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KnnHunyeckune nposaBneHuns
MUTOXOHAOpPUArNbHbIX O0fie3HeN
(0OCHOBHbIE)

e Muonamu4eckul CUHOPOM - cnaboctb M arTpodmsa MblillL,
CHMXXEHMEe MbIWeYHOro ToHyca, Mbiwe4yHble 6onu (“kpamnun’),
HenepeHOCUMOCTb donanyeckon Harpysku (ycuneHune
MbILLeYHOU cnabocTtn m 6onu, nossBNeHne pBOTbl U FONIOBHOM
oonu);

° nopaxeHue HepeHOU cucmeMbl - HapylleHUe NMCUXNYECKoro u
CTaTUKO-MOTOPHOro  pa3BUTUSA, perpecc nNpPUooOpeTeHHbIX
HaBbIKOB, cyaoporu, B T.\. TOHUKO-KINTOHNYecKue,
MMOKNOHMNYECKNe, aTakCufl, CNacTUYHOCTb, MNTO3, Hapy>XHas
ochTanbmMonsierusi; B ctapiemM BO3pacTe MHCYNbTONnoaoOHbLIe
anun3oabl, rofioBHbIe 605N, roNTOBOKpPYXeHue, nepudepunyeckas
HenponaTtus;

° ropaxeHue cepouya B Buage runeprtpocgpunyeckon wunu
AWnatauuoHHOM Kapguomuonatuu, Onokaabl npoBoAasien
CUCTEeMbI cepaua;



KnnHunyeckune nposaBneHuns
MUTOXOHAOpPUArNbHbIX O0fie3HeN
(aononHuTenbHbIE)

CHU)XeHuUe cJlyxa CeHCOHeBpParibHOro NPOUCX0XAEeHUS;

HapyweHue 3peHusi - atpocdumsas 3puTenbHbIX HEPBOB,
NUrMeHTHas JereHepauusi ceT4yaTKW, KaTapakrta, NOMyTHeHue
poroBuLbl;

rnopa>keHue re4YeHu - Nporpeccupyollee yBerimnyeHue neYyeHun c
HapyLleHuem dyHKUUM n pasBUTMEM ne4yeHOYHOM
He4o0CTaTOYHOCTH;

rnopakeHue rnoyek (dbocaTtypus, rMIOKO3ypus,
aMmuHoauuaypwus);

3HOOKPUHHbIe HapyuweHusi - 3aAepXKa pocTta U KOCTHOro
BO3pacTa, HapyLweHue MnonoBOro pas3BUTUA, TUMNOITNIUKEMUS,
caxapHbI/n U HecaxapHbIiM guabeT, runotanamo-runocgpunsapHas
HeA4OCTaTO4YHOCTb, AedUUUT ropmMoHa pocCTa, FMNOTUPEO3,
rmnonapaTmpeos, runepanbgoCTePOHN3M;

)XXesnyO0o4YHO-KUWeYHble paccmpolicmea - NOBTOPHble PBOTbI
(ocobeHHO nocrne d¢u3nYEeCKOU Harpyskum), HMNOHOCbI C
npu3HakamMu HegoCTaTOYHOCTU NOoAXesNyA04YHOM Xene3bl.



CxeMa CTPOEHHSI MUTOXOHIPHUH




®deHomMmeH RRF (pBaHbIX (Mnu wepoxoBaTbIX)
KpaCcHbIX BONMTOKOH) B bMonTaTtax MbliLUL, Py
MUTOXOHAPWAaNbHbLIX OONEe3HAX.







