Mykonosncaxapmnaos




MyKonoaucaxapuiosbl

= rpynna metabonmnyeckmx
3a6o0n1eBaHMM coeAUHMUTE/IbHOU TKAHU, CBA3AaHHbIX C
HapyweHueM obMeHa
KMC/IbIX FrIMKOo3aMUHOI/IMKaAHOB (GAG,
MYKOMo/iucaxapmaoB), CBA3aHHbIX HEA0CTAaTOYHOCTbIO
JIN30COMHbIX (PepMeHTOB OOMeHa rIMKO3aMMHOI JIMKAHB.
3ab6os1eBaHMA Bbi3BaHbl HAc/1€4CTBEHHbIMM aHOMAJ/IMAMMU
o6MeHa, NpoABAAITCA B BUAE JIM30COMHOM 60/1€3HM
HaKOMJIeHUA: pa3/IMYHbIX Ae(deKToB
KOCTHOM, XpALLEBOM, COeAMHMUTE/IbHOU TKAHEM.




bronornyeckoe 3HavyeHume
[ TMKO3aMMHOTI TMKAHOB

- [ IMKo3aMMHOr /IMKaHbl B COCTaBe MPOTeor/iMKkaHoB BXOAAT B COCTaB
MEXKKNETOYHOro BELECTBa COeMHUTENIbHOM TKAHU, COAEPIKATCS B
KOCTAX, CMHOBMAJ/IbHOM KMAKOCTU, CTEK/IOBUAHOM Tese
M porosuue rnasa. BMecte ¢ BOJIOKHaMK KoJilareHa 1 371acTuHa,
NpOTEOr IMKaHbl 06pasytoT coeMHUTENIbHOTKAHHbIM MaTPMKC
(ocHOBHOe BellecTBo). OAMH M3 NpeacTaBUTENIEN
F/IMKO3aMWHOI IMKAHOB — renapuH, 061aAatoLmm
NMPOTMBOCBEPTbIBAIOLLEN AKTMBHOCTbIO, HAXOAMTCHA B MEXKK/IETOYHOM
BeElleCTBe TKaHU neveHu, NErkmx, cepaua, CcTeHKax
apTepuin. MNpoTeor/iMkaHbl MOKPbIBAOT MOBEPXHOCTb K/IETOK, UrpatoT
BaXKHYI0 pPOJlb B MOHHOM OOMEHE, MMMYHHbIX peaKkumsax,
amddepeHUMpoBKe TKaHeW. [eHeTUYeCcKue HapyLlleHusa pacnaja
F/IMKO3aMWHOI IMKAHOB NPUBOAAT K Pa3BUTUIO 6OJIbLLOKW FPYMnbl
Hac/1eACTBEHHbIX 60N1€3HEM 0OMEHA — MYKOMOIMCaxapyW/1030B.




JIN30COMHbIe 60/1€3HM HaKON/1eHUS

~ 00lliee Ha3BaHUe rpynnbl BeCbMa peKMX Hac/1eACTBEHHbIX
3a60/1eBaHMM, BbI3BaHHbIX HapyLUEHMEM (PYHKLUM
BHYTPUKJIETOYHbIX OpraHens Jiu30CoOM. ITH
0AHOMeMbpaHHble opraHoMAbl CreunaIM3npyoTCa Ha
BHYTPUK/IETOYHOM pacLUensiEHUM
BELWECTB: IIMKoreHa, r/iMko3amMMHOr IMKAHOB, MIMKONPOTEUHOB,
MYyKonoJimcaxapmaoB U apyrmx. JIN30CoOMHble 601e3HU
HaKOMN/1EHMA BbI3bIBAlOTCA FEHETUYECKM
06YCNOBJIEHHbIM AEDUUMTOM (DEPMEHTOB JIM30COM, YTO
NPUBOAUT K HAKOMJIEHMIO MAaKPOMOJIEKY I,
ABNAIOLWMXCA CYyOCTPATOM 3TUX PEPMEHTOB, B Pas/IMYHbIX
opraHax M TKaHAX opraHuM3ma.




