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589rpynna OM




Mykononuncaxapuao3bl (MIC) -

rpynna HacneacTtBeHHbIX 6one3sHen ob6MeHa BellecTs,

CBSI3a@HHbIX C HapyweHneM Mmetabonmama rinmKo3aMMHONIMKaHOB
(FAIN), npuBoasiee K MyJIbTUOPraHHOMY MOPaXXeHuto.

Mykononucaxapuao3 I Tuna - HacneacreeHHad JIM30COMHad
60n1e3Hb HaKonaeHus.

Bce nauuneHTbl ¢ MINC I nmerot gedbnunt dpepmeHTa anbda-L-
NnAoypoHmnAasbl, UTO NPUBOAUT K HAKOMJIEHUIO

MYKOMNoJSIMcaxapuaoB, TakXXe Ha3blBAEMbIX MMMNKO3aMUHITIMKaHaMu
(FAI).




KJ‘IQCCMQDMKGIJM‘I MyKonoaucaxapuaosose

Knunuveckue popmbi Tun nacnepnosauus, |AedexTHbii nn3ocom-| Ne 8 OMIM
3abonesanunin reH, NoKanu3aums HbiW hepmeHT
MMC IH (cunapom MNypnep) AP, a-L-naypoHmaasa 252800
—|MIMC IS (cuHapom LLleiie) IDUA,
MMNC IH/ IS (cvHapom Mypnep/ Leiie) 4p16.3
MrMC Il (cunppom XaHTepa) XP, IDS WnypoHart-2-cynbdara- 309900
Xq27.3-q28 3a
MMC HIIA (cusapom Candunnuno A) AP, Fenapaxcynbgarasa 2523900
HSS,
GNS
17q25.3
MMC B (cunapom Candunnumno B) AP N-auetun-L-D-rmioko3a-| 252920
17q21 MUHKMAa3a
MrMC IC (cunapom CaHdunauno C) AP, Auetun-CoA-rnioko3amu- | 252930
Xpomocoma 14  |HuanH-N-auetwipanc-
depasza
MMAC NlID (cunppom Candunnuno D) AP, N-auetun-raoko3a- 252940
12q14 MuH-6-cynbdartasa
GNS
MMC IVA (cunapom Mopkuo A) AP, FanakTosamMuH-6-cynb- 253000
GALNS Parasa
16q24.3
MIC IVB (cusapom Mopkuo B) AP, B-ranakrosupaasa 253010
GLB1
3p21.33
MNCVI (cuiapom Maporo-Jlamu) AP, Apuncynbdarasa B 252200
ARSB,
5q11-q13
MMC VIl (cuHapom Cnas) AP, B-rniokopoHupasa 253220
GUSB, edicalPlanet.su
7g21.1-g22  36paHHOe No meduuuHe




BoeizesndaroT Tpu popmbl MIIC tum I:

- cuHapom Nypnep (Mmykononucaxapuao3 I H -
Taxenasa gopma),

- cuHapoM N'ypnep-LUene (Mykononuncaxapmnnos I
H/S- npoMexyTtoyHas dpopma).

- cuHapom Llene (Mykononncaxapuaos I S -
nerkaga gopma),




o CwuHapoM l'ypnep - ogHa M3 CaMbIX
TSXKenblX GOpM M Ha3BaHa Mo MMEeHU
[[epTpyAbl ['ypniep, KoTopada onncana
ManbyMKa U AEeBOYKY C AaHHbIM
3abosieBaHnemM B 1919 r.

« B 1962 r. pokTop LUene, odpTanbmosnor,
Habnoaan nauneHTa ¢ NOMYTHEHUEM
POroBULIbl N O4EHb MSAFKON (POPMOW
cuHgpoma. 3aboneBaHne, KOTOpoe OH
onucasn, Ha3zBaanm cuHapom Llewne.




B yem npuunHa 601€3HU?

