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-



* Cepep cyyacHUX cnagkoBUX XBopoo,
AKi 3ycTpivyaloTbes y noaen, icHye
6e3ni4y HO30M0r4YHNX o ANHULb, AKI
NMOBHICTIO L4e He IAeHTUMIKOBAaHI.
BOHM MOXYTb XOBaTUCS 3a MaCcKoHo
OyAb-AKUX BiAOMUX XBOPOO, IX
MOXYTb J1IKyBaTu K 3HaNOMI
XBOpoOOM, ane HacrnpasAi BOHNM MalOTb
OaraTto Bigpi3HeHb Big ONUCaHUX
paHiW XBOpoO, B TOMY 4YuUcCrhi i B
BIACYTHOCTI e(peKTy BiA NiKyBaHHS.

-



 MiTOxoHgponaTil 3anMaloTb BUCOKY
NMUTOMY Bary cepen 340pP0OBOro
HaceneHHs 1,6%, a cepen xBopux i3
MHOXWUHHUM OQHOYaCHUM YpaXKeHHAM
HepBOBOI, EHEPrETUYHOIO OOMIHY
gycTpidaeTbea y 45%.
MiToxoHaponaTil BKpaun pigko
OlarHOCTYHOTbLCA
CBO€YacCHO.




Bea xnemi Howero
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el OpraHen KniTuHW, siki MICTATBCA B YCiX
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SSUkntelel BiNOBIAAlOTb 3@ BUPOOHNLITBO eHepril
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Tl NPORHKQKOWAA B AHUBKNETXY.

HakonunyeHa eHepris B noganbLloMy TPaHCOPMYETLCA B
MEXaHIYHY (B M'A30BUX KIiTUHAX), DioenekTpuyny (y
HepBOBUX KNiTUHaXx). HanbinbLua KinbKiCTb MITOXOHAPIN
CNoCTepiraeTbCs NepeBaHO B KNITUHAX, AKi CMOXUBAIOTb
BEJMKY KiNbKICTb eHepril, Hanpuknag y KnitTuHax cKeneTHUx
M'A3IB | CEpLEBOro M'a3a, B €K30KPUHHUX KNITUHAX
NigLWNyHKOBOI 3ano3u, B oBoUMUTax. ¥ cnepmarosolgax ix
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MiToxoHapil MatoTb CBOT OCOOUCTI
OHK, PHK i pubocomu, cami
CUHTE3YI0Tb YaCTUHY CBOIX
BiNKiB, PO3MHOXYHTbCS LLUSIAXOM
noginy Hagsoe. MiTtoxoHapisam
HeobXigHi BINKK, AKi KoayTbCA
reHaMmu HyKrneapHMx XpoOMOCOM.

—

OHK miTOXOHApIl SBRsie coB0K0 ABONAHLIOTOBY KinbLEBY
Mosekyny po3mipom 16599 nap Hykneotuais. AHK
MiTOXOHAPIT MognHn mae 37 reHis. binbLicTtb redis JHK
MITOXOHAPIN KOOYIOTb MOMINenTUAHi naHutoru, wo bepyTtb

yyYacTb Y oepMeHTaTUBHOMY KOMIMSEKCI OKUCHOIO
doocopunoBaHHS.




OUTER MEMBRANE

INNER MEMBRANE

KoxHa KniTuHa niacbLKoro opraHiamy MiCTUTb COTHI
miToxoHAapin i Tucadi AAHK mitoxoHapin. Akwo myTtauia
BUHMKaE B ogHin 3 monekyn AHK MmiToxoHapin, TO
YTBOPHETLCA BHYTPILWWHLOKIITUHHA CYMIill MYTaHTHMUX |
HOopMaribHUX MoreKkyn. Take siBuLwe Ha3MBa€ETbLCA
retreponna3micto. fABuile KNiTMHHOro posnoainy
MYTaHTHUX | HOPManNbHUX MITOXOHAPIU HAa3UBAETbLCA

pennikauinHol cerperaudicto.