Cunpgpom KepHca-Ceunpa




CuHapom KepHca-Ceupa

e MaHudectauma c 4 - 18 net

e CHUXeHue TonepaHTHOCTU K (hu3. Harpyske,
MUonaTu4y. CUHAPOM, NTO3,
obTanbmonnerna, MMrMeHTHbIN PETUHMUT,
HapyLieHne cepae4vyHoOn NPoBOAUMOCTMU,
aTakcus, rnyxora, caxapHbin gmaoer,
HU3KUWN POCT, YMCTBEHHAA OTCTasNIOCTb

e Neneuna mnt.AHK y 85-95 % 60nbHbIX



I[InHaMuKa nosiBrieHuns
KINMUHNYECKUX CUMIMTOMOB

e YacTn4HbIN NTO3 BeK -9 neT
e YacTuyHaa optanbmonnerusa - 10,5 net

e CHUXeHue ToNMepaHTHOCTH K
domnsnyeckomn Harpy3ke - 11 net



[TpnunHa cuHppoma KepHca-
Ceunpa - geneuun
mutoxoHapuanbHoun OHK

 Pasmep ot 1,3 po 8 Tbic. nap
HYKNeoTuaoB

e Hanbonee yactaa geneuunsa: pasmep 4,9
TbIC. Nap HYKNeoTuaos



Oeneuuna mutoxoHgpuanobHou OHK
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KnuHun4yeckasa akcnpeccus
MUTOXOHAPUANbHOU Aeneuun
3aBUCUT OT

e Jlokanusauunun geneuumn B TKaHAX

e HyBCTBUTENBLHOCTU OAHHOU TKaHU K
3HepreTudyeckomy aedpmumnTty

 YPOBHSA rereponnasmmu
(% cooTHOLIEeHUe MYTaHTHOU U
HopmMmanbHou [1HK) B kneTtke n TKaHu



CuHnapom MELAS -

(MUTOXOHApPUanbHas aHUedanoMmonaTums,
naktataumaos, MHCYNnbTonoaobHble ann3oabl).

B ocHoBe 3aboneBaHus — TOYKOBasi MyTaLus
MUTOXOHAPWArnbHOro reHa TpaHcnoptHon PHK.

Tvn HacnepgoBaHUA MaTePUHCKUN.

KnuHunyeckne nposiBNeHus: HenepeHoCUMOCTb
du3. Harpysku, MmbiluevHas crnabocTtb, cyaoporu,
TOLLHOTA, COHMNMUBOCTb, ONOBHbIE 60K,
MHCYNbTONOA0OHbIE COCTOSIHUSA, U, KaK
cneacTBue nocrnegHux, - oyarosas
HeBpomnorMyeckas cumnTomMaTka, AeMeHLUus,
rMyXxoTa, CHUXEHNE 3PEHNS, HU3KUIA POCT.




Cungpom MERRF

(MMOKNOHYC-3Mnencus ¢ «pBaHbIMU»
KpaCHbIMW BOSTOKHaMN).

B ocHoBe 3aboneBaHus — TOYKOBasi MyTaLus
MUTOXOHAPWArnbHOro reHa TpaHcnoptHon PHK.

Tvn HacnepgoBaHUA MaTePUHCKUN.

KnuHuyeckue nposiBneHus:
[eHepann3oBaHHbIE TOHUKO-KITOHUYECKMe
CyA0pOrv, MUOKITOHUKN, MbllLIEYHas cnabocCTb,
CyAOopOru, atakcus, AeMeHLMs, TNyxoTa,
CHU)KEHME 3PEHUSA, HU3KUIA POCT.




2.JInzocomMHbIe Done3sHm
HaKonmneHus
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Knaccundpukauma nn3aocoMHbIX
bone3Hen

e MyKONnonucaxapmaosbil
e chmHronMnNnAao3bl
° MYKONMUNNAO3bI



Mykononucaxapupos3sbl

 Mykononucaxapuabl ABAAOTCA CNOXHbIMU
rereporeHHbIMU coeguHeHnaAMU. U3 Hux
XOHOPOUTUH-CEPHaA U r’ManypoHoOBbIe KNCNOTbI
CJly>KaT OCHOBHbIMU CTPOUTESIbHbIMU 3fIeMEeHTaMu
COeAUHUNTESIbHOU TKaHM.