MyKononucaxapuabl, Unau
rnnko3ammHornmkaHsl (FAlN) — aTo
OTMHHbIE LUeno4vkyu MoneKkyn caxapa, o
KOTOpblE CNY>aT Ba>XHbIM ;
r-
Y e N

s
.

CTpoOUTE/IbHbIM MaTepuasoM Ans
KOCTEeN, XPSALEN, KOXUN, CYXOXKNITUN U
MHOIMMX APYrnx TKaHen B opraHmn3Mme.

=~ &

« Hanpumep, N' Al coaepxaTcs B BA3KOW
CUMHOBMANBbHOWM XUAKOCTWN, KOTOpas
YBNaXXHsIeT CyCTaBbl, BXOAAT B COCTaB
KjlanaHoB cepALua, CyCTaBOB U
CYXOXUNUMN.,




YTo6bl MOHATL, NoyeMy Al HakanamBaeTcs U Bbi3biBaeT MIC,
Heob6Xo0AMMO NMOHATb, YTO B OpraHM3Me B HOpMe NMPOUCXOAUT NOCTOSIHHbIN,
HenpepbIBHbIN npouecc obpa3zoBaHnsa HOoBbIX Al 1 pacwenneHne ctapblix
coeiuHEHUN, TO eCTb NPOUCXOAUT MPOLECC peUunpKynsaunmu.

[ns npouecca paclienneHna n nepepadotkm AT Ham Heobxoanma uenas rpynna ocobbix
6enkoB, Tak Ha3blBaeMbIX EPMEHTOB.

[ns Toro 4tobbl pacwenuTtb Al depmeHTbl paboTatoT No ovepeaun, opyr 3a Apyrom u
pa3dbunBaloT ero Ha 4YacTtu.

Llenouka 'Al" paspyluaetcs nytem oTLUeneHnsa o4HOW MOrekynbl caxapa 3a pas, HauymHas
C KOoHUa ueno4ykun. Kaxabin depMeHT B 3TOM npoLecce MMeET CBOE crieymarnbHoe
Ha3Ha4YeHne 1 BbINOSTHAET OAHO OYeHb cneundunyeckoe AenNCTBUE, Tak XKe, Kak OTBepTKa
npegHasHavyeHa onsa paboTbl TOMLKO C WypynamMn, a MOSIOTOK C rBO34sIMU.

Y 60onbHbIX ¢ MIC | oTCcyTCTBYET 0AUH CcneumanbHbii hepMeHT, Ha3biBaeMbIN anbga-L-
noypoHuaasa, Kotopbln HeobxoamMm Ans pacwennenust onpegeneHHbix Ml —
AepmaraHcynbgarta 1 renapaHcynbaTta. HepacwenneHHble gepmMartaHcynbgart v
renapaHcynbaTt HakannMBarTCA B KINETKaX, Bbl3blBasi NPOrpeccupyolme HapyLLeHUS!.

Camu no cebe NAl HETOKCUYHbI, HO BObLLIOE UX KONMMYECTBO B OpraHn3mMe MnpuBoaUT K
pasnuMyHbiM HapyweHusMm. [Npu poxageHun y geTen, Kak npaBuno, He HabngarTcs
npusHaku 3aboneBaHusl, HO B npouecce HakonneHus Al cMMNTOMbI HAYMHAKOT
NPOSAIBNATLCA.




HackoJIbKO pacIipocTpaHeHOo
TAHHOE HapyllleHue?

Mykononucaxapuaos tmn I -
OYeHb peakoe 3aboneBaHue.

[TO oLeHKaM y4yeHblX,
npnénusntenoHo 1 n3 100000
POAMUBLLUNXCA AeTeEN UMeeT
MMC I (cuHapomM Nypnep nnu
cuHapom N'ypnep-LUene).

CuHapom Llene BCcTpeyaeTcs
ewe pexe- 1 n3 500000
HOBOPOXAEHHbIX.