OcobnuBocTi MiTOXOHApPIaNbLHOI
NHK:

CTporo MmatepMHCbKMN XapaKkTep ycnaaKkyBaHHS
OHK, TobTO BOHM nepeaaloTbCcA Big maTtepi Ao
AO0YO0K Ta cuHIiB. CuHun mitoxoHgpianbHol AHK He
nepeaarTb.

BiacyTHa KombOiHaTMBHA MIHNUBICTDb -
mMmiToxoHapianbHa JHK HaneXnTtb TiNbKU ogHOMY 3
OaTbKiB, OTXXe, peKOMOIHaLUiINHI noAil BiACYTHI, a
HyKneoTungHa nocnip,OBHiCTb 3MIHIOETBLCA 3
MOKOJIIHHSA B MOKOJMIHHA TINbKN 32 PaxyHOK
NOCriAOBHOIO HaKONMUYEHHA MyTauiun.

MiTtoxoHapianbHa OHK He ma€ iHTPOHIB |
ecpektuBHoI [1HK penapauinHoi cuctemu. Lie Bege
A0 30iNblUeHHA YacTOTN MyTaLiun
MmiToxoHapianbHol JHK nopiBHAHO 3 AAepHOI0.

YcepeauHi ogHI€l KNITUHN MOXYTb OQHOYAaCHO
cniBiCHyBaTU HOpPManbHI | MyYTaHTHI
MmiToxoHapianbHi AHK (aBuwe reteponna3mii)



- 0OQHa 3
HanUOINbLUMX KNaciB gereHepaTUBHUX
XBOPOO HEPBOBO-M'SI30BOI CUCTEMMU, LLIO MAE
TSXKKUW NporpagieHTHUM nepeobir, BUKIUKAE
BUpaXeHy IHBanigusauito |
CYMNMPOBOOXYETLCHA PE3UCTEHTHICTIO A0
NIKyBaHHS.




Knacudikauia mitToxoHaponaTin

MiToxoHAapianbHI XBOpoOOMU
KnacudgikyroTb 3a TUNOM MyTaLUIMN:

1 .MiceHC — MyTaHTHI MITOXOHApIanNbHI
XBOopoowu:

 HempoodTanbmonaris Jlebepa;
°* NiIrMEHTHUN PETUHIT.

e 2. XBOpPOOWU, AKi BUKNNKaAHI MyTaulisMmu B
reHax TpaHcnopTHol PHK:

e cuHgpom MERRF;
e cnHgpom MELAS;

-



Knacudikauia mitToxoHaponaTin

3. MiToxoHapianbHi XBOpOOMU, AKi
BUKIIUKaHI aeneuismu abo
aynnikayisamu mitoxoHgpianbHol OHK:

e cuHapom KepHca-Ceunpa;

e cuHgpom [lipcoHa;

°* aCUMETPUYHUU NTO3;

e AunartauinHa Kapagiomionaris.




Knacudikauia mitToxoHaponaTin

e 4. XBOpOOM, AIKi BUKNUKaAHI MyTaLiasMu, WO

3HNXXYHOTb YUCJII0 KOMNIN MiTOXOHApPIaNbHOI
NHK:

° neTtanbHa IHPaAHTUNIbHA AMXanbHa
Hea4OCTAaTHICTb;

* CUHAPOM MOJIOHHOIo-KMUCroro aunaoay.

e 5. XBOpoOM BUKNUKAHI MyTaUiasMn B aaepHIn
AOHK:

* ¢oymapoBa aumpemis;
° rriyTapoBa auungemis.

-



[MonicMHAPOMHICTb ypaXXeHb 3 YaCTUM
3any4YyeHHAM HepBOBOI CUCTEMMU OpraHa 30py,
cepusd i COMaTUYHUX M'A3IB.

BinbwWwicTb 3aXxBOpHOBaHb MakOTb He
BPOAXEHUUN XapaKTep | NOYNHAKTbLCA B
ANTAYOMY Ta MOJSioAoMY BiLll.

[MporpapieHTHICTbL Nepeodiry 3 HeraTUBHOKO
AUHaAMIKOIO i 30iNbLUIeHHAM CUMIMTOMIB
ypaXeHHs1 PI3BHNX opraHiB | CUCTEM.

Pe3ncTeHTHICTb A0 TpaauULUINHUX MEeTOoAIB
NiKyBaHHA.

