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e [etu;
o Mykononucaxapvaos;

o Mykononucaxapvpgos Il Tuna (cuHgpom CaHdununno)

Cnucok coKkpameHuu

AT — anaHMHaMnHOTpaHcgepasa

ACT — acnaptatammHoTpaHcdepasa

Al - rMMko3aMnHOrNMKaHbl

KT — komnbioTepHas Tomorpadus

JNAI — nakTatgerngporeHasa

K®K — kpeaTuHpocdokmHasa

MIIC - mykononucaxapungo3s

MPT — marHuTHo-pe3oHaHcHasa Tomorpadua
TKM - TpaHcnnaHTaumm KOCTHOro Mo3ra

Y3W — ynbTpasBykoBOe nccnegoBaHue

®B[] — yHKUNA BHELLHETO OblXaHuUs

®3T — bepmeHTHas 3amecTuTenbHas Tepanms
LLd — wenoyHas docdaTtasa

9Kl — nccnegosaHne

OMI™ — anekTpomumorpacum

OHMI™ — anekTpoHenpommorpadums

9x0-KI" — axokapanorpadus

O3l — anekTpoaHuedanorpagus

TepMuHBI U onIpeaeIeHUs

HoBble n Y3KOHarnpaBJ1€HHblE I'IpOC*)eCCI/IOHaJ'IbeIe TePMUHbI B HACTOALMNX KITMHNYECKUX
pekomeHOgaunax He UCrnoJib3yrTCA

1. Kparkas undopmanus

1.1 Onpenesenue

Mykononucaxapuao3sbl (MINC) - rpynna HacneacTeeHHbIX 6bonesHen obmeHa
BELLEeCTB, CBA3aHHbIX C HapyLleHnem metabonusma rrnmko3amuvHornukaHos (FAlN),
npmBoAsLLEe K NOPaXeHUo opraHoB 1 TkaHen. OBycnoBneHbl AaHHble 3aboneBaHus
MyTauUSMN FEHOB, KOHTPONMPYHOLLMX NPOLLECC BHYTPUIM30COMHOIO rmaponmnsa
MaKpOMOIEeKy .



Mykononucaxapugos lll tTuna (Cungpom CaHdpmnumnno) - HacneacTBeHHas
nnsocomarnbHasa 60ne3Hb HakoNNeHns, reHeTUYeCKn reteporeHHas, obycnosneHHas
HaKornneHneM rernapaHcynbsdara u XxapakTepusyroLlascsa NporpeccupyroLen
YMCTBEHHOW OTCTarnoCTbio, YyMepeHHbIMN N3MeHeHUsiMKn ckeneta [1-5].

Bce Bblllenepe4vncrieHHble npmnu3Haku rnpmBoaAdaT K UHBannan3aunn, a npn T4xenom
TeyeHun 6onesHu - K NeTaribHOMYy ncxoay.

1.2 DTHOJIOrHS U MATOreHEe3

BosmoxeH geduumnt pasHbix epMEHTOB, HO BO BCEX Cryyasix B JIM30COMax
HakannueaeTcs OAUH TUN MIMKO3aMUHOITIIMKaHOB — renapaHcynbdar [1-5].

BblaensioT YeTbipe KNMHUYECKN HEPa3NNYMMbIX NOATMNA, XapaKTePU3YOLLNXCS
pasHbIMU Buoxmmmudeckumm gedektamm (tabn.1).

Tabnuua 1 - Moatunsl MIC Il.

denotun I'en/JIokyc
Denotunn MecTonosioxkeHne MIM I'en MIM DepMeHT
MIIC 70053 252000  SGSH 605270 L emapanN-
A cynbaraza
2-N- -D-
MIIC 42091 252020  NAGLU 609701 . -N-awerwrD
1B [JIFOKO3aMUHHI1a3a
MCII l'emapan anertun-
Hc 8pll.21 252930 HGSNAT 610453 KoA:?-rimroxo3aMuHuI-
N-anerunrpanchepasa
MIIC 40143 252040  GNS 607664  NAUCTHINIOKOSAMMH-
]I»] 6-cynbdaraza

MogTun MIIC Il E - npogomkaeT nayvarbes.

MIC Il A. T'eH SGSH, kogupytowmin renapaH-N-cynbgaTasy, b1 ngeHTuduumMpoBaH
B 1995 r. OH nokanuayeTtcs B XpOMOCOMHoM obnactu 17925.3.

MIC lll B. 'en NAGLU, koanpytowmi ?-N-aueTtun-D-rnioko3aMmHngasy, ooin
noeHtTuduumposaH B 1996 r. OH nokanuayeTcs B XpOMOCOMHoOM obnactn 17921.1.

MMC lll C. N'en HGSNAT, kognpytowmii aueTtun-KoA:?-rntokoszammH-N-
auetunTpaHcgepasy, obin ngeHtndmumposaH B 2006 r. OH nokanuayeTtcs B
XpomocoMHown obnactu 8p11.1.

MIC 1l D. 'eH GNS, koampytowwmii N-aueTunrioko3ammH-6-cynbartasy bbin
noeHtTndpuumposaH B 1988 r. OH nokanuayetcs B XpOMOCOMHoM obnactn 12q14.

KnuHnyeckne npossnennsa nogtunos MIC Il cxogHbl.

Moatun MIIC Il A - Hanbonee pacnpocTpaHeHHbIN. TeyeHne 3aboneBaHns Npu 3TON
dopme Hanbonee Tsxenoe, ¢ paHHUM Havanom, Hambonee GbICTPbIM
nporpeccupoBaHnNeEM CUMMNTOMOB U KOPOTKOW NPOAOIHKUTENBHOCTBIO XKU3HW.



Tun HacnegoBaHuA: HacneagyeTcs No ayTOCOMHO-pPeLecCUBHOMY TUMy, ABMAsSiETCS
reHeTU4ecKkn reteporeHHblM 3abonesaHmnem. Pogutenu 6onbHoro pebeHka -
reTepo3nroTHble HOCUTENN NATONOrMYeCcKoro reHa.

1.3 Dnuagemuoorus

YacTtota 1 Ha 80 000 HoBOpOXOEHHbIX. ABNsSeTCHA TPEeTbUM NO YacToTe BCTPEYaeMoCTH
cpeaun BCex U3BECTHbIX B HAcTosiLee BpeMs MyKononncaxapuaosos.

1.4 KoaupoBanue no MKb-10

E 76.2 - Mykononucaxapugos Il Tmna

1.5 lIpumep auarnosa

e Mykononucaxapudos Ill A muna (cuHOpom CaHpununno mur A).
HedocmamouHocmb mMumparibHo20 KnanaHa, Il cm. HK 1. 3adepxka
rcuxopeyegozo pasgumusi. CucmemHoe Hedopaszsumue peyu 1 ypoeHsi.
[NosedeHuecKue HapyweHus. HapyweHue passumusi iudHocmu. PomayuoHHbIU
cuHOpoMm genu valgum. PeHmeaeHonoau4yeckue rnpuaHaku coxa vara ¢ 08yx
cmopoH. OL] - muonus cnabol cmeneHu. O - eunepmemponus cnabou
cmeneHu. AHu3zomemponusi. Peyudusupyroujue HoCO8bie KPOBOMEYEHUS.
CmMmewaHHasi myaoyxocme.

1.6 Knaccupurkanus

B cooTBeTCTBMM C A€PULNTOM / OTCYTCTBUEM METAbONNYECKNX NN30COMArbHbIX
dhepMeHTaM 1 COOTBETCTBYIOLLNM FeHHbIM AedeKkTaM U TSHKECTU KIMHUYECKOW
CUMMNTOMAaTUKUN BbIOENAT HECKOMbBKO TUMNOB MyKononucaxapuao3os (1abn.2).

Tabnuua 2 - Knaccudumkaums (HomeHknatypa) MI1C.

