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Buabl
C KAMHMYECKOM TOYKU 3peHMUs,
Muoamnctpodus AtoweHa-bekkepa
AEAUTCS Ha:
- MmmoamucTpoduio AtoLeHHa
-mmnoamuctpodunio bekkepa.



Muoauctpodus AroeHHa-

bekkepa — pacnpocTpaHeHHas
$opMa HEpBHO-MbILLIEYHbIX
3a60AeBaHUMN, MEPEAAIOLLLMXCA MO
HacAeACTBY. AUCTpodumA MblLLL,
NpeACTaBAEHa AereHepaTUBHbIMM
M3MEHEHUAMMU B €€ TKaHAX.



Muoaunctpodusa AjoweHHa BcTpeyvaeTcs B 3-X CAyYasax Ha
10000 HoBOpOKA€EHHBbIX. BoAe3Hb AaeT o cebe 3HaThb
o4yeHb paHo. [lepBoe, YTO yKasbiBaeT Ha 3aboAeBaHUe, 3TO
TO, YTO pebeHOK HaUMHAET MO3XKe XOAUTb, B BO3pacTe 2-X
AET He YMeeT npbiratb 1 6eraTtb, 3aMeTHO OTCTaET OT

CBEePCTHUKOB.
dopma [woweHHa

MbllWweuHas TMNOoOTOHUS MceeaomnNepTod s MEPOHOKHBIX CHIDKEHWME WHTENNekTa
Ml

Dopma Nanaysn-HepeHuHa OdTansmonnerMyeckas nnctanrnan D opma
dopma



Muoanctpodus bekkepa seasetcs oaHoM M3 GOPM HEPBHO-MbILLEYHOM
H6oAe3HU, KOTOpasA UMeeT AOBpOKayecTBEHHbIN XapakTep. AaHHas naToAorus
BCTpeyvaeTcsi B oAHOM cAydae Ha 20000 HoBoporkaeHHbIX. CuMATOMaTHKa
cxoxa ¢ MmmoamctTpoduen AloLieHHa, MpOsSIBASIETCS B MEHEE BbIpaXKEHHOM
dopme.

Hauyaro 6oae3Hn npunasaet Ha |0-Tn -15-T AeTHUIM Bo3pacT, NpM KOTOPOM Ha
npoTsixkeHun 20 AeT coxpaHseTca paboTtocnocobHocTb. Kapanomuonatum m
CHUXXEHUU MHTEAAEKTa He HabAloaaeTcs. DepTUABHOCTb HAXOAMTCS B
MPUAEAAX HOPMBL.

MUMOIIATVI’I BEKKEPA
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AloLeHHa, NposBAseTCA B MeHee
BbIpa>K€HHOM PopMe.

HauaAro 60Ae3HM npunaaaeT Ha | 0-
™ -1 5-Tn AeTHUM BO3pacT, Npu
KOTOpPOM Ha npoTsxeHun 20 AeT
coxpaHsieTca paboTocnocobHOCTD.
KapanMommonatum n CHMXeHUu
MHTEAAEKTa He HabAlopaeTcs.
PepTUABHOCTb HAXOAMUTCSA B
NMPUAEAAX HOPMBI.



|.[ lprynHbI

B ocHoBe 3a60AE€BaHUA AEXKMUT MyTaLMs B reHe, OTBETCTBEHHOM 32
KoAaMpoBaHue beaka anctpoduHa. NpumepHo 30% oT obwero
4YMCAQ CAyYaeB MbillevyHoM anctpodumn bekkepa npuxoamTcs
Ha T. H. «cBeXXuey» MyTauuu. [ eH pacnoaaraetcs B 2| Aokyce (B
pernoHe Xp21.2—p21|.1) kopoTkoro naeya X-xpoMocombil.
[MpumepHO y 65-70% 60AbHBIX OOHAPY>KUBAKOTCSI KPYMHbIE
AEAELIMM YKA3aHHOIO YYacTKa, Y 5% - AYMAMKaLMK, Y OCTaAbHbIX
— TOYKOBble MyTauuK. YKasaHHble CTPYKTYPHbIE€ NepecTpPOMKM
reHa He BAEKYT 3a COOOM NOAHOro NMpeKpaLleHMs CUHTEe3a
ANCTPOPUHA, KaK NpU AucTpodumn AlolieHHa, a MOTEHLMUPYIOT
CUHTE3 aHOMaAbHOrO YceyeHHOro 6eAka, B HEKOTOpPOM CTeMneHu
CNOCOBHOro BbIMOAHATL CBOU PYHKUUU. DTO U 0OycAaBAUBaET
b6oAee AobpoKavecTBeHHbIN XapakTep auctpodum bekkepa B
CpaBHeHMU C BapuaHToM AloLLeHHa.