-



CYTHICTb MOJEKYNAPHO-
reHeTUYHUX AocnigXeHb nNpw
MITOXOHApPONATIAX.

e MyTauil mitoxoHgpianbHoi AHK
BU3HA4YalOTbCSA Y 3pa3Kkax M'A30BOI TKAHMHU
MEeTOAOM MnoslimepasHol NMaHLroBol peakuil i
riopuaunsadii in situ. BusiBneHHs suay
MiToOXxoHApianbHOI MyTauii 3 4OCUTbL BUCOKUM
CniBBiAHOLIEHHAM aHOMasnbHOI i HopManbHOoI
miToxoHAapianbHoi AHK niaTBepaXye AiarHos
MITOXOHApPIaNbHOro 3axXBOPHOBAHHS.
BiacyTHicTb MyTauil Aa€e 3mMory nNpunyckaTy
HasABHICTb naTonorii, NoB A3aHOI 3 MyTaLli€lo

apepHoil HK



* yneplie onucanum y 1971p. Teogopom Jlebepom.
KnacuyHa Ha3Ba CMHOPOMY — «TpIiM cepen ACHOro
Hebay.

» 3axBOPIOBaAHHA NPOABAAETLCS Y BiLll 6-62 POKW.
[lepLlunm NpoABOM € 3HMXKEHHS TOCTPOTU 30pY
O[HOro oKa, Yepes 7-8 TUXHIB — gpyroro.
XapaktepHa HeBpoOrioriyHa cumnTomMaTumka:
nepudepinHa noniHeBponaris, TPEMOpP, aTakcis,
CTaTU4HI Napes3n, po3ymMoBa BiAcTanicTb. Takox
MOXYTb OYTU HAsIBHI KICTKOBO-CYITIO0OHI 3MiHW:
Kidpo3, apaxHoaakTunisa. [Nepebir 3axBoptoBaHHSA
NporpecmMBHUNA, ogHaK MOXIMBa peMicia Yepes 1-2
POKM Micnd no4vyaTKy 3axXxBOPHOBaHHA. ‘
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 Kputepil giarHo3y:

* MaTepuHCbKMM TUN
ycrnagKyBaHHS;

o XapaKTepHI KniHIYHI O3HaKW;

* |neHTUdIKaLis 3a JONOMOror
MONEKYNAPHO-TreHETUYHUX
gocnigxeHb myTtauin B [1IHK
MITOXOHAPIN




OudpepeHuianbHy
AlarHOCTUKY NOTpIiOHO
npoBOOUTMU I3
3aXBOpPHOBaAHHAMMU, LLO
CynpoOBOAXYHTbLCH,
3HNXXEeHHSAM roCTPOTU 30pY:
peTpooynbbapHum
HEBPUTOM,
KpaHiodpapuHriomouo,
nenkogucrtpodiamun.

-



* Ynepuwe noro onucas N. Fukuhara i3 cniBaBT. y 1980
p., Xo4a nepui okpemMi nyonikauil oynu 3poobneHi P.
Tsairis 3i cniBaBT., 1973; Y. Shapira, 1975. Ha
ycnaaKyBaHHA 3aXBOPHOBaAHHA MO MAaTePUHCLKIN MNiHil
BKka3zanu H.C. Rosing 3i cniBaBT., 1985; A.E. Harding,
l.J. Holt, 1988. MyTtauito mTOHK Busasunu J.M.
Sckoffner 3i cniBaBT., 1990. B YKpaiHi nepwa
nyonikauia Hanexutb O.4. N'peyaHiHin 3i cniBaiT.
(1994). Cunpgpom MERRF 3ymoBneHun ToMKOBUMM
MyTauiamum B reHi niauHoBol TPHK y no3uuisx 8344 i
8356 mTOHK. 3axBoproBaHHs1 yCNnaaKOBYETLCA i3
BHYTpPilWWHbOCiMeUHUM nornimopdiamom, y
nonepeAaHiX NOKOMNIHHAX MOXINUBI BUNaAKn 3ax
BOPIOBAHHSA 3 PI3HUM CTyneHeM KniHIYHMX NPOoSABIB,
O MOXe OYyTU CMPUYNHEHO Pi3HUM
cniBBIiAHOLWEHHAM MYTaHTHUX | HOpManbHUX Mt
Yy Pi3HUX oBOLMTaX.