Xpomo
MIT Tun Cungpom I'en DepMEHTHEIH comHas OMIM
C nedext
JIOKaITH
-3aus
MIIC I 60701
| H T'ypriep ipua  Aepmmramda-l- 05
WUTYPOHHIA3bI
MII
CIl I'ypnmep- 607015
H/S Hleite
MII .
C18 [eiie 607016
I MICT  Xanrepa IDs  AAe¢uuurmm xqeg 0990

OTCYTCTBHE 0



MII

I1IB

MII

I1C

MII

D

MII

IVB

VI

Vil

MIIC
1A

NAGLU

HGSNA

GNS

MIIC
IVA

GLB1

MIIC VI

MIIC
VIl

MIIC IX

Candunmunmno

Jedbunut N-
anetui-?-D-
[IFOKO3aMUHHUIa3b]
Hedunut N-
aleTHII-?-
TTFOKO3aMHUHU/1a3bI

Jlebunut renapan-
?-IIIFOKO3aMUHU
N-
arermitpanchepas
Bl

Jedbunut N-
AIeTUIITITIOKO3aMHU
H-6- cynbdaTassl

Mopxkuo

Hedunu ?-
rajaKkTO3uU/1a3bl

Mapoto-Jlamu

Crnaga

Henocratounocts
THATYPOHH1a3bI

1.7 Knuanyeckas kapTuHa

SGSH

17q21.

8pll.2

12q14

GALNS

3p21.3

ARSB

GUSB

HYAL1

HypoHaT-2-
cynbdarazbl
Hedbunut umu
OTCYTCTBHE
cynbdouypoHar
cynb(aTtasbl

Hedununt renapan-
N-cymnbarassl

252920

252930

252940

Hepunut
rajjakTo3aMuH-6-
cynbdartaszbl

253010

Hedunut N-
alleTHITaTaKTO3aMU
H-4-cynbdara3zsl

Hedumur ?-
TJIIOKYPOHM1a3bl

Hedunut
THATyPOHHU 1a3bI

17q25.

16924/

5q14.1

7921.1

3p21.3
1

25290

25300

25320

25322

60149
2

OT1nunuutensHon yepton MIIC Il TMNa oT apyrMx dopm sSBASETCH MEHEE BblpaXeHHOoe
HakonneHne NPoayKToOB HapyLleHHOoro obMeHa B COeANHUTENBbHON TKaHW, HO
3Ha4YnUTENbHOE OTIIOXEHUE UX B TKaHsX Moa3ra [1-5].



OCHOBHbIE KIMUHUYECKUE MPOSI8/IeHUS: yMCTBEHHas OTCTanocTb, yMepeHHas
TYronoaBWMXXHOCTb CYCTaBOB, fierkoe orpybeHve nuua.

BHewHul sud: 0bbl4HO 3aboneBaHMe MaHUGECTUPYET Ha 2-M oy KU3HW.
OTmevaloTcs: oTCcTaBaHne B pocTe, HebornbLuas TyronogBMXHOCTb CyCTaBOB, UHOrAa
yBenMyeHne nevyeHn n ceneseHkn. CambimM BaXXHbIM NPU3HAKOM SBNSETCA 3a4epXKKa
TEMMOB MCMXOPEYEBOro pa3suTusa 1 rpyboe HapyweHue noseaeHus. K 3-my rogy KusHu
pebeHOK NOCTENEHHO TepsieT NPMoBpeTEHHbIE MOTOPHbIE U NCUXUYECKMNE HABBIKM.

YepenHo-nnueBble aHOManuMm He3HavunTesbHbI - yBennyeHne nobHbix O0yrpoB, HU3KNe
HanOpOBHbIE AyrK, LUMPOKAs CAMHKA HOCa, rycTble 6poBu, CUHOMPU3 (YBENMYEHME U
cpaweHune 6poBen), rycTble pecHuULbl, CyXue 1 XecTkme Bonockl. Yacto HabnoaaeTtca
TMPCYTU3M.

KocmHasi cucmema: onopHoO-ABUraTeNbHbIA annapart cTpagaeT MeEHee BblipaXKeHo, YeMm
npw gpyrnx Tunax MIMC. MHoraa ¢ 3 neT oTMevaeTtcsa 3amegneHne pocta. ObbI4HO
duanyeckoe pas3BuTne CooTBETCTBYET Bo3pacTy. O6beM ABUKEHUSA B CycTaBax
YMEPEHHO OrpaHUYEeH; onpeaensatoTCa MHOXECTBEHHbIE AN30CTO3bl NIErKOWN CTEMEHN,
Aecopmauunn Ten No3BoHKOB. KOCTHbIE N3MEHEHMSI NPUBOAAT K CHUXKEHUIO
NOABWXKHOCTU HDKHEN YErCTH, YTO OrpaHMymMBaEeT CrocoBHOCTb OTKPbIBaTb POT U
XeBarTb.

LbixamenbHas cucmema u JIOP-opeaHbl: 0OTMeYalTCAa YacTble pecnmpaTtopHble
NHJEKUNKN B BUAE PUHUTOB, CUHYCUTOB, OTUTOB. HakonneHne NAl" B MuHaanuHax,
HagropTaHHVKe, a TakKe B Tpaxee NPMBOAUT K YTOSILLEHMIO N CYXKEHUIO AblXaTernbHbIX
nyTen n pasBuUTUO OBCTPYKTUBHOIO anHo3. XapaKkTepHO CHMXeHue crnyxa. Ha 6onee
Nno3gHUX CTaamsax 3aboneBaHnsa BCreacTBME HapyLWEHNS rNoTaHuUs BO3HUKAKOT
OPOHXUTBI U NHEBMOHMM acnNUPaLMOHHOrO reHesa.

0,0aaHbI 3PEHUA. Y B3POCIIbIX NMaUuneHTOB pa3BnBaeTCH NMUrMEHTHbIN PETUHUT.

LleHmparnbHas HepeHasi cucmema: XxapakTepHa BblpaXKeHHas 3afepXKka pevyeBoro
pasBuTMA ¢ 6eaHOM apTuKynsumen n ManbiM 3anacom cnoB. CaMmocTosiTenbHasa peyb
pasBMBaeTCa peako, y 4acTn 60bHbIX - MOSTHOCTLIO OTCYTCTBYET. [ocTeneHHo
pa3BuBaeTcsa rpyboe HapyLLeHNE NCUXUKN, YMCTBEHHAsA OTCTanocTb (4eMeHuus).
PaccTtporictBa noBegeHNS - BaXKHbI NATOrHOMOHMYHBIV MPU3HAaK Yy NALNEHTOB C
cvHapomom CaHdpmnunno. BonbHble rMnepakTnBHbI, HeynpaBnaembl, AMOLMOHANbHO
nabunbHbl, BO3MOXHbI BHE3aMHble BCMbILKM pasapaXmntenbHOCTW, rHeBa, NNakCUBOCTb.
N3meHsieTcs noxogka, HapylwaeTtcsa koopamHaumsa. K 20 rogam cnocobHOCTb X04UTb
TepsieTcs.

HapyLieHus cHa BCTpe4vatoTcsl NpakTUYeCKM Y Kakaoro nauneHTa, 6ecrnokoncTBo nepes
CHOM, YacToe npobyxaeHue, cokpalleHue AnMTENbHOCTU HOYHOMO CHa, COMHaMOYNN3Mm
C NpUCTynamu arpeccum, paHHee yTpeHHee npobyxaeHue, AHeBHAs COHNUBOCTb.

Mo mMepe nporpeccrMpoBaHns 6one3Hn NosBNATCS CyOOPOru.

HapyLeHuns rnotaHnss 0TMeYaroTCsi NPU CPeAHETSKENTOM U TSHKENIOM TeYeHUM
3aboneBaHns 1 B OCHOBHOM CBsi3aHbl C (DYHKLMOHMPOBAHMEM CTBOJSIOBLIX OTAENOB
rosloBHoro mosra. HabnwogatTtcs npusHakm ncesgodynbbapHoro nnu dynsbapHoro
napanuyen. OTCyTCTBME NPaABUIBbHOW PErynsaLMM akTa rnoTaHus NpuBoauT k 3abpocy
ML, CINIOHBI B Tpaxeto n BpoHxmnanbHoe AepeBo 1 pasBUTUIO BTOPUYHOM MHMEKLUN B
BMOE PELUNONBUPYIOLLMX aCNMPALNOHHBLIX OPOHXMTOB M MHEBMOHUIN. OTO ycyrybnser
AblXxaTenbHble HapYLLEHWS.

CepOeyHo-cocyducmasi cucmema: ceppue nopaxaeTcs pefko, NpenmyLecTBEHHO Npu
MIIC IIl B. MmetoTca coobluenuns o covetaHmm cuHgpoma CaHdunmnno A co



BTOPUYHBIM JedeKTOM MexXnpeacepaHon neperopoakm, 00ycroBmnBLLMM pasBuUTme
CynpaBeHTPUKYNSPHON NapOKCM3MaribHON Taxukapanu.

