CUHAOPOM XAHTEPA

NHdopmMaumsa onga nauneHToB,
a TaKXXe YJIeHOB X ceMeun



BO3MOXHbIE MPU3HAKKN
CuHppomMa XaHTtepa'
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BbicTynalouime Hag6poBHble Qyru,
yBeJIMYeHHas roJjioBa, ToJICTble

M rpyobie BOJIOCbI, LUIUPOKUN HOC

M YNJIOWEHHbIe HO3APW, YTOJILLEHHbIe
ryobl u yBeJIMUEHHbIN A3bIK




UTo Takoe Mykonosimcaxapugos3

Il Tna (cMHppPOM XaHTepa)
M YeM OH onaceH?!

CunHppoM XaHTtepa nnum MIC Il Tmna (Mykononncaxapuaoos

Il Tma) — ogHa 13 doOpPM MyKOMoOAMCaXapwnao3a, HaCeaACTBEHHOIO
3aboieBaHUs, CBA3aHHOIO C HapyLLleHMeM oOMeHa BeLLEeCTB

M3 rpynnbl CaxapoB — rnMKo3aMUHornmkaHos (MFADN).

3aboneBaHve BO3HUKAET B pe3ysibTaTe reHeTUYECKOro
{3 nedekTa, KOToOPbIN MPUBOOUT K HEMPABUIIbHOMY CUHTE3Y
Ba)XHOro pepMeHTa.

% HopmMa % Cvnppom XaHTepa

depMeHT,
[pacLuennsowmnn
At FAT
\ (MpypoHaTt-2-
cynbdarasa)

Y 300pPOBbIX NIOAEN BHYTPU KIETKU
€eCTb crneuyanbHble OTCEKN —
JNIN30COMBI, KOTOPbIE CopepP»KaT
cepMeHThI.

3T dhepMeHTbl MOMOoratoT
pacLwennaTb pasnnyHble
BELLEeCTBa, BK/IOYas
rnmKko3amunHornukaHsl (FAl).

* FAT - rMMKO3aMUHONNKaHBI.

Y nogen ¢ cuHoPOMoM XaHTepa
13-3a reHeTUYeCcKoro gedekra
OTCYTCTBYET WM BblpabaTbiBaeTCs
B HEAOCTAaTOYHOM KOSIMYEeCTBE
JIN30COMHbIN (hepMeHT naypoHaT-2-
cynbdaTasa, KOTopbIN Heo6Xoamnm
0Nl HOPMaslbHOrO MeTaboIM3Ma,

T. €. pacnaga M'Alr*. NMockonbky

B OpraHm3aMe 601bHOro pebeHka
FAl* pacLLenmMTbCa He MOryT, OHK
HaKanIMBAKOTCH B K/IETKaX, YTO
HapyLUaeT NX HOPMaJibHYIO PaboTy
M NPUBOAMUT K MOBPEXOEHMIO
TKaHeM 1 OpPraHoB.



KapTa «KpacHbIX p1aros»
B Pa3BUTUN pebeHKa 0o 3 neT

~ ~

* 90% peten K 3-neTHeMy * Y peTten nepBoro roga
H°pMa BO3PAacTy NepPeHOCAT XOTS Obl YKM3HW YacTo BCTpeyaeTcs
OfVH 3MMN30[4 OCTPOro oTuTa? 3 nynoyHas rpbi>ka, HO OHa

B 6O/bLUMHCTBE Clly4YaeB
He TpebyeT XMPYPrnuyeckoro
BMeLLaTenbcTBa®’

* Tonbko 1u3 10 pgeten
yCTaHaBNNBAIOT
TUMMAHOCTOMUYECKYIO TPYBKY* S

1@

Bo3pacTtHasa Peungusupyowme MobDKKU
LKana passuTtus OTUTbI U rnepTpodus M YBENINYEHHbIN
peb6eHKa apeHoupoB XXUBOT

~ ~

CuHgpoMm * MosABIEHNe YacTbIX OTUTOB * OCOBEHHOCTb — pasMep
1 aneHOUAMTOB He CBA3aHO rPbLKKY, TPEBYIOLLWM
XaHTepa C Havyanom nocellexuns O0Y* onepawmu; coyetaHne

OOHOBPEMEHHO MaxoBOM

* [INUTENbHbIN U 3aTSHXKHOM 11 MYNOYHOM rPbIK

XapakTep 3aboneBaHus,

COMPOBOXAAOLLMINCA Bblcokas yacTtoTa

Pa3BUTMEM OCITOXKHEHNN® MOBTOPHOIO
rpbbkeceyeHna’™

* YV KaXKaoro 2-ro pe6eHka —
B CBSA3UM C OCIOXHEHHbIMU B 90% cny4yaeB XX1BOT
OTUTaMM YCTaHOBIEHbI BbIrMSANT 60ONbLUUM
TUMMNAHOCTOMUYECKME TPYOKNE™© 13-3a YBENIMYEHHbIX NeyeHn
1 ceneseHkn™

* Y 2 u3 3 NauMeHTOB BO3MOXXHA
KPaTKOBPEMEHHas OCTaHOBKa
[ObIXaHUs BO CHe, UTo TpebyeT
paHHero (Ao 4 nert) yganeHus
apeHonpgoB™?