Knaccmndmrkaums yKMonoamcaxapmaosos

~  CoBpeMeHHas KnaccubmKaumsa, B 3aBUCMMOCTM OT XapaKTepa hepMeHTaTMBHOMO AedeKTa,
BblAE/I9€T HECKO/IbKO OCHOBHbIX TUMOB YKMOMOJ/IMCaxapua030B:

- | Tun — cunapom Mypnep , cuHapom Lere , cunapom MNypnep-Lere . O6ycnoBneH
Aeduumtom anbda-L-maypoHuaasbl (pepMeHT KaTaboamama MyKonoamcaxapmzaos).
3abosieBaHMe NOCTENEHHO NPUBOAUT K HAKOMIEHUIO B TKAHAX renapaHcyabdara m

AepmartaHcysibdara.
= |l TMn — cuHapOM XaHTepa
= Il T7n — cuHapom Candpunmnno: A, B, C, D

- IV TMn — cnnagpom Mopkuno: A, B
= VI TMn — cnHapom MapoTto—/lamun
= VIl Tun — cnHgpom Cnas (geduumT B-raoKypoHmMaassbl)

-  BcTpevawlumimca B iMTepatype TEPMUH «2ap20U/iu3mM», BBEEHHbIM B KIMHUKY aHT IMMCKUM
Bpa4yoMm Inamcom (aHrn. R. W.B. Ellis) B 1936 roay A0 OTKPbITUA BUOXMMUYECKOU OCHOBDI
MNaToJIOrMYECKOoro npouecca, o6beauHAeT MyKonoamcaxapmaosbl Tina | v tmna |l




CuHapoM ['ypnepa

- KnnHuyecKkasa KaptuHa

-  [leTM c cMHAPOMOM ['ypaep oT/IMYalTCA HU3KOPOCIOCTbIO (OTCTaBaHWe B (DU3NYECKOM
pa3BMTMM HabKOJAEeTCA C KOHLUA NepBOro roja XM3Hu). XapakTepHbl MPM3HaKKU rapromimsma:
KPYMHbIM Yepen, KpyToM /106, 3anaBLuias nepeHocuLa, ToNCTbie ry6bl, 60/1bLIONM A3bIK, XapaKTepHoe
BblpaXkeHue nmua («/1uyo sbinsiesbisarue2o sody»). Kpome Toro, 0TMeYaeTcAa KopoTKas Lwes,
OrpaHMYeHHan NoABMMKHOCTb CYCTaBOB (TYronoABUXKHOCTb, F1aBHbIM 06Pa30M,
3aTparuBaeT JIOKTEBbIE U MeXKdasiaHroBble CyCTaBbl NasibLEB KUCTEN U CTON),

(bUKCHMpoBaHHbIM KMDO3 Ha MecTe nepexosa rpyAHbiX NO3BOHKOB K MOSICHUYHbIM, YKOPOYEHUE
KOHeYHocTen. BecbMa cBO€06pasHO CTPOEHME KMCTM NaLMeEHTA: Nasiblibl KOPOTKUE, OAMHAKOBbIE MO
ANMHe (u300akmuJsiuA) pacxogAaTca BeepoobpasHo, HanoMMHasA Tpesyoel.

HUKHENOSCHUYHBIM TIOPA03 CNOCOBCTBYET BbIMAYMBAHMIO JKMBOTA BNEPES, a AroauL, Hasaj,.
OTMeYaeTcs, CKNOHHOCTb K (POPMUPOBAHUIO NMYMOYHOM IpbixkM. XapakTepHo auddysHoe
MOMYTHEHUWE POroBMLbl 3a CYET HAKOMIEHMA B HEM AepMaTaHcy/ibdaTta. BosaMoxkHO pa3sutue
cnaboymmsa, Kapueca 3y6oB, xapakTepHOM (POPMbl HOTFTEBbLIX NIACTUHOK B BUAE YACOBbIX