XKenydoyHo-KuweyHas cucmema: yBenuyeHne neyYeHn, yennyeHme ceneseHku. Yacro
Habn4aTCs NYNOYHbIE U MNAaxoBble rPbiXKN, KOTOPblE MOTYT peunaMBMpoBaTh nocne
XNpypruveckomn koppekumn. CKIOHHOCTb K aNnM304U4eCKOn Unn XpoHn4eckon anapee. Y
naumeHToB HabnaaTCA NMLWEBbIE PAaCCTPONCTBA, KOTOPbIE BbipaXkaloTcsl B TAre K
HecbeaoOHbIM BeLLecTBaM.

2. ImarHocTuka

Huaarno3 MIIC Il ycmaHaenueaemcsi Ha 0CHO8aHUU COBOKYMHOCMU KITUHUYECKUX
OaHHbIX, pe3yribmamos nabopamopHO20 uccriedosaHus U MOSIEKYISPHO-
eeHemu4eckoeo aHanu3sa (lNpunoxeHue 1) [1-5].

2.1 /Kaja00bI 1 aHAMHE3

o [lpu cbope aHamHe3a 1 xxanob crnegyeT obpaTnTb BHUMAHUE Ha crnegyoLimne
Xanobbl 1 aHamMHecTn4eckne cobbiTus:

e HapyLleHue noBeneHus
e TUNEPAKTUBHOCTb

e HapylleHue cHa

e HapyLleHue rmoTaHus

e cygoporu

e 3aJepXKa peyeBOro pasBUTUS
e CHWXeHMe cnyxa

e oOrpybeHue yepT nuua

e CHWXEHME 3peHus

e HapyLlleHue cTyna

e renaTomeranusi

e CNneHomeranus

e HEJIOBKOCTb MENKOM MOTOPUKM

e 0Oonu B cnuHe, Horax, NnapecTe3nn (OHeMeHue, Nor3aHne «MypaLlek»,
nokanbiBaHWe) B 0651acT KOHEYHOCTEN

2.2 ®u3uKkajJbHOE 00CIeJOBAHUE

e [lpn ocmoTpe HeobxoamMmo obpaTUTb BHUMAHNE HA OCHOBHbIE PU3MKarbHbIE
nposienenuns Mr1C Il Tuna:

e YMCTBEHHYIO OTCTaNoCTb
e TUMEPaKTUBHOCTb

e pEerpecc NCMXoMOTOPHOIro pPasBUTUS



e TYronoABWXHOCTb CYyCTaBOB
e nerkoe orpybeHuve nuua

e renatomeranus

e CNnneHomeranus.

BbipaxxeHHOCMb KIUHUYECKUX MposierieHul 8 3agucumocmu om go3dpacma debroma
pa3snuyHbix noomunoe MrIC Il (MpunoxeHue 2).

2.3 JIabopaTopHasi AMArHOCTUKA
« PekomeHgoBaHO vccrnenoBaHMe 9KCKpeumn renapaHcynbdara ¢ MOYOoMu.

KommeHTapuu: y nayuenmoe ¢ MIIC Illl muna onpedesisiemcsi No8bIWeHHbIU
ypoeeHb 2enapaHcynbghama e Moye.

o PekomeHOoBaHO onpeaeneHne akTMBHOCTU renapaH-N-cynbgartasbl, ?-N-
aueTun-D-rnoko3aMmmHmaassl, renapad auetnn-KoA:?-rnoko3ammHmg-N-
auetunTpaHcdepasbl, N-aueTunritoko3ammH-6-cynbgarasbl (B 3aBUCMMOCTU OT
noaTuna) B KynbType onbpobnacTos, N30IMPOBAHHbBIX NIEMKOLMUTOB, NGO B
NSATHaX KPOBW, BbICYLLUEHHbIX Ha ouNbTpoBasnbHon bymare.

KoMMeHTapun: 8bisgernsgemcsi CHUXeHUe akmugHOCMuU.

« PekomeHgoBaHO npoBefeHne MOMEKYNAPHO-reHeTUYECKOro UCCneaoBaHus:
BbisBneHne mytaumi B reHax SGSH, NAGLU, HGSNAT, GNS (B 3aBucmumocTu
OT noAaTuna).

o PekomeHOoBaH KOHTPONb BUOXMMNYECKOrO aHanmn3a KpoBu (onpeaenstoT
anaHnHamunHoTpaHcdepasy (AJ1T), acnaptatammHoTpaHcdepasy (ACT), obwmin
N NpAMon BunMpybuH, XonecTepuH, Tpurnuuepunabl, KpeatTmHgocgoKnHasy
(K®K), naktataerngporeHasy (J14I), kanbsuun, docgop, wenoyHyo gpocdartasy
(LLP)).

o PekomeHOoBaH KOHTPOb OOLEro KIMMHUYECKOro aHanmaa KpoBu, MOYM.

2.4 UHcTpyMeHTAIbHASl AMATHOCTHKA

o PekomeHgoBaHO NpoBeaeHUe ynbTpasBykoBoro nccnegosaHusa (Y3W) opraHos
OpIOLLHOW NOMOCTU, CENE3EHKU, MOYEK.

o PekomeHgoBaHO npoBeneHne peHTFeHOFpa(*)l/IVI cKereTta.

KommeHTapuum: npu peHmaeHoepaguu ma3obedpeHHbIX cycmasos orpedensiemcs
oucnna3aus 2oroeKku 6edpeHHou kocmu. Npu peHmaeHozpaguu epyOHOU Krnemku
ornpedernisiemcs yKopo4YeHue U pacwupeHue duaghu3os mpybyamsix kocmed.
YnnoweHue u pacwupeHue mypeukozao cedrna, KnoeogudHas popma mesi Mo380HKOS.

o PekomeHgoBaHO npoBefeHue anektpomuorpagumn (AMIN) n
anekTpoHerpomuorpadusa (QHMT).

KommeHTapum: uccriedosaHue rno3gosnsem oueHUms hyHKUUOHaIbHOe COCMOsIHUe
MbIWEYHbIX MKaHel, HeEPB8O8 U HEPBHO-MbIUEYHOU nepedadu; cmuMysyuUOHHas
anekmpoHetpomuoepaghusi (QHMI) noseonsem onpedenums coasrieHUe cpedUHHO20
Hepea Oaxke 00 MosiIBNIEHUsI CUMIMIMOMO8 U OOJ/KHa NMpo8o0uUMbCSs, Ha4uHasi ¢ eo3pacma
4-5 nem exeza00Ho.



o PekomeHgoBaHoO npoeeneHmne ayoguomMeTpun.

« PekomeHOooBaHO NpoBeaeHne nccneaoBaHnsa YHKUMM BHELLHETO AblIXaHUS

(®BL).
o PekomeHayeTcs npoBeaeHne anekTpoaHuedanorpadgpum (330N

KommeHTapuu: ocywecmesnsom 075151 KOHMPOJIS U3MEeHEeHUU (hyHKUUU KOpblI
20/108H020 M032a U 2/1ybUHHbIX M03208bIX CMPYKMYyp, c80e8PEMEHHOU duacHOCMUKU
anunencuu.

« PekomeHgoBaHo rnpoBegeHne I'IOJ'IVICOMHOFpa(bMVI.

KommeHTapuun: y nayueHmos pedko ecmpedyaemcsi 06cmpyKkmugHO20 arHo3 CHa.
Oo0Hako, TICI" npu HeobxoOumocmu ro3eorsnsiem ornpedesiumb xapakmep
ObixamesibHbIX HapyweHul (UCKMo4Yume UeHmparsbHbllU 2eHE3, C853b C
aunepmpocgpueti abeHoudos, cepOeyHoU HeAOCMamo4YHOCMbIO UlU KOMIIIEKC MPUYUH).

o PekomeHooBaHO npoBeaeHune anektpokapauorpadpum (KM n axokapauorpadum
(Ox0-KI")

o PekomeHooBaHO NpoBeaeHne MarHUTHO-pe3oHaHcHoW Tomorpadum (MPT)
FOMIOBHOrO MO3ra, BHYTPEHHMX OpPraHoB, ckenera.