Tun HacsienoBaHUA:

AyTOCOMHO-peLecCMBHOE HacnegoBaHue

Otey Mars
(Hocwrenb) (HocuTens)
| ! i
\
Il 320pos
[ |Bonen
§ | Hocurenb
\[\ { | .
,,| |
u 1
CoiH Aous CoiH noub

(agopos) (HocuTenb) (HOCMTEND) (BonbHa)
U.S. National Librany of Medicine




Kak guarnocrupyercs
3abosieBaHME?

o [lockonbky pasHble MIIC
O4YEHb NOXOXW MO CBOUM
KITMHNYECKNUM MPOSIBIEHUSAM,
HeobxoAMMO NoATBEPAUTDL
AnarHos 3abosieBaHus C
NOMOLLbLIO 1abopaToOpHbIX
MeTo40B.

« [loaTtBepxparoLad
anarHoctmnka MIC I
3aK/1lo4yaeTcqa B onpeaeneHnu
YPOBHSA aKckpeuun N Al B
MOo4ye N U3MepeHumn
aKTUBHOCTM NTN30COMHOM a-L-
naypoHunaasbl B KJieTKax
KPOBU UNWN KYNbTYpPe KOXHbIX
dunbpobnactos.




Mykomnosmncaxapuao3 I H - taxkesian

(opma

OCHOBHbIE KJIMHN4YecKue
nposiBJZIeHUA.:

3aepXXKa NCMXOMOTOPHOIro pa3BUTUS
YMCTBEHHAsA OTCTaNOCTb,

rpybble 4epThbl 1Mua,

MOPOKM K/anaHOB cepaua,
NOMYTHEHWE POroBULLbI,

3alepXXKa pocTa,

TYronoAaBUXHOCTb CyCTaBOB




BHeurnuu BuI.

. Y HOBOPOXAEHHOIO XapaKTepHbIX
NposiB/IeHWN He OTMeyaloT,
CMMMTOMATMKA Yalle BCero
pa3BmMBaeTcsa Ha nepBoM roay (c 6
MecsLueB, MHOr4a - No3xe, C
18mecsueB)

XapaKTepHbl U3MEHEHUS YepT nmua no

TUNy<«raproninama», Kotopble

CTAHOBATCSH OYEBUAHBIMU K KOHLY

NepBOro roAa Xu3Hu:

. 6onbluas ronoea,

. BbICTynawowme nobHole 6yrpsbl,

. LUMPOKME CKYIbI

. 3anaBsLuas nepeHocmua,

. KOPOTKME HOCOBbIE X0OAbl C
BbIBEPHYTbIMW KHapYy>XU HO34pPSIMU,

. NMONYOTKPbITbIN POT, 601bLION A3bIK,

a2

Puc. Mauuent C. c cuiapomom lypnep-Leite. Tu- TONCTbIE ry6bl.
NUYHble eHoTUnnYeckune ocobeHHocTu: Gonbluan
ronoBa, rpybble YepTbl MLA, HOC C 3anaBLuei ne- XapaKkTepHa 3aaepxKa

PeHoCMLei, NONYOTKPLITBIA POT . (MakcMManbHbIN POCT cocTaBnsieT
0K0M0 110 cM), KOTOpPbIM NOSTHOCTbIO
oCTaHas/mMBaeTcs K 2-5rogam. Mpwu
HM3KOM pOCTe Yy AEeTeN OTMe4vaeTcs
AVCNponopLUMOHanbHoe
TeNOCN0XEeHMe,KOpoTKas wes.







KocTHag cucremMa:

Co CTOpOHbI KOCTHO-CyCTaBHOM cncteMbl Npu MIC I BbIABNSETCA MHOXeCTBEHHas

cuMnToMaTuka.

. Y Bcex naumeHToB popMuUpyeTcs TYronoABMXHOCTb BCEX rpynn CyCTaBoB, B pe3yfbTaTte
KOHTpaKTyp MexdanaHrosbliX CyCTaBoOB U yKopoyeHuns danaHr,0bpasytoTcs
aAedopMaunmmkKmncTen No Tmny "KOrTMcTon nanbl”.