CTEKOJ1, TYrOyXOCTb MJIM FlyX0Ta, HU3KUM XPUMNbIM FrON0C, CyXMUe U KECTKME BONOCHI. B 6O/IbLUIMHCTBE
CNy4YaeB B NaTO/IOrMYECKUIA NPOLLECC BOBJIEKAETCA CEPALE — OHO YBE/IMYMBAETCS B pa3mepax,
MPOMCXOAAT M3MEHEHMSA K/lAMaHOB, MMOKapAa, 3HA0KapAa, KPYNHbIX M KOPOHAPHbIX apTepPUM.
natosiormyeckas opma NO3BOHKOB («pblibbU NO3BOHKU>), UCKPUBJIEHUE NIy4EBOM KOCTH,
AedopMauumn metadmsapHbIX UM 3NUbU3aPHbIX OTAEN0B AJIMHHbIX TPYBUYATbIX KOCTEM, KOPOTKME
MeTaKapnaJ/ibHble KOCTU 1 danaHru naabueB. Takne aetn o6bI4HO He aoxuBatoT 4o 10 neT







Cuuapom Lllene

- KnuHu4yeckasa KapTuHa

~ CuHapom Lene (Mykonosucaxapudos-l S) sBNSeTcAa MeHee TAXKENbIM
BapMaHTOM cMHApoMma 'ypnep. KinMHn4eckasa cMMnToMaTHKa pa3BMBaeTCA Ha
coHe HopMasIbHOM NPOJO/IKMTENIBHOCTU KM3HMU, 0BbIYHO HE NMPOABASETCA [0
AOCTMXeHMA Bo3pacTa 4 — 5 net 1 MoxeT BK4YaTh B cebA:

~  MOMYTHEHMWE POroBMLbl C NPOrpPeccHpytoLLen NoTepen 3peHns BrnaoTb
J10 CNENoThI;

~  raprousiM3m: rpyoblie 4epTbl MLUa, LMPOKUM POT C
NO/IHbIMU F'Y6aMU, MPOrHATU3M,;

~  M36bITOYHBIM POCT BOJIOC Ha TeJie (TMNepTpUxo3, TMpCYyTU3M);
~  XapaKTepHble aedopMaLmm KUCTEN U CTOM;

= Tyronoasm>xHOCTb CyCTaBOB.




Cuuapom Nypnep — Leune

=  K/IMHM4YecKasa KapTuHa

~ CuHapom lNypnep — Lene (Mykonoaucaxapudos-I H/S) aBnsetca MmeHee
TAXEIbIM MPOMEXKYTOYHbIM BapUAHTOM MeXay
cuHapomamu Nypnep um Leke. ®eHOTUN NALMEHTOB TaKkKe ABAETCA
MPOMEXKYTOUYHbIM MEXKAY (PEHOTMMOM CBOMCTBEHHbIM CMHAPOMY 'ypnep m
LLewne. CylecTByeT NpeanosioKeHUe, YTo 60/1bHble CMHAPOMOM 'ypnep —
LLiene sBNSAOTCA FEHETUYECKUMU XMMEPAMM C OJHMM aslIeNIEM CMHAPOMA
['ypnep v BTopbiM — cMHApPOoMma Lllene.

~  KnMHMYecKkas cMMNTOMaTMKA XapaKTepu3yeTcs B OCHOBHOM KOXKHbIMM
NPOSBNEHMSAMM, COYETAOLMMMUCA C YMEPEHHOM YMCTBEHHOM OTCTAIOCTbIO U
MOMYTHEHUEM POrOBMLbl




bone3Hb XaHTepa

~ bonesHb nposiBnseTca B paHHeM Bo3pacTe (2—4 roja) yTo/llLEeHMEM HO3peK, Iy6, s3blKa,
TYrono/BUKHOCTbIO CYCTaBOB, 3a€PXKKOM pocTa. /o ABYX NET OTMEYAIOT TaKMe MPM3HAKM,
LUYMHOE AbIXxaHWe (06CTPYKLUMA BEPXHMX AbIXaTeNbHbIX MYTEN), NAXOBbIE M MYMNOYHbIE MPbiXK

- YacTto npu ,D,aHHOl‘/’i 601€e3HM nopaxaeTcA HepBHaA CUCTEMA, 4YTO NMpUBOAUT K YMCTBEHHOMY
OTCTaBaHMIO. TaKXe uHoraa 3a60/1€BLUMM MOXKET YAaCTUYHO MM MOJIHOCTbIO NnoTepATb CJ/yX.

~ Co BpeMeHeM CMMNTOMbI 60/1e3HM XaHTepa Yy pebeHKa CTaHOBATCA 60/1ee 3aMETHbIMM, HANpUMEP,
NOSABSAIOTCS OT/IMUMTESIbHBIE JIMLEBbIE 0COBEHHOCTH, YBENIMUMBAETCSA KMUBOT.