A0Y - powkonbHoe AeTckoe o6pa3oBaTefibHOE YUpexaeHue,



KapTa «KpacHbIX p1aros»
B Pa3BUTUN pebeHKa 0o 3 neT

~ ~

+ 1,5 ropa: 3HaeT 15 cnoB, MOXET Ha3blBaTb NpeaMeTbl  * OTCYTCTBYIOT * Het
’ HapyLLeHNs orpaHuyeHumn
* 2 ropa: ucnosibsyet 50 cNoB, peyb NoHATHa Ha 50% cnyxa B NOABMXKHOCTY
cycTaBoB

* 3 ropa: roBOPUT C/TIOXKHbIMU MPEeaIOKEHUSAMA, peyb
MNOHATHa Ha 75%

@ - 9 B

MNMcnxoMoTopHOE
1 peyeBoe pasBuUTHE

OpToneguyeckue
M3MeHeHus

YepTbl
nvua

TyroyxocTtb

rz

r/

r/

rz

* 1,5 ropa'®: He roBoput * Y 50% geten c 2 net *Y2us3 * Y Kaxxgoro
’ 1 He BOCMPUHUMAET NMUO NpuoBpeTaeT naumeHToB"” 4-ro pe6eHka
NpoCTble CMIOBa, He XapaKTepHble YepTbI'™; BO3MOXHO cMMC Il
MOHWMAaET, Koraa K pasBuTHe HabnopatoTes
HeMy o6paLLaloTCs = BHCTY RO TYroyxoctu orpaHuueHus
HanGPOBHbIe Ayry; oT cnaboit LOBWKEHUS
* 2 roga’: VICI'IOJ'IbByeTV - 6onblLasg rosnoBa; 10 TSHKENOow B cycTaBax'®
OYeHb OrPaHNYEHHbIN - TONCTbIe CTERENY

Habop cnos., rpy6ble BOIOCHI; BLIPAKEHHOCTY  ° Kunctn pyk

He NoBTOpSseT = LLUMPOKNM HOC; nedhopMmnpytotTcs

3a OpyrmmMmn HoBble = YNoLeHHble HO3apW * Yauwe no Tuny

cnosa OMarHoCTUpyoT «KOTTUCTOM
KOHAYKTUBHYO nanbi»

[Mocne 3 ner:
3amepnsieTcs
MCUXOMOTOPHOE U
peyeBoe pa3BuTue'®

Tyroyxoctb'®



UTO oenatb, eC/2iv Bbl 3anogo3puniin

y ceba nnmy cBoero 6Jin3Kkoro CMHApPoOM
XaHTepa (Mykononucaxapuaos |l tTuna)?

B HacToALWMM MOMEHT CyLLIeCTBYET crneumnanbHas
6ecnnaTtHaga NporpaMMma, B paMkax KOTOpOm

MOXXHO MPOBEPUTb ANArHO3 CUMHAPOM XaHTepa
(Mykononuncaxapuaoo3s Il Tmna) y cebs n cBomx
O6Nn3KmMx. 1019 aToro Heo6xoaMMo OBPATUTLCA

K CBOEMY JievalleMy Bpady (HeEBPOJIOry, Hedponory,
Kapauosiory 1 ap.) Uin Bpady-reHeTuKy.
MoaTBep>XaeHue gnarHosa NpoBoAnTCSA JievaluuMm
BPAUYOM NO MeCTY XXUTeJIbCTBa HA OCHOBAHUU
J1JabopaToOpPHbIX NCcneaoBaHUM.

h 4

( Ona noaTBep»XXAeHUSA AnarHo3a CMHOPOM
A XaHTepa (Mykononncaxapungo3s Il Tmna)
Bpay HAHOCUT KanJito KPOBM NaLMeHTa
Ha cneunanbHbln 6N1aHK OUNBTPOBASIbHOW
6yMaru n BbiCcyLLMBaeT obpasel.

[LOT] WOt sa5400%

060666

Narwe




KaKkK noarBepXXaaeTcd gnarHos
cuHppoM XaHTepa?