. TazobegpeHHble cycTaBbl COOPMMPOBAHbI HEMPABUIbLHO, FONTOBKN 6eApeHHbIX KOCTEN
MasieHbKue, yniaoleHHble Ny3ypupoBaHHble, XapakKTepHa coxa valgum.

. MoaB3aoWHbIE KOCTU NpunobpeTatoT'TpeyronbHyto" aedopmMaunto. PeHTreHonormyeckmne
W3MEHEHUSs, BUAMMbIe Npu CUHApoMe ['ypnep, onNUCbIBAOTCA KaK MHOXECTBEHHbIN
AN30CTO3.

. ONs ANWMHHBIX Tpyb4uaTbiX KOCTEN XapaKTepHO pacwmpeHune anadusos,
PEHTreHOoNorM4YecKn HenpaBuabHO Npossastowmecs metadumsbl 1 aNNEPU3bI.

. Knounubl YKOPOYEHbI, YTOJLLEHbI.

. Pebpa onucbiBaloTCa Kak«BecnoobpasHble», ux BeprtebpanbHble KOHLbI CYy>XEeHbl, a
CTepHasibHble -YTOJLLEHbl N paClINpPEHDI.

. danaHrnm KUMCTem n cTon yKopoyeHbl, UMelT TpaneumeBnaHyo dopMy 1 pacluMpeHHble
anadusbl.

. dopMUpyOTCA NAaTUCNoOHANANSA, KNH0o3, KNEHOCKONMNO3.

. Mo3BOHKM paclWMpeHbl B NonepeYyHmnKe, BbiCOTa UX YyMeHbLleHa. B yyactkax, rae
copMmnpoBaH KNho3 nnm KNHOoCKoIMNOo3, BbIIBIEHO HEAOPAa3BUTUE NONepeYHbIX
OTPOCTKOB MO3BOHKOB WM UX "a3bikoobpa3sHaga" aedopmauyms.




Puc. 102. Myxononucaxapraos, in |
a— makpo- u ckadoucdams: 6 — BHeWHMIT BHA




lleHTpasibHasA HEepBHAA CHUCTEMA.

. [Mporpeccupytolme NcMxXxmMyeckne pacCcTponcTea xapakTepHbl Ans cuHapoma ypnep, B

TO BpeMs Kak npu Markmx ¢opmax MMC I (cuHgpombl Nypnep-LUene n LWene) nHtennekt 601bHbIX
NpaKTU4YeCcKn He cTpajaeT unum HabnaatTca nerkme KOrHUTUBHbIE

HapyLeHus.

. NMNcMxoMoTOpHOE pa3BuTue Npu cuHaApome Nyprep naeT ¢ 3aMeTHbIM BO3PacCTHbIM
OTCTaBaHMeM U AOCTMraeT MakCUMasnbHOro pa3BUTUS Ha YPOBHE 2-4 fneT, 3aTeM
OCTaHaBNMBaeTCHa U nepexoauTt (BMecTe C MOTOPHbLIM pa3BUTUEM) B CTaauI0 perpecca, 4ocTuras
nonHon gemeHunn. OQHaKoO cucTeMaTMyecKme 3aHATUSA, HanpaB/ieHHble Ha pa3BuTmne
KOFHUTUBHbIX PYHKLMI, CNOCOBCTBYIOT 60ee ANnTenbHOMY COXPaHEHUIO MHTEeNNeKTa.

. NMNoBeaeHYecKmne HapyLweHUs: perpecc KOrHUTUBHbLIX MYHKUMW Hapsaay C TSXXENOM noTepen
cnyxa, HeJoCTaTKOM CHa, Bbl3BaHHbIM O6CTPYKTUBHbIM anHO3, OKa3bIBalOT CyLLeCTBEHHOE
B/INSIHME Ha noBeneHne pebeHka. Mo Mepe HapacTaHUs KOrHUTUBHOIo aeduunta K
rMMNEepPaKTUBHOCTU U arpeCcCUBHOCTU NPUCOEAUNHAIOTCH ayTUCTUYECKUE YepThl.