 Mykononucaxapupo3sbl — rpynna 3adbonesaHum,
OOyCnoBMNEeHHbIX reHeTU4YeCKUM aedheKkTom
dhepMeHTHOro pacLienneHus yrrneBogHoOn 4YacTu
MOJEeKybl MyKononucaxapuaos, nNpu 3Tom
HabOnaaeTcAa HakonseHue Mykononmcaxapuaoos B
TKaHSAX.



Jilnuo 6onbHOro
MyKOMnosfincaxapugo3om




Tunbl MyKononucaxapmgoosoB

I Tum — 1:20000 — 1:25000. HacnenoBanue ayrocoMHo-perieccuBHoe. Jledurut o —L —
UTypPOHUIA3HI.
Tun I-H, cunapom I'ypaep.
il I-S, 0osae3nb lelie
II Tun — cunapom Xanrepa. 1: 70 000. HaciienoBanue peneccuBHOE, CIEINICHHOE C MOJIOM.

III Tun — cuaapom Candpununmo. 1 zHa 100 000—200 000. HacnenoBanue ayToCOMHO-
PELECCUBHOE.

Tun HIA — nedurut cynshamuHuIa3HL.

Tun IIIB — nepuuut N-anerwn — o —D — TiTtok03aMUHUA3BHI.

Tun IIIC — ngedunut anetun — KoA - o — mmoko3amMuHua3sl — N — anieTuiaTpancpepassl.
Tun I D — nedunut N — anetut — miroko3aMuH - 6 - cynbdar — cyabdarassl.

IV Tun — cunapom Mopkwuo. 1: 40 000. HacienoBanve ayToCOMHO-pEIIECCUBHOE. Tun
IV A - nedunut ramakrozamuH-6-cylbQarasbl

Tun IV B - nedunut B-ramakro3uaassl.

VI tun — cunapom Maporo—Jlamu. HacienoBaaue ayrocoMHo-perieccuBroe. Jledurur
apuiicynbdaraszbl B.

VII tun - cunapom Caasi. HacnenoBanue ayrocoMHo-perieccuBHoe. Jedurut B-
TTIOKYPOHUA3HI.

VII tun - cunapom [Au deppanre. Hacnenosanue ayToCOMHO-PELIECCUBHOE.



CMH.quM prnep (MI'ICI)
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CuHppom lNypnep (MMCI)

'eH nokanunsosaH B 22q11.
KnnHuyeckue npusHaku:
Taxenasa cuMmnToMaTuka U paHHAS MaHndecTauus.

[pyOble yepTbl nNuua (rapromnusam), rMpCcyTU3M, HU3KUN
POCT, TYronoaBMXHOCTb CyCTaBOB, KNG 03bl, FPbIXKMN,
renaTocnyieHoMeranusa, runepTpoduyeckas
KapauommonaTus, rpyboe CHMKeHNe MHTENMNeKTa,
MOMYTHEHNE POroBULIbl U rMaykoma, TYroyxocCTb.



[ Mneptpuxos




PeHTreHonorn4yeckme UameHeHus
npu cuHgpome N'ypnep:

KybosnaHom doopMbl MO3BOHKM C
3aKpYrreHHbIMU KOHTYpamu,
yrnoobpasHbin Knpo3 NossiCHNUYHO-
rpygHoro otaena, rmnonnasus
KOHLUEBbIX dpanaHr, octarnbHble
doanaHrn n NACTHbIE KOCTU - KOPOTKME
N LUMPOKKE, Ta3 «caaBrieH» ¢ BOKOB.
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CuHpgpom XaHTtepa (MIICII)




CuHppom XaHTtepa (MIICII)

'eH nokanunsosaH B Xg27.1-g28.
KnnHuyeckne npusHakm:

[Tpn3Haku nogobHble cnHgpomy yprep, HO bonee
no3gHAAa MaHudgecTauua, 4em npu cuHgpome [ypnep,
MeHee BblpaXXeHHbIM HapyLleHeM UHTENSEeKTa,

oTcyTcrBueM NOMyTHEHNA POroBULLbI.