KoMMeHTapuu: KruHu4yeckasi KapmuHa Heg8posio2U4eCKUX MposienieHul u pe3ynbmamal
0bbeKkmueHbIx Memodoe8 obcriedoeaHusi He ecea0a Koppenupyrom. Pe3yrnbmamsi
MaaHUMHo-pe3oHaHcHolU momozpacuu (MPT) 2ornoeHo20 mo3ea nayueHmos ¢ MriC
He sensrmcs OuazHOCMUYECKU 3Ha4UMbIMU Or1s ornpedesieHuUs KOeHUMU8HO20
Oegbuyuma.

o PekomeHooBaHO npoBeaeHne komnbioTepHor Tomorpadum (KT) ronoBHoro
MO3ra, BHYTPEHHMX OpraHoB, ckeneTa.

2.5 InddepeHunaibHas TUATHOCTHKA

Lpyaue sudbl mykononucaxapudo308, 2aHa/1u03ud03bl, HEUHEKUUOHHbIE
rnosuapmpumei.

3. JleueHue

3.1 KoHcepBaTuBHOE JieYeHH

B Hacmosiwee spemMsi He cyuecmayem rnamoaeHemudeckoao nedeHus MIIC Il muna.
TpaHcrnaHmauusi cmeorsiogbiX KIemok He umMmeem 00CmamoYHbIX OaHHbIX Os
WUPOKO20 MPUMEHEHUSs (onucaHo HeCKOrbKO criydaes 8 CLUA). TpaHcnnaHmayus
KOCMHO20 Mo32a HeathghekmueHa.

lMayueHmbl QOrmKHbI NOAyYames CUMIMOMamMU4YecKyto meparur 8 coomeemcmauu ¢
8bISI8/1IEHHBIMU HapyweHUsMU U xasobamu [1-5].

o JleyeHune noBegeHYECKMX HAPYLLEHUI NPOBOAUTCS NCUXOHEBPOSIOIOM,
PEKOMEHA0BaHO MUCMONb30BaHNe cefaTBHbIE CPEACTBA, TPAHKBUNN3ATOPbI,
KOPPEKTOPbI NOBEeAEHMS.

KommeHTapuu: enibop npenapama, 0o3upoeka, 8rnumesibHoCMb Kypca
onpedensomces uHousudyarnbHO. HavyuHarom ripuem OaHHbIX rpenapamos rnod



muiameribHbIM 8paYyebHbIM KOHMPOEM 8 YCII08USIX KPY2/l0CymoYyHoao / OHE8HO20
cmayuoHapa.

Mpn cumnTOMaTMYEeCKOM aNUMencum PeKOMeH40BaHO Ha3HayYeHne
aHTUKOHBYINbCAHTOB, OHAaKO JO3UPOBKM UCMOMb3YOT HUXE
cpegHeTepaneBTUYECKUX AN YMEHbLUEHNA pUcka pasBuUTUS BO3MOXHbIX
HexxenaTtesibHbIX 3(peKTOoB.

KoMmeHTapuu: nodbop aHmMuKoH8YIbcaHma OCyU,ecmesisiemcsi cUXoHe8posI020M 8
3asucumocmu om euda fpucmyros, fiokaausayuu oyaza rnamosio2uyeckoll
aKkmusHocmu.

Koppekuus cepaeyHo-CoCcyanCcTon HeAOCTaTOMHOCTH, apTepuaribHON
rMNepTeH3nn pekoMeHLoBaHO NPOBOANTL CTAHAAPTHLIMU MeToAaMU fevYeHus
MPUHATLIMI B IETCKOWM KapAauonorum (Nno nokasaHusM peLlaeTcs BONpoc O
HEO0BbX0AUMOCTU XUPYPIUYECKOW KOpPeKLIMK).

Mpu odpTanbMONOrM4ecknx HapyLLeHUSX PEKOMEHA0BAHO NPOBOAUTL NeveHne
Mo rokasaHusiM, Noabop Tepanuun ocyLLEeCTBASIETCS HA OCHOBaHUK
pekoMeHAauui No feYeHno CoOOTBETCTBYHOLLIMX HO300MIA.

[lns opToneanyeckon KOppPeKLMN HapyLLEHNSI OCaHKWU, TYronoABUXHOCTH
CYCTaBOB C MCMOSIb30BaHNEM HEXUPYPTMYECKNX METOO0B PEKOMEHAOBAHO
ncnonb3oBaTh unsmonpoueaypbl U opToneanyeckme yCTpoucTBa.

Mpu peunanBupyOLWNX OTUTAX, YaCTbIX PECNMPATOPHbLIX 3a60NeBaHNSX BEPXHUX
AblXaTenbHbIX NyTen peKOMEHA0BaHO NPOBEAEHME CUMMNTOMATUYECKON,
aHTUbakTepuarnbHoOm Tepanuu.

PekomeHnaoBaHO nNpoBefeHne BakLMHaL MM NAuMeHTOB MOMUMO KaneHaapHbIX
NPUBUBOK, AOMNOSTHUTENBHO MPOTUB MHEBMOKOKKOBOW, reMOoUITbHON MHAEKLNIA,
MEHWHIOKOKKOBOW; Lienecoobpa3HoCTb 06yCcrnoBneHa YacTbiMU pecnmpaTopHbIMN
NHGEeKLNAMN.

3.2 Xupypruueckoe Je4eHue

Mo nokasaHWsiM Npu OTCYTCTBUM 3dhdeKTa OT KOHCEPBATMBHOW Tepanuu
pekoMeHayeTcs NpoBeAeHMe apTPOCKONUK, XMpypruyeckasi 3ameHa
Ta306e4peHHOro 1M KONEHHOIo cycTaBa, UCMpaBieHNne OCU HUXKHEN
KOHEYHOCTMW.

PeKOMeHﬂ,yeTCFI paccMOTpeTb npoBegeHne Xmpyprm4eCKoro sMellatesnibCTea
npun TOPNMAOHLIX K KOHCGpBaTMBHOIZ Tepannn peungnBmpyroinx oTuTax.

MauymeHTam ¢ HapyLieHnemM yHKLUN KUCTEN UITN C HApYLLEHNEM HEPBHOM
npoBoguMocCTK no pesynbtatam AHMI nokasaHa onepaumsa gekomnpeccum
HEepBHbIX CTBOJIOB, KOTOpasi NPUBOANT K ObICTPOMY CTOMKOMY YITyYLLIEHUIO
dyHKUMK. YacToTa peumanBoB KapnanbHOro TOHHESTbHOMO CMHApoMa y
naumeHToB ¢ pasnunyHbiMn Tunamm MIMC HeunsBecTHa. MocKonbKy NOBTOpHas
KOMnpeccust MeguaHHOro Hepea BCneaCcTBUE pyOLeBaHNSA NN OTIOXKEHUS
FMNKO3aMUHOMNIMKAHOB BO3MOXHA, NaumeHTam HeobxoamMmMo NOCTOsIHHOE
HabnogeHve.

Mpwn coobLwatoLerica rmagpouedannm NnokasaHo BEHTPUKYNO-NepUTOHeanbHoe
LWYHTUPOBAHME.



o CpaaBneHve CNMHHOIO Mo3ra NpMBOANUT K HEOBPaTMMbIM HEBPONOMMYECKUM
HapyLleHUsiM, NO3TOMY NPW NOSIBNEHWM NEPBbIX CUMNTOMOB HEOOXOAUMO
paccmaTtpuBaTb BONPOC O 4EKOMMNPECCUPYIOLLIEN onepaumm OO NOSIBNEeHNs
BbIPaXX€HHbIX HapYyLLUEHWIA.

4. Peaonauranus

lMayueHmy ¢ MFIC Ill muna ¢pusduomeparneamom u epaqyom-J1PK paspabamsigaemcsi
UHOuBUOyarsbHbIU Kypc peabunumauyuu, eKoYarouwuli Maccax, ne4ebHyro
usKynbmypy, ghusuomeparnesmudeckue rnpouedypb! (MacHumMomeparuto,
mepmomepariuro, yoapHo-80J/IHOBYH meparnuro, Memod buornozudyeckol obpamHol
ces3u u Opyaue rpoyedypbl).