Mony4yeHHbIn MaTepman («cyxoe

MNATHO KPOBW») HanpaBsigeTcsa

B cepTUDNLUMPOBAHHYIO 019 OMArHOCTUKMU
MIC Il TMMa reHeTUYeECKYIO slabopaTopulio.

CoTpyaoHUKKM nadbopaTtopum Ha NepBoM
aTane onpepensitoT coaepxxaHne B
nony4yeHHOM obpasLe ypoBeHb (hepMeHTa
naypoHaTt-2-cynbgaTtassbl.

O6pa3ubl, B KOTOPbIX CHUXKEH
thepMeHT, MOCTynarT Ha ceayLmnn
3Tan AMArHOCTUKM — reHeTUuJYeckoe
uccnepgoBaHue.



Y Moero pebeHka noaTBepauncd

OMarHo3 CUHAPOM XaHTepa,
YTO genaTb gasibLue?

#'
B

Heob6xoanMo Kak MOXXHO paHblLUe HayaTb Tepanuio.
OTcpouyeHHOe Havano neyeHuda MIC Il MoxeT
NPMBECTU K HEOTaronpusaTHbIM NOCNeaACTBUAM™.

v

Ona neyeHmna 6onesxn MIC Il TMna npuMeHaoT
npenapaTbl, NpeacTaBnAoLLmMe cCoO0M CO30aHHbIN
B nabopatopum epMeHT, HEAOCTATOK
KoToporo Habnwpaetca npwu MIC Il Tnna.

. 4

TaknM 06pa3oM NpoBOANTCSA
3aMelleHne pepMeHTa,

a MeTo[ JleyeHUa Ha3bIBaeTCA
dbepMeHTO3aMeCcTUTeNbHOM
Tepanuemn.

depMeHTO3aMecTUTEIbHasA
Tepanumsa No3BoOJIAeT OCTAHOBUTDL
NN 3HAYUTENbHO 3aMedINTb
pPa3BUTUE NPOABIEHNN BONE3HU
MIC Il Tnna.
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[Tpn OTCYTCTBUM U NPEKpaLLEHNN
DP3T* y pebeHKa NporpeccunpyltoT:

3aeprKKa ncmxopeyeBoro pa3BmnTu4,

J1OP-naTonorus;

CHUMXEeHNEe CNyXa,

opToneanmyeckme HapyLLeHUs

2N
(TyronoaBmM»HOCTb CYCTaBOB);

HapyLUeHWe NOXOOKWU;

NCKpMBIEeHNA NMO3BOHOYHKMKA.

ER0RAaa

[OunHaMuyka BHellHero Buaa pebeHka ot 1,5 net go 5 net

* O3T - DepMeHTO3aMeCTUTeNbHAS Tepanusa



ANropmTt™M gencTBmMn NnauneHTa

C CMHOPOMOM XaHTepa
ONSA NONYYEHUSA NeyeHns

LeHTp
3KCnepTuns3bl

dopMunpoBaHue
neyalinm BpauyoMm
HanpasneHus
(chopma 057/y)

B hepepanbHbIn
LeHTp ANS MNOJSIHOro
obcnenoBaHunsa

M Ha3HayeHusa
Tepanum

PernoHanbHoe
3aKJiloueHune

MpoBeaneHMe BpayebHOM
KOMUCCUM Ha YPOBHE
pervioHa (no HanpasneHuo
nevyallero Bpaya - reHeTmka
WM MHOTO CneunanucTa,
KYPUPYIOLLLEro naumeHTa).
MonyyeHne peLleHns
BpayeGHOM KOMUCCUN

B PErnMoHe NpoXmMBaHMUSA

PeuenT
Ha npenapart

BbInuncka nevamm
BpayoM peuenTa ana
6ecnnaTtHoro noslyyeHms
NIeKapCTBEHHOTO
npenapaTta

Ha nio6om atane nonyyeHus
Tepanun MOXHO 06paTUTbLCH
B MaUMEHTCKYO OpraHmsauunto
3a MOMOLLUbIO

* M3 - MMHUCTEPCTBO 34PaBOOXPaHeHUs!