* Bik xBOpOro Ha no4aTKy 3axBOprOBaHHA — Big 3 A0 65
POKiB. PaHHIMUM KMiHIYHUMM O3HAKaMU € LLIBUAKA
BTOMJIHOBAHICTb Nig Yac isnyHNX HaBaHTa)XeEHb, OiNnb Yy
NUTKOBMX M'A3aX, NOripLUEHHA nam'aTi, 3HUXKEHHS yBaru.
HantnnoBillMM € CMMNTOMOKOMMMJIEKC: NPOrpecuBHa
MiOKINOHYyC-eninencis, Wo BKI0Yae MIOKITOHYC (panToBe,
LLIBUAKE, KOPOTKOYACHE M'I30BE CKOPOYEHHS, 3yMOBIIEHE
BTSIryBaHHsIM y natonoridyHmn npouec LIHC), aTakcis |
AeMeHLIA. TaKoX y XBOPWX CNOCTEPIralTb reHepani3oBaHi
TOHIKO-KMOHIYHI CyAOMU, HEMPOCEHCOPHY FNYyXOTY, aTpoqIto
30pOBUX HEPBIB, MOMIPHI O3HaKK Mionaril, ceHcole
nopyLleHHs (posnap BidpauinHoi ‘—IyTJ'II/IBOCTI | M'A30BO-
CcyrnobHoro Big4vyTTs) Ta iHLWI HEBPOMNOriIYHI CUMIMTOMMU
(BIOCYTHICTb CyXOXWIKOBUX pedoriekciB). IMOBIpHUI
po3BMTOK flinomatosy. Nepebir 3axBoproBaHHS
NpPOrpecuBHUn. PO3BNUTOK CUHOPOMY TaKoX BapiaberibHUN.
[aHunx ons BCTaHOBNEHHS NPOrHO3y Lile HeAOCTaTHbO, ane
BIAOMO, LLO feTanbHUK KiHelb HacTae Yepe3 3—30 pokiB
Bi4, NoYaTKy peecTpauil nepLumnx KniHIYHUX NPosBIB.
Moxnuea TpaHcgopmauis cuHapomy MERRF y cuHapom
MELAS, akmn Takox cripudynHeHumn aedektTom
MITOXOHAPIAaNbHOro AnxXanbHOro naHutora.




MaTePUHCbKUU TUN yCnaaKyBaHHSA;
NoYyaTokK 3aXBOpPHOBaHHA Y Bili 3—65 poKiB;

LIHC — mioknoHyc, aTakcifi, AeMeHLIifA y NOEAHaHHI 3
HEeMPOCEHCOPHOI 2JTYXOMOI0, aTPOohiero 30pOBUX
HepBiB, NOPYLUEeHHSAAM rIUOOKOI Yy TIIUBOCTI;

HOMIpHe niaBULLLEHHSA pIBHFI Oinka B HIKBOpI

HegocTaTHICTb 1, 3, 44,0 KGMADEKEGIB ANXanbHOro

naHuora;
EEl — reHepani3oBaHi koMmnnekcu "cnank-xBusnb";
EMIT — nepBMHHO-M'AA30BUN TUN YPaXXeHHS;

KT — aTtpodisa mo3ky, nenkoeHuedcanonaris,
Kanbuudikauia 6asanbHux raurniiB (iHoAi);

— "pBaHi YepBOHi BONIOKHa" B bionTaTtax CKerieTHUX

M'A3IB;

___nporpecvBHUN Nnepeoir.




OundepeHuianbHy AlarHOCTUKY
npoBOoAATb 3 IHWNMU
nporpecuBHUMU MiOKIO-
Hyc-eninencisamu ( xsopo6oto lowe,
CUHOPOMOM MIOKIIOHYyCa 3
HUPKOBOKO HEAOCTATHICTIO Ta iH.),
XBOpob6amMu HaKonu4eHHs (
xBopoba Kpabbe), 3 iHLWUMMKU
AUCreHe3isAMU MO3KY.