- Kpome 3T0ro fetm nopaxeHHble CMHAPOMOM XaHTepa MMEIT 04HM obue husnyeckune
OCOBGEHHOCTU: YBEJIMYEHHDIM KMBOT M 6oblas rososa. Mpu Taxenon dopme NpoTeKaHMs
3ab60s1€BaHMA Hab/Il04aeTCA CMIbHAA 3aZeprKKa pasBUTUA M Nporpeccupyolime pusmyeckme
Npo6aeMbl.

CpeHsAa NpoAo/IKMTENIbHOCTb U3HU TaKMX Ntoaen coctasaseT 10-15 ner.

[pr YMEPEHHOM TEYEHMM B6ONE3HM 0N UMEIOT HOPMaJibHbIM MHTENNEKT, (PM3MYECKne Npob
MeHee nporpeccupytot. CpegHaa Npoao/IKUTENBbHOCTb XKU3HM TakMX 3aboneBmnx o 50-60






CumnToMbl MyKonoancaxapugosa tvna lll
(cuHgpoMa CaHduamnno, 601e3HU
CaHdnannno)

- 3aboneBaHne MaHUDECTUPYET 0ObIYHO Ha 2-M roAay KM3HM pebeHKa; npu 3ToOM
COMaTUYECKME U3MEHEHMA HE3HAUYMTE IbHbI: OTCTaBaHMWE B poCTe, Jierkme
CKeJleTHble U3MEHEHMA, UHOrAa HEGO/IbLLIOE YBEJIMYEHUE NEeYEeHU U CeNe3EHKM,
KOTOpbl€ YacTO He NpUBJIEKAIOT BHMMAHMSA Bpada U 60/IbHOMY CTaBAT AMArHO3
«Hecneumdmnyeckasa yMCTBEHHas OTCTaNoCTb». O4HAKO NCUXMYECKOe pa3BUTUE
pebeHKa npu 3ToM GopMe HaYMHAET 3aMETHO OTCTaBaTb M K 3-MYy FOAY *KM3HMU
npeKkpaulaetca. OTMeYaeTca NoCcTENEHHbIM pacnaj NpMo6pPETEHHbBIX MOTOPHbIX
M NCUXMYECKMX PYHKUMKW. HepeKo pa3BMBaeTCA CyA0POXKHbIM CUHPOM.
3abos1eBaHME XapaKTepPM3YeTCs FPyObIMU HAPYLLEHUAMM MCUXMKU, YMCTBEHHOM
OTCTaJIOCTbIO (AEMEHUMEN), PUTMAHOCTBIO CYCTaBOB, renaToCcn/1€HOMEra/IMEN.
YepenHo-mueBble aHOMa/IMK He3HauMTe IbHbl. Bo/IbHblIE YMUPAIOT B BO3pacTe
70 30 neT oT NpMcoeamMHMBLLMXCA MHEKUMK. CeplieYHo-cocyamcTan CUCTEMA.
Cepaue noparkaeTtca peaKo, MHorAa BblCayLWMBaAETCA WYM HEeA0CTaTOYHOCTH
MU CTEHO3a MMUTPAJIbHOMO KJjlarnaHa C COOTBETETBYIOWMMM MPOABIEHUAMM Ha
3JIEKTPO- U IXOKapAuorpaMmme







CuHapoM MopKUHo

- [poaBnaetca c 2-neTHero Bo3pacTta. bosesHb xapakTepmsyeTca Kap/IMKOBOCTbIO (POCT B3pOC/I0ro
6071bHOr0 0Kos10 100 cM), HENnponopLMOHaIbHbIM TENOCNOXKEHNEM (OTHOCUTENIbHO KOPOTKOE
TY/NIOBULLE, MMKpOLl,ed)anMﬂ KOpOTKas Lesd), rpybbIMK HepTamu IMLA U 3HAYUTE IbHbIMM
,D,e$0pMaLIMFIMM CKenerTa, 0COBEHHO rPYAHOM KNETKM (KypuHas, 604KoobpasHas, KuaeobpasHas),
KM(PO30M MM CKOJIMO30M FPYAHOro M MOACHUYHOIO OTAE/I0B MO3BOHOYHMKA. MUTaHWe CHIXKEHO.