PeabunumauuoHHble Kypchl (Maccax, JIOK, cpusuonpoyedypst, rncuxorno2o—
rnedazoauyeckasi MoOMoWb) XefnamesibHO MPo8odUMb 8 yCrl08UsIX OHEBHO20
cmauuoHapa rnpogodumcs ¢ Yacmomou 3-4 pa3sa 8 200, 0n1UmMesIbHOCMb —
onpedenisemcsi msi)ecmbk COCMOSIHUS U OM8EeMOM Ha rpo8oduMbIe MepOornpuUsIMus.

lNcuxonozo-nedazoauveckKkasi TOMOWb

lNposodumcs e komrinekce peabunumauyuoHHbIX mepornpusmul. KoppeKyuoHHO-
rnedazoauyeckoe go3delicmaue onpedeniiemcs 8 3agUcuMocmu om msixecmu u
dnumenbHocmu meyeHusi 6one3Hu, cmpykmypbl HapyweHul 300p0o8bsi, cmerneHu
Hedopassumusi rno3HasamersibHoU 0esimesibHOCMuU, murna 3MOoUUOHaIbHO20
peaauposaHusi, ocobeHHocmeu rnosedeHusi pebeHka. BknroyeHue KoppeKyUOHHO-
rnedaz2oau4yecKo20 COornpo8OXOEHUSsT 8 KOMIIIEKC 80CCMaHOBUMEbHbIX Meponpusmuu
obecrieqyusaem G0NOSIHUMEbHY OUEHKY OUHaMUKU MCUXUYeCKo20 pa3sumus Kak
0OHO20 U3 8a)KHbIX rokasamesieli cCoCmMosiHUSI 300p08bSi, Mnosbiluaem 3¢hghekmu8HOCMb
mepanesmu4Yeckux eMewameriocme, CHUxaem 3KOHOMu4Yeckoe bpemsi OaHHOU
rnamorsioauu 3a cyem coyuanu3dauuu nayueHmos U coxpaHeHuUs rncuxosoau4yecKkoao
rnomeHyuarna mpydocrnocobHbIX Y/1eHO8 CEMbU.

MannuamueHasi nomowb

Heobxodumo oka3zaHue 8cecmopoHHel noMowu (MeduyuHCcKoU, ncuxocoyuarsbHou u
MamepuarsibHoU) 0emsm C Heu31e4uMbIMU O2paHuHUu8aroWUMU CPOK XU3HU
3abonesaHusiMu. B cocmae nannuamugHbix Cry>6 8xo0sim gpayu, MeOUUUHCKUe
cecmpabl, 1ICUX0s102uU U coyuarnbsHble pabomHuku. Hecmompsi Ha msixerioe cocmosiHue
U MOCMOSIHHY0 nompebHOCMb 8 MOHUMOPUH2€e, 8Ce nayueHmsl rnpeumMyu,ecmeeHHoO
Haxodsmcsi OoMa 8 Kpyay ceoel cembu U Opy3el. OcHOBHOU yerbio pabomel
nannuamueHbIx CryX6 sensemcs co30aHue ecex HeobxoOuMbix ycriosuli O5s
obecrnieqyeHusi Haxox0eHusi 60sIbHbIX 8 OOMaWHUX yCrio8usiX, a He 8 cmeHax sie4ebHo20
YYPEXOEHUS, YMO M0380/ISIEM HE MOJIbKO YIy4lWUMmMb Ka4eCmeo XU3HU 60sbHbIX U UX
cemel, HO U CywecmeeHHO CHU3UMb 20Cy0apCmeeHHbIe 3ampambl Ha MOCMOSIHHOE
cmauyuoHapHoe riedyeHue makux nayueHmos.

5. IIpodunakTuka U JTUCIIAHCEPHOE HADII0IeHHu e

5.1 IlpodunakTrka

lNpogpunakmuka mykornonucaxapudo308e - npeHamarsbHasi OuaeHOCMuUKa, OCHOBaHHasi
Ha HerocpedcmeeHHOM ornpedernieHuu dechuyuma hepmMeHma 8 aMHUOMUYECKUX
Kremkax.



lNpeHamarnbHasi QuaecHocmuKa pekomeHoogaHa 05151 mobou rnocredyrowel
bepeMeHHOCMU 8 CeMbSsIX, OMA20UEHHbIX Xomsi bbbl 00HUM criydaem MIIC.

5.2. MouuTOopHHT cocTosiHUs manueHToB ¢ MIIC

3abornesaHue umeem mMyribMUCUCMEMHYIO MPUpPoOy U Heobpamumslie,
rpozpeccupyrowjue KrnuHuU4YecKkue rnposieneHusi, Ymo obycriosnusaem HeobxoO0umocmsb
HabnodeHuUs He mosibKO y3KUMU crieyuanucmamu (omopuHosiapuHaono2amu,
Xupypaamu-opmornedamu, oghmaribMosio2aMmu, kapouosroaamu, ryribMOHOI02amu,
Hespornamorsiozamu, cmomamorsio2amu), Ho U ghusuomeparnesmamu, io2onedamu,
ricuxosno2amu u pabomHukamu nannuamueHbix cryx6 [1-5].

lNayueHmsbi ¢ daHHOU HO30m102uel OOMKHbI MOCMOSIHHO Haxo0umhbCsl oo
HabnodeHuem; 1 pas 8 6-12 mec. (8 coomeemcmeuu ¢ MsXXeCmb COCMOSIHUST)
roKa3aHo KoMririekcHoe obcriedosaHue 8 MHO20MpPOogUIIbHbIX cmauuoHapax.
LnumenbHocmb HaxoxX0eHuUsi 8 cmauyuoHape / OHe8HOM cmauuoHape 21-28 OHedl.

HabrntodeHue 60sibHbIX 10 Mecmy xumesbcmea (8 amMbyrnamopHO-NoSUKIUHUYECKUX
yCr108usix) OO/MKHO OCyWwecmeisimsCcsi MocmosiHHO. JTabopamopHsbie u
UHCmMpyMeHmaribHble 0b6criedo8aHusi u pekomeHOyemasi Hacmoma ux rpoesedeHusi
npedcmasneHa 8 lNpunoxeHuu 3.

Lna npedomepaweHus acnupayuoHHO20 NMopaxxeHUs1 opaaHo8 ObixaHusi pooumesnsm
unu nuyam, ocyuwecmernsrowum yxod 3a 6osnbHbIM MIIC ¢ HapyweHuem 2riomaHus,
peKkoMeHOyemcs 8bINOsIHAMb 8bINOSTHEHUE psida pekoMeHOayuu:

- yacmoma KopMrieHul 0ormkHa bbimb He MeHee 8-10 p/cymku Heborbwumu
nopyusmu,

- ionoxxeHue 60/1bHO20 MPU KOPMIAEHUU cudsi Unu ¢ NpunoOHSIMbIM 205108HbIM KOHUOM,
- €)XXKeOHEBHbIU OPEHaXHbIU Maccax, rnpo8oOUMbIlU HECKOIIbKO pa3 8 OeHb,

- 8 criydae epyb020 HapyweHus 25iomaHusi peayrspHas caHayusi 6pXHUX
ObixameJsibHbIX rymed ¢ NoMoWwbH 371IeKmpoomcoca,

- KOpMreHue 4epes 30HO (06s13ameribHO npu 6pOoHXUME/MHEBMOHUU),

- [TOCMOAHHOE rNpuMeHeHue 30HOa 8 Cliydae apyb'oao HapyweHuUs efiomaHusd, 4acmabixX
5pOHXOI7680'-IHbIX UHCbeKL(Ul:I acriupayuoHHoec0o eeHesa.

HabnrodeHue nayueHmos ¢ MrIIC Il eknroyaem ebisierieHUe 0CIOXKHEHUU OCHOBHO20
3abornesaHusi U conymcmeyruwux coCmosiHUU.