[ 1prymrHbI

® B Hopme 6erok AuCTpOPUH
NOAAEP>KMBAET LLEAOCTHOCTD
CaPKOAEMMbI - MEMOpaHbl MUOLIUTOB
(MblLLeYHbIX BOAOKOH), obecneumBaeT
3AACTUYHOCTb U YCTOMYMBOCTD
MUOPUOPUAA MPU MbILLIEYHOM
cokpaleHmn. HecnocobHocTb
aHOMAAbHOIro AUCTPOPMHA AAEKBATHO
BbIMOAHATb 3TU GYHKLUM MPUBOAUT K
HapyLUEHUIO LLeAOCTHOCTM MeMbpaH
MbILLEYHbIX BOAOKOH.



[ 1prymrHbI

® B caeacTBME 3TOro NMPOUCXOAAT
AereHepaTUBHbIE U3MEHEHMUS
LLMTOMNAA3MATUYECKNX KOMMOHEHTOB MOCAEAHMX
1 MOBbILUIEHHAsi TPAHCMOPTUPOBKA MOHOB KaAUS
BHYTPb MMOLMTOB. Pe3yAbTaTOM TaKmx
bUoXMMUYECKMX U MOPPOAOTrUYECKMX CABUIOB
ABAsieTCS TMOeAb MUOPUOPUAA U paspyLLeHMe
MbILLEYHbIX BOAOKOH. Ha MecTe nornbuumx
MUOLLUTOB NMPOUCXOAUT obpa3oBaHue
COEAMHUTEABHOM TKaHU, YTO 0BOyCcAaBAMBaET
deHoMeH ncespormnepTpodmmn — yBeAnHeHue
obbemMa M MAOTHOCTU MbiLLLbl NMPU PE3KOM
CHUXKEHUU ee COKPAaTUTEAbHOM CMOCOBHOCTM.



[ IposiBA€HUS

CMMI'ITOM&TMK&, KOTOPpaA NMpoOABAAETCA Y MYX4YUH!

BceobLana cAaboCcTb opraHM3ama, YpeaMepHas
YTOMASIEMOCTb MPU OTCYTCTBUM DOABLLUMX HArpy3oK;

HapacTalow,aa cAabocTb B Horax;
NpobAeMbl NpU NOABbEME MO AECTHULLE BBEPX;

GoAbLLOE KOAUYECTBO MaHMnYAFIU,MFI Nnpu nNnoAbeme C
CUAAYHETIO NMOAOXKEHUA,

MOXOAKa HANMOMUHAET )’TMHbIlZ wiar,

cboun npu poboTe cepAEYHO-COCYAUCTOMU CUCTEMDI,
PasBUTUE aPUTMUU;

MbliLLUeYHble O0AU B BEPXHNUX U HUXKHUX
KOHEHHOCTAX;,

4yacTble CNMOTbIKAHUA U NAAEHUSA NMPU XOAbDE;
OAbILUKA NPU BbINOAHEHUU PU3UYECKUX HATPY3O0K;

NMPUMNYXAOCTb MbILLL, NP YBEAUYEHUU HArPY3KU Ha
OpraHu3M.



[ IposiBA€HUS

® B HayaAe npuBeAeHbl Te NMPU3HAKMW,
KoTopble HanboAee YacTo
BCTpeYatoTcsa Y 6oAbHbIX. MblweyHas
AUNCTPOO®USA Yallie BCEro BbISIBASIETCS
AMDO B AETCKOM BO3pacTe, AMOO Npu
AOCTUXKEHMU COBEPLUEHHOAETHUS.
[locae copoKa AeT pa3BMBaIOTCH
HapyLUIeHMS AbIXaHUS, a TaKXKe coou
B paboTe cepaua.