TyronozBM»HOCTb B CyCTaBax M BMECTe C TeM pacc/iabsieHne CYMOYHO-CBA304YHOrO annapara B

MEJIKMX CyCTaBax, LesA YKopoyeHa, runonnasua oTpocTkos | u Il weiHbix No3BOHKOB. B cayyae

KOMMNPEeCcMm CUHHOMO MO3ra MOMMUMO MbILLEYHOM FTMMOTOHMM OTMEYAETCA NOPAXKEHNE NUPAMMUAHOM

CMUCTEMbI, BO3MOXHO pa3BMTME Napan/eruu, napaamya gpixaHua. BO3HUMKaOT KOHTPaKTypbl B

JIOKTEBbIX, MNJIEYEBbIX, KOJIEHHbIX CyCTaBaX, OTMEYAETCA Ba/ibrycHaa Aeopmaums HAKHMUX

KOHEYHOCTEM, M/IOCKOCTONME. MHTeNNEKT He HapyLIeH, OTCYTCTBYeT renatocnieHomeranms. /o

06bl4HOE, pa3mepbl Yepena 6e3 usMeHeHu. Koxka yTonweHa, ee Typrop U 31aCTMMHOCTb CHUMKEHDI.

YacTo BbIABAAIOTCA MYMOYHbIE M MAXOBbl€ IPbIXM, PACXOXKAEHME NMPAMbIX MbILL, }XMBOTa. MHOraa

O0TMEYaEeTCA HEPE3KO BblPaXKEHHOE MOMYTHEHME POroBuL,. HepeaKo 0TMEYAEeTCA CHUXKEHUE ClyXa.

Moutn y BCEX 6O/IbHBIX, AOXMBLIMX A0 20 NeT, pa3BuBaeTCA rayxoTa. B no3gHMM cpok 6onesHu

NOABNAIOTCA HapyLUEHMS cepAequcocyp,MCTom CUCTEMbI, MCTOHYEHME 3y60B. Kpome TOro y 60/1bHbIX

MOTYT HabstoAaTbCA KapAmMonaTma U Mmonatma. Kak npaBmio, mblileyHasa cuia cHukeHa. C MoYon

BblAenAeTca 60/iblIOe KOJIMHECTBO KepaTaHcy/ibdara. B 6ONbLIMHCTBE CJly4aeB BblpaXXeHHbIX

K/IMHWMYECKMX NPOAB/IEHMIA IeTa/lbHbIM MCXO/, HacTynaeT o 20 feT BCeACTBME CepAeUHO-/1ero4HoM

HEeA0CTaTOYHOCTU, pa3BMBatoLLEMCA Ha (pOHE MHTEPKYPPEHTHbIX 3a60/1eBaHM. Bo3MOXKHa BHe3anHas

CMepTb B pe3y/ibTaTe CMELLEHMA aTJIaHTO-OKUUNUTA/IbHOIO COYIEHEHMA M NOBPEXAEHUA CTBOIA

Mo3ra.