6. JlomostnuTebHast MHGoOpManusi, BIAUAIONIAA HA TeYeHHEe U
HCXO0/1 3200 1eBaHUSA

6.1 OCOOCHHOCTH AHECTE3HOJIOTHUYECKOI0 IMOCOOus

Mpw npoBeaeHnn obLlen aHecTe3nmn HeobXoaAMMO NOMHUTL O BLICOKOM PUCKE
KOMMNpPEeCccun CNMHHOTO MO3ra BCcneacTBMe HecTabunbHOCTU aTnaHToaKkcuanbHOro
cyctaBa. KopoTkas Lwesi, orpaHu4eHne noaBMmKHOCTU HUDKHEN YEmoCTU, yBEeNnYeHne
A13blKa, Bblpa)keHHas runepTpodust ageHoMaoB U MUHAAMNMH co34atoT npobnems! npu
NpoBeAEHNM aHECTE3NONOrMYEeCKoro Nocobusi, NoaToMy NpeanoyTeHne crnegyet
oTAaBaTb MECTHOMY UMW perroHansHomy obesbonveanuio. MauneHT npeaBapuTenbHO
KOHCYIbTUPYETCS KapAMOIIOroM, OTOPUHONAPUHIONIOrOM, aHECTE3NOSIOTOM,



HeBponaTtonorom. O6a3aTenbHO NpoBeAeHME NOMHOIO KapanonorM4yeckoro
obcnepoBaHnd, noniMcomMHorpadumn (Ansa BbisIBEHNSA CTENEHU AblXaTeNbHbIX
HapyLleHui), Nnpyu HeoBXo4MMOCTHU - SHOOCKOMUN HOCOTTIOTKN U KOMIMbIOTEPHOM
Tomorpadum nerkux. OnepaTMBHOE BMELLATENLCTBO C aHecTe3nen Heobxoammo
NPOBOAUTbL B KPYMHbIX MeOUUMHCKUX LeHTpaX, umetowmx OPUT, Tak Kak MHTyBauma un
nocregyrowias akcTybaums y Takmx naumeHToB MOXET Bbl3BaTb 3aTPYAHEHUS.

6.2 Vcxoabl M MIPOrHO3

BornbHble ymupatoT, He gocturas Bospacta 30 fieT, 4acTo BCreAcTBUEe BO3HUKLINX
NHEKUNIN HMXXHUX OblXaTesbHbIX MyTEN.

Kpurepun onieHKN KauyecTBa MeIUIIMHCKON MOMOIIH

Tabnuua 1 - OpFaHI/I3aL|,VIOHHO-TeXHI/I‘-IeCKI/Ie YyCJ10BUA OKa3aHuA MeONLMHCKOW NMOMOLLM.

Buja MeaunnHCKO MOMOIIM CHCIII/IaJII/I3I/IpOBaHHa$I MCIHUIMHCKAas IIOMOIIb
YciaoBuga oxkazaHus MeIlI/IHI/IHCKOﬁ NnmoMoIIHu CTaI_II/IOHapHO /B JHCBHOM CTallMOHAPEC

®opma oKa3aHUS MeIUIUHCKON MOMOIIIH IImanoBas

Ta6bnuua 2 - Kputepum kavyecTtsa okazaHUs MEANLMHCKON MOMOLLM

YpoBeHb JOCTOBEPHOCTH
JI0Ka3aTeNbCTB U

Ne  Kpurepmii yOeIuTeIbHOCTH
PEKOMEHALNN — HU3KUHI
(koHCEHCyC AKcTepToB -D)

BrimonHeHo onpesaeneHrne akTUBHOCTH renapan-N-
cynbdatasznl u ?-N-anerwmn-D-Timoko3aMiUHIAA36I U TenapaH
anetni1-KoA(?-rmokozamuana-N-anerunrpancdepasst, N-
alleTUIITITFOKO3aMHUH-6-CyTb(aTasbl, B 3aBUCUMOCTH OT
HOJTHIA) B KyJIbType puOp0oOIacTOB U U30JIMPOBAHHBIX
JICWKOITUTOB WM B MATHAX KPOBHU, BBICYIIICHHBIX HA
(GMIBTPOBAIbHON Oymare W/uiu MOJIEKYJISIPHO-
TeHETUYECKOE NCCIIeIOBaHUE (BBISIBICHIE MYyTaIlil B TeHAX
SGSH, NAGLU, HGSNAT, GNS) (B 3aBUCUMOCTH OT
MOJTHIIA MPU TTOCTAHOBKE TUArHO3a)

BrimonHeHo onpeenenrne TTMKO3aMUHOTTIMKAHOB MOYH
(ecrii HE TIPOBOIUIIOCH B TIPEAIIESCTBYIONINE 6 MecsIIa)

BrimonneHo sxokapanorpadus (eciu He TPOBOIUIOCH B
npenuiecTByromme 12 Mecsues)

BrinonHeHo onpezaeneHne pa3MepoB MeUeHH U CeNe3eHKU
4. 10 JaHHBIM YJIBTPAa3BYKOBOTO UCCIIEIOBAHUS (€CIHU HE D
POBOJMIIOCH B MOCTIETHHE 6 MECSIIEB)



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

BeinonHeHo ynbTpa3ByKkoBOe HCCieI0BaHUE TIOYEK (€CiIn He
IIPOBOAMIIOCH B MOCEHUE 12 MecALeB)

BrimonaeHa snektposHiedanorpadus (ecinu He
IIPOBOAMJIACH B IIOCJIEAHUE 6 MECALIEB)

Brimonnena anexktpokapauorpadus (eciu He TPOBOAUIACH
B MOCIIeAHUE 6 MECAILIEB)

Brimonnena pentreHorpadusi OpraHoB TPYJHON KIETKH
(ecnu He poBoAMIIACk B HIOcIegHUE 12 MecsLeB)

BeInosiHeHa MArHUTHO-PE30HAHCHAS TOMOTpadus IIEHHOTO
OT/IeNa MMO3BOHOYHUKA (€CIT HE MPOBOIUIOCH B TIOCTICTHUE
24 MecsIIeB)

BoinonHena koMnbroTepHas ToMorpadus UM MarHUTHO-
pe30HaHCHAas TOMOrpadus roJIOBHOIO MO3ra (eciiy He
IIPOBOAMIIOCH MOCIEIHUE 24 MecALIEB)

BrinonHeHo onpeaeneHne CKOPOCTH HEPBHOM
MIPOBOAMMOCTH (€CJIM HE MPOBOAMIOCH B MocieaHue 12
MECSIIEB)

Beimonaena pentreHorpadus ckenera (eciu He
IPOBOAMIIACH B IIocieaHue 18 mecsieB)

Brinonnena aynuomerpus (€ciiv He TPOBOIUIIACH B
nocienHue 18 mecsien)

BoinonHeHa KOHCYNbTalMs BpauoM-KapAnoJIoroM (pu
HaJINYUU TaTOJIOTUH CEPJIEYHO-COCYAUCTON CUCTEMBI)

BrimonHeHa KOHCyIbTalus BpauoM- OTOPUHOJIAPUHI0JIOTOM
(mpu HaNMYKMK MaToyIoruu co ctoponsl JIOP-opranos u/unu
BEPXHUX JbIXaTeNIbHBIX MyTeM)

BoinonHeHa KOHCYNIbTalMs BpauOM-HEBPOJIOroM (IIpu
HaJIMYUU MATOJIOTHH CO CTOPOHBI IEHTPAJIbHOW HEPBHOMI
CUCTEMBI)

BrinonHena KoHCYIbTalMs BpaYOM-OpTONeIoM (Iipu
HAJIMYUU MaTOJIOTHH CO CTOPOHBI OMIOPHO-JBUTATEIHLHOTO
arnrmnapara)

BrlnonHeHa KOHCYNbTalKs BpauOM-XUPYpProM (Ipu
HaJIMYUU MaTOJIOTHH, TPeOyIolel XUpypruueckoro
BMEIIATENbCTBA)

BrinonHeHa KoHCynIbTalus BpauoM-0(pTaabMoI0rom (pu
HaJIMYUH IATOJIOTHH 3PEHUS)



20 BrimonHeHa KoHCyNIbTalus BpauoM-TICUXUATPOM (IIpH
" HaJIMYUU TTOKA3aHUM)

BolnosnHeHa KOHCYIbTALMS BpauOM-IIyJIbMOHOJIOIOM (IIpH

21. .
HaJIMYWHU IIaTOJOTI'HMH CO CTOPOHBI AbIXAaTCIbHOU CI/ICTeMBI)

BrimonHen OMOXMMHYECKUN aHAINA3 KPOBU
(amaHMHAMHHOTpaHC(epas3a, acnapraTaMuHoTpancdepasa,

29 o0l 1 MpsAMOii OMIIUPYOUH, XOJIECTEPUH, TPUTIUIIEPHIBI,
kpeatnHpochoknHaza, TaKTATACTUAPOTEHA3a, KaIbIIHH,
docdop, menounas pocdoTasza) (eciu HE TPOBOAUICS B
NPEIIIECTBYIONIHE 6 MECSIICB)

D

Cnucok JuTeparypbl

1. Valstar MJ, Ruijter GJ, van Diggelen OP, Poorthuis BJ, Wijburg FA. Sanfilippo
syndrome: a mini-review. J Inherit Metab Dis. 2008; Apr 31(2):240-252

2. Valstar MJ, Marchal JP, Grootenhuis M, Colland V, Wijburg FA. Cognitive
development in patients with Mucopolysaccharidosis type Il (Sanfilippo
syndrome).Orphanet Journal of Rare Diseases 2011, Jun 20;6:43

3. Cleary MA, Wraith JE. Management of mucopolysaccharidoses type Ill. Arch Dis
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Chabrol B, Feillet F, Ogier H, Valayannopoulos V, Michelakakis H, Zafeiriou D,
Lavery L, Wraith E, Danos O, Heard JM, Tardieu M. Incidence and natural
history of mucopolysaccharidosis type Il in France and comparison with United
Kingdom and Greece. Am J Med Genet A 2011;155A(1):58-68.

