Ipemtapatsl, yiryurnarorye
MUKPOLMPKYJISAINIO (TPeHTal,
TEOHVIKOJI, IIEHTOKCUMIIUIVIH)






Koe
Mua?

eHHas 0oJie3Hb OOMeHa

, 00y cIIoBIIeHHAad

UTOM pepMeHTa I'VICTUIVH -
aK-JIvasbl,

paKTepM3YIOIIAsICs IIOBBIIIIEHHBIM
cofiep>kaHveM I'ICTUIVHA B KPOBU U
MOYe U IIPOSBIIAIONIasCs
OJINTOPPpeHVeNi, pacCTPOVICTBOM
KOOpAVHaIIy IBVDKEHN,
CyoporaMui, HapyllleHveM pedu;
HacJIeJlyeTcs 110 ayTOCOMHO-




AKTMBHOCTB CIICIIVaJIbHOTO
CTMJIa3bl), OTBEYAIOIIIErO 3a

OBaHIe I'MCTUAMHA, KOTOPbIV, B CBOIO
epenb, HaKaIUIMBaeTCsd B OpraHim3Me, BbI3bIBasi
Heo6paTMMoe ITOBpEXAeHVe I'OJIOBHOI'O MO3Ta.

[ Ipv mo;THOM OTCYTCTBUM depmenTa 3a0o0s1eBaHMe
IIPOSIBJISIETCS B II€PBBIE MeCSIIbI XXV3H U 6BICTpO
IIPOrpeccrpyeT, 4acTo IIPMBOIA K CMEPTEJIIbHOMY
VICXOMY.



MBIIIIEYHOTO |
oO111ero pasBuUTHs =

HaOJIIoJaloTCd HapyIIeHs ciIyXa

_OTMEYaroTCI SMOITMOHAIILHO-
TII0BeJIeHYeCKlie pacCTPOVICTBA B BUjIe
IIOBBIIIIEHHOV BO30YAMMOCTH,
arpecCcMBHOCTY, CTPaxoB.



yaTpa — KaK MOXXHO paHbIIle paclio3HaThb
JIEHVISE OCJIOXKHEHWII CO CTOPOHBI HEPBHO
asHA4YNUTB OyieTorepanuio. [lyerorepanms

aTa 10 HOsABJIeHV HeOOpaTVIMBIX IIOBPEXIeHMI
IIOM JIe4eOHOT0 IUTaHW SBJIsIeTCs OrpaHMYeHVIe

M4 TUCTUIVHA C IINIIIEV.




nue

IIpoayKThl ¢ HU3KUM
comeprKaHueM

IMCTUOAMHA: TOBSIINHA,
TeJIATIHA, IIBIIUIATA,
KYPBhI, SILIO 1IeJIbHOE,
OeJIoK, XXeJITOK, MOJIOKO
KOPOBbE, TBOPOT, CBIP,
ropox, SYMeHb, POXb,
MyKa HIIIeHVYHas1, PUC.

OPOIIIEeK 3eJIeHbIN
KOHCEPBMPOBAaHHBIN,
ITOMUJOPHL.



NMYUECCKdsiAa
OTM1A



OM WUIV FOHOIIIECKOM BO3PacTe,
CBA3aHHOE C HapyllleHeM MeTabos3Ma
B OpraHV3Me, B YaCTHOCTY B
HeHTpa/IbHOVI HEPBHOW CUICTEME, U
BeJlyllee K I'v0esm raHIIVO3HBIX KIIETOK.



JIEKUT SHXVIMHO3, HapyllleHVie 0OMeHa
OTJIOXKEHVIIO B HEPBHOVI CVICTeMe JIVIIIVIA

OPOBBIX JIFOZIeVI TaHIJIVIO3VAL], OIIPEeIeIIseTCs TOJIBKO B
e mosra. CTpoeHvie raHmnosyaa CJIOKHOe: OH COOePXKUT
CJIOTBI - IIPEVMYIIIeCTBEHHO CTeapVHOBYIO, HeIPaMIHOBYIO,
TO3VIH, a TaKXe /




KnuH
amMaBpoOT

1 dpopma (Tay)
[meckasi dpopma
miapMeviepa-Porra-
baTtremna)

- [lo3gusisa dopma (Kydca)



IIpV3HaKM 3a00s1eBaHMs
-M TOIY KV3H.

aBaHVe B IICIXVYECKOM 1
assuTmn. Ha panHmx sramax

s MBIIIIeYHasi CJIabOCTh, TOCTUTAOIIAs
orja cTerleH I71yOOKOV MBIIIIEUHOVI aTOHU,
VICYEe3al0T CTaTIYeCcKye V1 JBUraTe/IbHbIe
dpyHKOMM. PaHo HacTynaeT HapyIleHue
YMCTBEHHOI'O Pa3BUTIA, JOXOIALIee VHOIAA 10
naoTnn. IlepBble CMIITOMBI TIOSIBIIAIOTCS B
Bo3pacte 3 - 4 steT. [locTernieHHo pasBuBaeTcs
cjtaboymme. Hacto orMevaeTcs aTpodust
3puUTeIbHOro HepBa. VIHorga Ha r1asHOM JHe Ha
IIITHE VIMeeTCs TUIIMYHOE KPacHOe ITATHO. Flgure 25 Cecey;pac spotseen eicase of Tnsactsjsease
Teuenmne xponndeckoe. Vicxon, jieTaIbHBIVL




eBaHVe BO3HVKAeT B Bo3pacTe
0 jtet. Kitmumyeckmn
DaKTepU3yeTcsa HapacTaroIern
€BPOJIOIMYECKOVI CMIITOMAaTMKOM
B BUJIe SKTpallpPaMuIHBIX,
OyJie0apHBIX, BETeTaTVBHO-
SHIOKPMHHBIX HapyIIeHUN 1
CYJOPOXKHBIX HIPUIAIKOB. YacTo
HaOJTIOMAarOTCS M3MeHeHMd Ha
[JIa3HOM JIHE B BUJIe retinitis
pigmentosa. [IJ1MTeIbHOCTD
3a0os1eBaHMs 6 - 12 j1eT.






Cnacubo 3a Bl