AnarHocTuka

® AuvarHocTuKy 3aboaeBaHUA
NMPOBOAST B 3aBUCUMOCTHU OT
npupoAbl 3aboAeBaHmA. Ecan
MaTOAOIMYECKUM FreH NEPEAAACS MO
HaCAEACTBY OT MaTepu pebeHKy, To
MPOBOASAT aHAAM3 Ha OMNMpeAEAEHUE
KOAMYECTBA CbIBOPOTOYHbIX
dbepMeHTOB.



AunarHocTtmka

® KAMHMYeCcKaa AMAarHOCTMKA AUCTPOPUM:

® noBbllEeHUE KpeaTUHKa3bl HabAlopaeTC
A MPaKTUYECKU Y BCEX MALUEHTOB C
MbILLEYHOMN AUCTpOdUEN;

® CbIBOPOTO4HbIMU NoKaszaTeAb AAA
nosbiweH npumepHo y 20% naumeHTOB;

® CbIBOPOTOYHbIU
nokasateAb AAI noebiweH y 10%.



TeueHue

® Mo>XHO BbIAEAUTb TPU CTaauM 3aboAeBaHUA:
— | ctaams — caabocTb NposBASieTCS AULLDb
Npu 3HAYMMOM PU3MYECKOM Harpy3Ke
(06bIMHO NepBbIM oA Te4eHU BOAE3HU). —
Il cTaaMs — 3aTpyAHEH NOABEM MO AECTHULLE,
6GbicTpO pa3BmBaeTcs cAabocTb Npu xoabbe.
— |l ctaamna — npeacTaBAsieT cobom
NapaAnyM, KOHTPAKTYPbl MbILLL, C
HEBO3MOXKHOCTbIO CAMOCTOSITEABHOIO
nepeABMKEHUS.



TeueHUe
® Mo>XHO BbIAEAUTb TPU CTaaUM 3abOAEBaAHMUSA:

® — | cTaamsa — cAaboCcTb NPOSABASIETCA AULLb
Npu 3HAYMMOM PU3NYECKOM Harpy3sKe
(06bIYHO NepBbIM FroA TedYeHUs BoAe3HM).

® — |l cTaaMs — 3aTpyAHEH NoAbEM NO

AECTHMLLE, ObICTPO pa3BMBaETCA CAAOOCTb Npu
XoAbbe.

® — lll ctapma — npeacTaBasieT coboi
NapaAn4n, KOHTPAKTYpPbl MbILLLY C
HEBO3MOXHOCTbIO CCAMOCTOATEABHOIO
nepeABMKEHMUS.



/\eyeHue U NporHos

® /\eueHune cumnTomaTudeckoe. McnoabsytoTcs
rOPMOHaAbHbIE€ MpenapaThl AASl OCTAaHOBKM
PaspyLLUEHMS MbILLEYHOIO BOAOKHA,
docPoAMNMABI B KaUeCTBE 3aLMTbl KAETOK
MbILULL OT Pa3pyLUEHUS, SAEMEHTbI Ae4eOHOM
rMMHaCTUKU. BHeApAlOTCA B MPaKTUKY
Pa3sAUYHbIE OPTOMNEAMYECKUE
NPUCNOCOBAEHUA AAS ODAErYeHuUS
nepeaBueHus. Maccaxk ctporo
NPOTUBOMOKA3aH B OOAbLUMHCTBE CAYYaeB,
TaK KaK MOXKeT MPUBOAUTb K YCKOPEHMUIO
pacnaaa MbiwL,. /Ae4eHne HaCAEACTBEHHbIX
3ab0AeBaHMMN — AeAO DyayLuero.



/\eyeHue U NporHos

® [ IpOrHO3 >XM3HU AASl MALMUEHTOB
HebAaronpmATHbIN. TeveHune
3aboAeBaHME NporpeccupyioLLee.
HeunsbexkeH AeTaAbHbIM MCX0A. Kak
NPaBUAO, K CEMUAETHEMY BO3PacTy
Pa3BUBAETCS BblparKeHHas
CMMMTOMATUKA, NpuBoaswas K |3-14
roAaM K NOAHOM 06e3ABUXKEHHOCTH.

BoAbHble pepako AoxunBaloT Ao |8-20
AET.
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[porpeccupyollas MbilledHas AUCTpous.
BctagaHue ¢ nona "neceHkow
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BOSPACT HAYAAA 3ABOAEBAHUSA
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