5. Cross EM, Grant S, Jones S, Bigger BW, Wraith JE, Mahon LV, Lomax M, Hare
DJ. An investigation of the middle and late behavioural phenotypes of
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Hpuiaoxenue Al. CocraB padoueil rpynnsl

BapaHoB A.A. akagemuk PAH, npodeccop, a.M.H., [Npeacenartens Mcnonkoma Coto3sa
neguatpoB Poccun. Harpagpbl: OpaeH Tpyaosoro KpacHoro 3Hamenn, OpaeH lNoveTa,
OpaeH «3a 3acnyrn nepeg OTtedectsomy» IV cteneHn, OpaeH «3a 3acnyrm nepeg
OTtevectBom» |ll cTeneHn

HamasoBa-bapaHoBa J1.C. akagemnk PAH, npodeccop, A4.M.H., 3aMecTuTeNb
Mpencenatena Vicnonkoma Coto3a neamnatpos Poccun..

KyueB C.WU., un.-kopp. PAH, g.M.H.

KyseHkoBa J1.M., npodeccop, 4.M.H., uneH Coto3a negmatpoB Poccun
FeBopksaH A.K., K.M.H., uneH Coto3a negmatpoB Poccun

Bawakmapse H.[., k.Mm.H., uneH Coto3a negunatpoB Poccun

CaBocTtbsaHoB K.B., k.6.H., uneH Coto3a negmnatpos Poccun



MywkoB A.A., k.6.H., uneH Coto3a neguatpos Poccum
3axaposa E.1O., g.M.H.
BuwHeBa E.A., kK.M.H., uneH Coto3a neguatpoB Poccun

ABTOpbI NoATBEpPXAAOT OTCyTCTBME PUHAHCOBOW noaaepXKu/koHdnumkra
MHTEepecoB, KOTOpPbIN He0o6xoaMMo oO6HapoaoBaTh.

Hpunoxkenue A2. MerogoJ10rust pa3spadoTKi KINHHUYECKHUX
pPeKOMEeH AU

LleneBas ayautopusi AaHHbIX KIIMHUYECKUX PEKOMEeHOaLMUN:
1. Bpauun-getckue kapguonoru;

Bpaun-nynbmoHonoru;

Bpaun-neguaTtpsl;

Bpaun obuien BpayebHoM NpakTukm (CeEMENHbIE Bpain);

Bpaun —reHeTuky;

Bpauun- aHagockonucTbl;

Bpauun- peHTreHonoru;

Bpaun pyHKUMOHaANbHOW ANAarHOCTUKMY;

© ©® N o 0o bk WD

Bpauu- getckne ctomarosnoru

10.Bpauun- getckue xmpyprm

11.Bpauu geTckne aHeCTe3nonorn-peaHnmMaTonory;
12.Bpauun-geTckme HeBponoruy;

13.CTyaeHTbl MeanumnHckmnx BY3oB
14.06yvatowmecs B opanHaType n uHTepHaType

KnuHuyeckne pekomeHaaumm co3gaHbl HA OCHOBaHMM cuctemaTudeckoro obsopa
nutepatypbl 1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u
Cochrane Library databases, ¢ ncnonb3oBaHnem co3gaHHbIX NPOTOKOSIOB
(Mucopolysaccharidosis I: management and treatment guidelines. Muenzer J, Wraith
JE, Clarke LA; Pediatrics. 2009 Jan;123(1):19-29; Guidelines for the Management of
Mucopolysaccharidosis Type I. Martins AM, Dualibi AP, Norato D et al. J Pediatr. Vol.
155, No. 4, Suppl. 2. October 2009), coBpeMeHHbIX MeXAYHaPOAHbIX KITMHUYECKNX
pekoMeHaauunn No AnarHoCTUKe, NeYEeHUIo U BeAEHN0 BONbHbIX C MeTabonnyeckumm
BonesHamM.

Mykononucaxapudo3bl omHocsimcsl K pedKuM HacriedcmeeHHbIM 3abosieeaHusIM,
4Ymo UCKJIlo4Yaem 803MOXXHOCMb MpPoeedeHUs1 60/1bWUX KO2OPMHbIX U
paHOoOMU3UpPOB8aHHbLIX KOHMPOJIUPOBaHHbLIX uccriedoeaHul u 8515 co3faHus
npomokKos108 QuazHOCMUKU U mepanuu ucrnosib3yrmcs 1ullb meMamu4eckKue
uccnedoeaHus 3Kcrepmos, onybsiukoeaHHbIe 8 nocsie0HuUe dea decsimusiemusl.

Ipuiaoxenue A3. CBA3aHHBbIC JOKYMEHTHI



nOpﬂﬂ,KVI OKa3aHus MegULMHCKOMN MOMOLLM:

1. TNpwukas MuHuCTepCTBa 34paBOOXpPaHEHUS U coumanbHoro passutus PO ot 16
anpensa 2012 r. N 366H "O6 yTBepxxaeHum [Nopsgka okasaHUsa neanaTpuyeckon
nomotLun")

2. lNpuka3 MuHucTepcTBa 3apaBooxpaHeHnsa PO "O6 yteepxaeHun MNopsigka
oKasaHus MeanLMHCKON NOMOLLM BOMbHLIM C BPOXAEHHBIMU U (U5N)
HacneacTBeHHbIMK 3aboneBaHuammn” ot 15 Hosi6psa 2012 r. N 917R).

CtaHpapTbl OKazaHUsA MeAULIMHCKOW NOMOLLU:

1. Mpwukas Munsgpasa Poccum ot 09.11.2012 N 7911 «O6 yTBEpXOEHUN
CraHpapTa cneumanuanpoBaHHON MEANLMHCKOW MOMOLLM AeTSM npu
Mykononucaxapugose Il Tuna»

2. lNpuka3 MuHsgpasa Poccum o1 09.11.2012 N 790H «O6 yTBEpPXOEHUM
CraHpgapTa cneunannanpoBaHHOW MeaNLMHCKOM MOMOLLM OeTAM Npu
mykononucaxapugosax I, IV n VIl Tunos».

3. lNpuka3 MuH3gpasa Poccum o1 09.11.2012 N 834H «O6 yTBEpPXKOEHUM
CrangapTa cneumannanpoBaHHON MeOULMHCKON NOMOLLUM AeTAM Mnpu
Mykononucaxapugose VI tuna»

Ipuioxenue b. AJIropuTMbI BeIeHUA MALUEHTA

MaumeHT ¢ nogo3peHmem Ha MIC Il Tuna 6onesHb

[lnarHocTtuka

KoHcynbTaums npodunbHOro cneumanucta
HET
HET

Mop6op cumnTomaTMyeCKOM Tepanum B CTaLuMoOHape

OuncnaHcepHoe HabnoaeHue

OA



HET

Hpuiaoxenne B. Uudopmanus 1yisl NauMeHTOB

Peakuunn pogutenen n 6nmskmx Ha guarHo3 "Mykononucaxapuaos" pasHaTcs.