Y3enkoBo-nanysie3Hoe nopaxeHue Koxun B obnactu
rnonaTtok, nned u begep (oTnoXeHwe NUNMOoB U
MYyKonosimcaxapuaos).
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PepmMeHTO3aMeCcTUTeNbHas
Tepanua 6onbHbIX ¢ MINCI n MICIL.

 Anbaypasum paspaboTraH amepuKaHCKOMU
dnpmon «xunuszanm» (GENZYME) ans
nedyeHua MICI

e Jnanpa3sa pa3padboraHa OpuUTaHCKO--
amepukaHckou komnaHueu LLlavep (SHIRE)
ANA nevyeHua MMCII

 ®depMeHTbI BBOAATCA BHYTPUBEHHO
KarnenbHO B Te4eHMe HEeCKONbKUX YacoB
NOXW3HEeHHO OAMH pa3 B Heaento.



AP PeKTUBHOCTDb JfieHeHuns
depmeHTO3amMeLlalOWMMU NpenapaTamMmm
«Anbaypasmm» n «dnanpasa»

YnyJyweHue odLero cocTtossHUsA 0OSNbHbIX:

- HapacTaHue ABUraTesibHOM aKTUBHOCTU

- yBenn4yeHue AnuvHbl Tena

- YMEeHbLUeHUue TyronoaBmXXHOCTU CYCTaBOB

- COKpalyeHue pasmepoB cepaua, NevyeHu N cene3eHKu

- NOBbILLUEHUEe KOHUEeHTpauum BHUMaHUSA

- yBernin4eHue cnoBapHoOro 3anaca

- NpeKpaiwjeHme anHo3

- ynyJdlwieHue nokasarenen oyHKUNN BHELUHEro
AblXaHUA

- CHWXKeHMe nokKa3aTeneu no4ye4yHou 3KCKpeLuuu
rmuko3amuHornukaHosB (I'AlN)



Cungpom Mopkuo (MIICIV)
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PenTrenosornyeckue npudHaku cuaapoma Mopkuo:
nedopmarnns KoCTel Ta3a, BEPTIYKHBIX BIIJIMH, TUITOILIA3Us TOJIOBOK
OeIpEHHBIX KOCTEH, AePopmMaliis KOCTEH KUCTEM.
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MopaTto-Jllamu cuHgpom
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3.[lepoKCCOMHbLIE OOMne3Hn



ApnpeHonenkoguctpodgpums

AdereHepaTtnBHoe 3aboneBaHue 6enoro
BeljecTBa roJioBHOro Mosra u
HaAno4Ye4YHNKoB, obycroBrieHHoe AedeKToM
obMeHa XUPHbIX KUC/OT.

Tvun HacnepoBaHUA pelecCUBHbIN,
cuenJieHHbIn ¢ X-XpoMOCOMOM. NeH ALD.
3aboneBaHune nopaxaeT NPeMMyLLEeCTBEHHO
Manb4ukoB (Yactota 1:20 000 poxaeHun).

Bbipa>eHbl NPpU3HaKN HEAOCTAaTOYHOCTH
Haagnoydye4vyHUuKoB (mnepnwrmeHTauvm KOXMU,
rmnoroHagusm), couetarouimecs c
MHTEeJUJIeKTyaJibHasA , noBefeH4YecKas
HeAOCTAaTOYHOCTb (J1abunbHOCTbL
HacTpoeHus, sncdopusa, aenpeccusa),
PacCTpOMCTBa NAaMATHU, HapyLUeHue
noxoaKMu, NocrteneHHoe pasBuTue
CNMacCTUYHOCTM.

ATpodunna 3pnTesibHbIX HEPBOB.
dokanbHble NPUCTYNbl Cyaopor.

lNMoBbIWeHO coaepaHue XXUPHbIX KUCNOT C
OJINHHOM Uenblo.




MPT 6onbHOro c
agpeHoneunkoguctTpodguen