. MeankaMeHTO3Hasa Tepanus, HanpasaeHHas Ha KOHTPOJib pa3pyLNTesIbHOro NoBeaeHus,
yacTto bbiBaeT HeapdekTMBHON. Nporpeccmpyowas coobuarwascs rngpouedanmsa aBnaeTcs

Hanbonee yacTbiM CUMNTOMOM cMHApPOMa Nypnep n peako BCTpeyvaeTcs npm MAarknx dopmax
MMNC I Tuna (cnHaopomax Nypnep-Lene un Lene).




« [lpn coaBneHUn CNMHHOIO MO3ra, BbI3BAHHOIO YTO/LEHNEM
ero 060/7104eK NN HECTabUNbHOCTbIO aT/IaHTOAKCMaIbHOTO
CyCTaBa, OTMEYaloT: HapyLlEHME MOXOAKWN, MbILUEYHYO
CNaboCTb,HEYKJTHOXKECTb NPU COXPAHHbIX MOTOPHbIX HaBblKax
N ANCHYHKLMIO MOYEBOIO Ny3bips

o [lpn T9xénon popme 3abosieBaHnSA YacTo HabnwgatoTcs
cyaoporun, 4yto TpebyeT npoBeaeHUs OUEeHKN
HEBPOJIOrMYeCcKoro craTtyca. ¥ naymeHToB co cnabo
Bblpa>X€HHbIMU KJIMHUYECKNUMU MPU3HAKAMU CYLOPOXHbIN
CUHAPOM BCTpeYaeTcs HAaMHOro pexe.

« [porpeccnpoBaHme 3ab6oneBaHNsa CONMPOBOXAAETCS
reHepann3oBaHHbIMU TOHUKO-K/TOHUYECKUMWN MapoOKCM3MaMu,
KOTOpble 06bIYHO XOPOLIO NOoAAATCA MOHOTEpPANUn
aHTUKOHBY/IbCAHTaMMU.




OpraHbl JbIXaHUA:

e YacTble pecrnupaTopHble
3abonieBaHuUsa B BUAE PUHUTOB,
OTUTOB.

« HakonneHune N'Al' B MUHAAQNNHAX,
HaAroOpTaHHUKE, a TaKXe B Tpaxee
NpUBOAUT K YTOJILLEHUIO U

o CYXXEHWIO AbIXaTeNbHbIX MyTEN U
Pa3BUTUIO OBCTPYKTUBHOMO anHo3.




OpraHbl 3peHus: MOMYTHEHME U
NMMrMeHTHasa AereHepauus
POroBuLbl, F1ayKoMma.

CepaeyHo-cocyamncras cucteMma:
XapaKTepHO yToJiLeHne
K/lanaHOB, CY>XeHue apTepun,
HapacTalwasa pMrngHoCTb
MMoKapaa, KapanommonaTuu,
apTtepuanbHas rmneptoHus. C
BO3pPacCTOM MOXET pa3BUTbLCH
cepaeyHas HeaO0CTaTOYHOCTb.




® )KEﬂy,CI,O‘-IHO-KVlLlJe‘-IHaﬂ CNCteMa.
rernartocrijieHoMerasnans.

o TakXe BCTpeYaloTCsa: rMnepTpuxos,

renaTocnjieHoMeranaus, HapyLleHue cnyxa,nyno4yHas
N/UNnN naxoBas rPbiXMu.

« Ha no3aHux ctaamsax y AeTten BbIABASAOT TYroyXocCTb,
CHUXXEHWE 3PEeHUS U YMCTBEHHYIO OTCTasIoCThb .