B nepBbIt MOMEHT 3TO MOXET ObITb 0bneryeHne, ocobeHHO ecnv poaANTENN OLLYTUNN,
4YTO C NX pebEHKOM He BCE XOPOLLO, U MEYYTCS OT AOKTOPA K AOKTOPY, NbITasACb y3HaThb,
4YTO e He TakK. [ToHATHO, YTo AnarHosa "Mykononucaxapngos" HUKTO He XXenaeT, HO B
caMblil NePBbIN MOMEHT POAUTENN MOTYT HEMHOIO YCNOKOUTBLCS - BeAb X pebeHKy
noCcTaBWM AnarHos, a pa3 Tak, TO ICHO, B KaKOM HanpasneHun Hago 6yaet natm
panble. OgHako, o4eHb CKOPO HacTynaeT NOHMMaHWe, YTO He BCe Tak NpocTo. YTo
neyveHmna Takoro, 4tobbl ncuenuo pebeHka cpasy, HeT. bonbLWMHCTBO poauTenen
NCNbITbIBAET HENPEOAONIMMOE HYyBCTBO OMNYCTOLLEHNS, @ 3aTeM NPOXOASAT Yepes Bce
cTaguun nevyanu.

Mpoxoas Yepes 3TOT CNOXHbIA NEPUOA, OYEHb BaXXHO MMETb Haaexay. OYyeHb BaKHO
06LLaTbCA C CeMbsIMU, B KOTOPbIX €CTb NOA0GHbIE NPOGNeMbI, U3y4aTb MHOPMaLMIO O
3aboneBaHUKN 1 COMYTCTBYHOLLUMX eMY acnekTax. [ToMHUTe, YTO MeauLMHa He CTOUT Ha
MecTe, paspabaTbiBaloTCsl HOBbIE U Pa3BMBAOTCH CYLLECTBYOLIME METOAbl NeYeHus,
YTO BeAeT K YIy4yLlEeHWI0 KayecTBa Xu3Hu. NMoMHuTe, 4YTo Bl - HE 0aHMU.

Mpu3Hakn Mykononucaxapuaosa M3MEHSIOTCS B LUMPOKMX Npeaenax oT 60bHOro K
B6onbHOMY. Y nauneHToB Npobnembl C cepauem, Nerkumm, NueBapuTenNbHOM
CMCTEMOW, KOCTHO-MbILLEYHOrO annapara 1 NopaxeHnsiMm Mo3ra, MHorme ¢
Mykononucaxapngo3oM UcnbiTbiBalOT 6onbLue 6onun, 4em obblyHbIE NOAMN.

B paHHem geTtcTtBe geTtu ¢ Tskenon oopmon Mykononucaxapugosa MoryT 6biTb
rMnepaxkTMBHbIMU, CUSNbHBIMU, OBbIYHO BecenbIMU, HO O4YEeHb BbICTPO yTOMASiEMbIMU. Y
HUX 3aHMXKEHa CTEMNEHb KOHLIEHTPALUN BHUMAHNSA, NX MHTENNEKTyanbHbI BO3pacT
HUXe Bo3pacTa m3nN4eckoro pa3sutud. Takon pebeHoK MOXeT, Hanpumep, 3anepeTb
ABEPb BaHHOW, HO HECNOCOBEH NOHATL, KaK BbINTU 0OpaTHO, Aaxe Koraa B3pOCHbii
MHOro pa3 emy 06bACHUT. OHK NOBAT rpydble paspylwnTESbHbIE UMPbI, CO3A4aHue WyMa
n pasbpacbiBaHne UrpyLlek Anst Takux eTok ckopee urpa. OHM MOryT He Co3HaBaTb
onacHocTen, ynpsambl U HEANUCUUNIIMHUPOBAHHbI, MOCKOSIbKY 3a4acTyo MPOCTO HE MOryT
MOHATb, YTO OT HMX TpebyeTcsa. HekoTopble AETU MOTYT MMETbL BCMbILIKA arpeCCUBHOTO
nosegeHus. Hekotopble MOryT Kakoe-TO BpeMsl Nosib30BaTbCs TyaneToMm, HO
BGOnbLMHCTBO NoNb3yeTcs noary3Hukamn. Pogutenam Takmx geten npobrnemaTtmyHo
npocTo Bbicnatbcsa. OHN He AOMKHbI CMYLLIATBCA CnpallnBaTb coBeTa Y AOKTopa no
NnoBOA4Y PaCTOPMOXEHHOCTN pebeHKa 1 KOPPEKTUPOBKN ero NoBegeHus

[eTun c nerkon dpopmMmon Mykornonucaxapuaosa, Kak npasuro, NofIHOCTbIO He
OTNMYalTCsa B NOBEEHUM OT 340p0OBbIX AeTen. Bpemsi oT BpemeHu oHu MoryT 6bITb
Hecaep>XaHHbIMU OT PacCTPONCTBA, Koraa Ux ousnyeckme orpaHnYeHns AenatT XU3Hb
TpyaHou. Hago Bcsayecku noowpsTb NPOSBEHUAM NX CAMOCTOATESTIbHOCTMU.

MogpocTkoBLIE roabl AN Takux AeTen MoryT 6biTb 0CO6EHHO TpyAaHbI. MM npocTo
HeobGxoguma nomoLLb, NOHMMaHne, oboapeHne, xopoLuee n odpoe croBo.

Ipuiaoxenue I'.



Hpuaoxenue I'l. Aaropurm quarHoctuxku MIIC III tuna

Hpunoxkenune I'2. Oco0eHHOCTH KIMHUYECKUAX MPOSIBJICHUH
pasauuHbIX moaTunoB MIIC III B 3aBucUMOCTH 0T BO3pacTa

neorTa 3200/ 1eBaHUA

Hpuaoxenune I'3. Takruka Bexenus aereu ¢ MIIC 111 tuna

HUccneoosanus

Iloomeepiwcoenue ouaznosa
Anamnes b6one3nu
Knunuueckuit ocmomp

Pocm, sec, okpyarcnocmo 2010661
Boinocnusocmn !

Ouenka ITHC

Komnviomepnas momoepaghus unu
MPT eonosnozco moszea

Koenumuenoe mecmuposarnue

(DQ/1Q) >

Cropocmbo nepsHoll
nposooumocmu/ IMI

Ouyenka cnyxa
Ayouomempus
Ouenka 3penus
Ocmpoma 3penus

Ocmomp enasnoeo OHa

Ilepsonauanvuasn Kaoicovie 6 Kaowcowie

Ooun

pas
62

2004



Hccneoosanue pocosuyul X X

ﬂblxameﬂbmm cucmema

@BJ] X X
Hccneoosanue X X
cHa/nonucomuozpaghusn

Qbcneoosanue cepoeuno-
cocyoucmoit cucmemol

Dnekmpoxapouozcpamma X X

Ixoxapouoepaghus X X
Onopno-osuzamenvHulii annapam

Penmeenoecpaguu cxenema X X
Kenyoouno-kuwmeunwiit mpakm

Y3U opeanos bprowno norocmu;

X X
00veM cene3eHKu, neueHu
Jlabopamopnuuwie uccnedosanus
Onpeodenenue I'AI’ X X

1 [Ina geten ctapue 3 neT; paccTtosiHie, NpongeHHoe 3a 6 MUHYT (MpeanoYTUTENbHbIM
SABNSAETCH TOT XKe NPOMEXYTOK BPEMEHU, YTO U B NpeablayLLMX TeECTax 3TOro nNaumeHTa);
4YMCNO CTyMNEeHeN, NPOMAEHHbIX BBEPX 3a 3 MUHYTbI. OLeHMBalOTCA NokasaTenu
catypauum SpO2, Yo, YCC go 1 nocrne Harpysku.

2 DQ nnu KoadpdpumumeHT ymcteeHHoro passutus (KYP) - cnocob cpaBHeHUSA
WHTENNEeKTyanbHOro pasBnuTus, CBOMCTBEHHOIO 4aHHOMY BO3PacTy (YMCTBEHHbIX
crnocobHocTen pebeHka No OTHOLLEHMUIO K €r0 CBEPCTHUKAM), C XPOHONOMMYECKUM
BO3pacToM (hpakTuyeckum Bo3pacTtoM pebeHka).

KYP paccuntbiBaeTcs geneHnemM UHTeneKkTyanbHoro Bo3pacrta Ha XPOHOSTOrNMYECKUM m
yMHoXeHnem Ha 100 gns nonydeHus yenoro ymcna. CpegHun KoapuumneHT
YMCTBEHHOIO pa3BuTna ans nboro Bo3pacta cuntaetcs pasHbiM 100.
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