CuHapomM Mapoto — Jlamu

MHTeNnneKkTyasbHOE pas3BUTHE AETEMN C CMHAPOM MapoTo — JlamM, Kak npaBmio, He CTPaJaeT ,
MeHee, HabN[aeTCca MHOXKECTBO 06LLMX YepT ¢ cuHApomom 'ypaep. HeBposoruyeckme oco
BK/II0YAIOT NOMYTHEHME POrOBULbl, Pa3BUTUE FIYXOTbl, YTO/LLEHME TBEPAON MO3roBOM 060/104K
TPEX MEMOPAH, OKPYKaloLWMX U 3aLMLLAIOLLMX FTOIOBHOM M CIMHHOM MO3r), 601€BOM CMHAPOM, Bb
CXKAaTUEM MU TPABMUPOBAHMEM HEPBHbIX KOPELLKOB U NepudepmrYecKkmx HEPBHbIX BOIOKOH. lNeps
NMPU3HaKKU 60J1IE€3HM NPOABAAIOTCS Ha NEPBOM FOAY *KMU3HU pebEHKA — OHMM U3 NEPBbIX CUMNTOMOB
3a4acTylo ABNAETCA OTCTaBaHME B MOTOPHOM PasBMTMK (J€TM MO3XKE HauYMHAT X0AMTb). B Bo3pacte
y AeTen HabaaeTcsa YKOpoYeHMe TYN0BMLLA, CBOEOBpa3Has no3a «Ha KOPTOYKax», Bbl3BaHHAS
OrpaHMYEeHUEM MOABMKHOCTU CYCTABOB. B 6os1ee TAXKENbIX CayvasX Y AEeTEN Pa3BMBAETCS XapaKTEPHb
BbIMMPAOLLMM KMBOT, BO3HMKAIOLWMM B pe3y/ibTaTe U36bITOYHORO MCKPUBAEHMS BNEPE ] NOACHUYHOIO
oTAena No3BoHOYHOro ctos16a.CKkeneTHble AedopmaLmmu NporpeccmpyroT (0CO6eHHO B 061acTU Tasa),
CNoco6CTBYSA AaJIbHEMLLEMY OrPaHMYEHUIO 06bEMA ABUKEHUM B CycTaBax. Y MHOMMX AeTeun
bopMMpyeTCa NynoYHas MM naxoBas rpbirka. [paKTMYECKM Yy BCEX AE€TEN BCTPEYAOTCS pa3/iIMyH
3ab60/1eBaHMM cepjLa, Kak NpaBmao, NposiBasAloWmMecs AMChYHKUMEN KnanaHoB.



CuHapoM Chad

~  XapaKTepHbIMU NPOABJIEHUAMMU CMHIPOMA ABASAIOTCA: MAXOBbIE M MYMOYHbIE MPbIXKM, HAU3
KWNEBUHAA rPyJHAs KNeTKa, KUdo3, KOCoNanocTb, NOBTOPHbIE SIErOYHbIE MHEKUMU. T
rpy6ble YepTbl LA C 3anaBLUEN NEPEHOCHLEN, BbIBEPHYTbIMM Briepes HO3ApAMM.

~ CeppeyHo-cocyamncTas cmMctema. XoTA noparkeHme cepaua HabawaaeTcs y 60/1bLLMHCTBA
0/JHAaKO OHO HEe HOCUT BbIpAaXKEHHOr0 XapakTepa. Peako y noapocTKOB Habo4aloTCS TAXKE/ b
KNnanaHHble U3MEHEHMA.

1. Absent clavicles 2. X-ray: narrow thorax and absent 3. Lack of skull ossification
clavicles
B. Cleidocranial dysplasiain humans




[laToreHes

~ B 3aBMCMMOCTM OT HEAOCTATOYHOCTU OAHOIO U3 (PEPMEHTOB JIM30COM,
HaKanMBalTCA MYKOMoOJIMcaxapuabl OAHOIro M3 TPEX KNACCOB: renapaH-, AepMaTaH- Mau
KepaTaHCcybdaTbl




Kak ntoboe gpyroe X-cuenieHHoe
peLieccuBHoOe 3a60s1eBaHue, bosesHb

XaHTepa HacneayeTca CeayoWwmm i - e ey
06 p A30M. Marb: HOCUTENb

X-CUENnNeHHoe peueccMBHOE Hacnea0BaHue

Oveu: 6onen
Marb: 380poBa
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HacneanoBaHue

-

Mykononmcaxapuo3 HacieyeTcs, KaK U
nofasnswllee 60/bLLMHCTBO JIM30COMHbIX
60/1e3HeN HAKOMIEHUA, MO ayTOCOMHO-
PELECCMBHOMY TUMY HAC/EA0BaHMA.
CnepoBarte/ibHO, C OAMHAKOBOM YaCTOTOM

BCTPEYHAETCA KaK Y MYXXYUH, TaK U Y KEHLLUNH.

3aboneBaHne K/IMHUYECKM MaHUdeCTUpyeT
TOJ/IbKO B CJly4ae, Korga o6e ayToCOMbl,
NoJly4YeHHble NO OJHOM OT OTLA M MaTepM,
ABNAKTCA Ae(EKTHbIMM.

Unaffected
"Carrier"
Father

d

Unaffected Unaffected "Carrier"

1in 4 chance 2 in 4 chance