OunarHocTtuka

MoaTeBep>xaeHue
AVarHo3a Ha OCHOBaHUKU
nabopaTtopHbIX
“ccnefoBaHNN.
MpoBoANTCHA NevaLmm
BPAYoOM Mo MecTy
XKUTENbCTBa (FEHETUKOM,
JIOPoM, negnaTpom,
HEBPOJIOrOM UNK OPYrnM
cneunanmcTom)

depepanbHoe
3aKJlloueHue

Mony4yeHne neyawinm
BpayoM penepanbHoro
3aK/IYeHns Ha
OCHOBaHUW pe3ysbTaToB
ob6cnenoBaHns

Mopaua
DOKYMeHToB B M3’

OnoselleHne
permoHanbHoro M3*

O HOBOM MauneHTe

1 BKJIIOUEHMEe NaumeHTa

B PEermoHalbHbIN CerMeHT
cdenepanbHOro perucTpa
(BHOCUT reHeTuK, HeBpoJior
U1 4p. cneumnanmncr,
Kypupyowmnm 6onesHb
CUHAOPOM XaHTepa

B permoHe)

MonyuyeHue
npenapara

OTnyck npenapara
naumneHTy /

€ro 3aKOHHOMY
npencTaBUTENIO B CPOK,
He NpeBbILaoLLni

20 pabounx gHen

CO OHS BKJIIOUEHUNS

B PErnMoHasnbHbI CErMeHT
cepepanbHOro perucTpa



Y Moero pebeHkKa noaTBepXaeH

ANArHO3 CUHAPOM XaHTepa, UTO HY>XKHO
obs3aTeNsibHO caenaTb ewe?

:'
B

NMockonbky MIC Il - 3TO HacneacTBeHHOE
3aboneBaHMne, HeoHBXxoaMMO COOBLLNTL 06 3TOM
AVarHo3e CBOUM POAOCTBEHHUKAM M pacCKa3aTb
MM O BO3MOXXHOCTU CEMENHOWN ANATHOCTUKM

MIC I, a TakXXe NPOCKPUHMNPOBATb BCEX KPOBHbIX
POAOCTBEHHUKOB Balwiero pebeHka

Mo MaTEPUHCKOW JIMHUMW.

v

N CeMenHoe OpeBo AN CKPUHUHIa Bam
9 MOXXeT COCTaBUTb /1evyallni Bpau.

U0 o0 e® go YO

1



KTO MOXEeT MHe MoOMOouYb?

Ecnn Bbl unu Balu 61m13Knii CTONKHYJTIMCh C BOMPOCaMmM No CBOEMY
3aboneBaHuto (Hanpumep, «Kakume warv npegnpuHaTh, YTOObI
MOAYUYUTb TEPANUIO?») UK BaM OTKa3anm B I€KAPCTBEHHOM
obecneyeHun, He oT4amBamTecb — BaM MOryT noMoub
nayMeHTCKUe opraHusauum.

UrPaoT BaXKHYIO POSb
B XXU3HUN Nt0OeN C XPOHUYECKUMU U pPedKUMN 3a6o1eBaHnaMN.
MoMUMO pelleHnin NpobreM NaunueHTOB Ha CUCTEMHOM YPOBHE
OHW OKa3blBalOT BCECTOPOHHIOW MOAOEPKKY NauMeHTaM Bcex
BO3PaCcTOB B:

NoJTlyYeHNN KauyeCTBEHHOM U OCTYMNHOM
MeONLUNHCKOW MOMOLLUY;

peannsaumm NpaB Ha JleKapCcTBeHHoe
obecneyeHue;

coumanbHoOM aganTaumMm U OKaslaHuUn
MCUXONOTrNMUYECKOW NOAOEPMKKM,

MHDOOPMUPOBAHUM NaLMEHTA
O ero 3abonieBaHnu;

M BO MHOTUX OPYrMX BOMpocax
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PasMelLeHHas MHpOPMaLMs He ABNAETCA peKoMeHaaunen komnaHmm Takeaa, pekaMon KOMNaHUM nu ee NPOAYKUNK, He AOXKHa 6bITb
OCHOBaHueM ANga NPUHATUA Kakux-nnéo peLLIeHVIl;I nnun ocyuwiecTeieHnsa Kakux-nnu6o ﬂe;lCTBMI;W, He ABNAEeTCA NPU3bIBOM K CaMOJie4eHnro

Wnn 3aMeHon peKOMeH,ElaLlI/H;I Nevawero Bpava. ﬂaHHaﬂ MHCDOpMaLlI/IQ HU NPU KaKUX YCNOBUAX HE A0JIXKHA NCNONb30BaTbCH A1 NOCTAaHOBKN
[narHo3sa v BbiGopa MeToAa SIe4eHUs:, BO BCeX Cy4asix HEOGXOANMO MPOKOHCYIbTUPOBATLCS C SleHalliuM BPauoM 1 03HaKOMUTLCS

C npoTuBoONoOKa nepennp N 6bIX Ha3Ha4YeHHbIX NeKapCTBEHHbIX NpenapaTtoBs.
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