o YHepLue MOro BUAINNB Y HO30SMOrIYHO
camocTinHy cpopmy S.G. Pavlakis 3i cniBaBT.
y 1984 p. B ocHoBI natoreHe3sy cMHQpoOMy
MELAS nexatb ToukoBi myTauii MTAHK (y
Hykneotngax 3243, 3271), npuyomy icHye
Kopensuia MiXkK ctTyneHeMm MmyTauil i
XapaKTepom nepediry 3axBoproBaHHS.
IMOBIpHO, WO ANA NposABY 3aXBOPHOBAaHHA
HeoOXigHe HaKoNM4YeHHs NeBHOI KiNbKOCTI
myTaHTHOI MTOHK (56—95 %), ogHak B ogHiu
POAUHI PiAKO HAPOMAXKYIOTLCA 2 AUTUHM 3 Kna

CUYHMM BapiaHTOM XBOpPOOM.




*HenepeHoCUMICTb (piBUYHUX HABAHTaXEHb.

*novyaToK 3axsoproBaHHA A0 40 pokiB (YacTiwe go 20
poOKiB).

*iHCYynbTONOAIOHI enizoan.

*CYOOMM.

*“pBaHi”’ YepPBOHiI BONTIOKHA B bionTaTax CKeNeTHUX M
‘A3iB. ‘ A

eflaKTaT—aumnaos.

‘nporpecyro4a gemMeHuUis.

eMiONaTUYHUN CUHOPOM.

*HU3bKOPOCHICTb.

°rnyxora.

__ :



Kanbuudikauia 6asanbHUX raHrniiB npyu Komn
‘toTepHin Tomorpadii (KT) adbo marHiTHO —
pe3oHaHCcHiu Tomorpadpii (MPT) ronoBHOro MO3Ky.
aTakcis.

KOMAaTO3HI CTaHM.

aTpodisa 3o0poBuX HepBIB.

NMNiIrMeHTHUN PETUHIT.

cuHppom Bonbda — lNapkiHCcoHa — YauTa.
cepueBa HeAOCTaTHICTb.

nporpecyroya 30BHIWWHA odpTanbMonneris.
NopyLUeHHA NPOBIOHOCTI cepus.

LyKpoBuMu agiaber.




* [lepwi o3HaKn YacrTiwe 3'aBnsaTbca Yy Bini 6—10
POKIB, Xo4a MOXIIMBI 9K BifbLU paHHIN NoYaToK
3axXBOPOBAHHS (0 2 POKiB), Tak i OinbLU Ni3HIN
(21-40 pokiB). [1o noaBu nepLunx o3HaK
3aXBOPIOBAHHSA OiNbLUICTb XBOPUX PO3BUBAETHCH
HopManbHO. [loyaTKoBI KNIHIYHI NPOABK AYyXXKe
BapiabenbHi, YacTile ue cyaoMu, peunanBytoui
rofioBHi 6oni, 6r1toBOTa, aHOPEKCIS,
HenepeHoCNMICTb q3|3|/|quro HaBaHTaXeHHS,
NCUXIYHI NOPYLLEHHS, HEBPOOTiYHI CUMNTOMY
(napesun, atakciqa T1a iH.). OgHum 3 KapauHanbHUX
CUMNTOMIB 3aXBOPHOBAHHA € HEMNEPEHOCUMICTb
(PI3NYHNX HaBaHTaXeHb, I'IiCJ'IFI AKNX
I'IOFIpLLIyCTbCFI camornodyTTs, 3 ABMSETbCA M
'130Ba cnabkicTb, iHOAI Mianril.

-



IHcynbTONOAIOHI enizoan NpPoABNAAITLCA peunanByHYUMHN
HanagamMmum ronoBHOro 60n, 3aNamMopo4YeHHAM, PO3BUTKOM
BOrHULLEBOI HEBPOSIOriYHOI CUMNTOMAaTUKK (Napesu,
napaniyvi KiHUiBOK, YepenHux HepBiB), KOMaTO3HUMMU
CTaHaMMu.

Cyaomu npu cuigpomi MELAS nyxxe BapiabenbHi-
(hokanbHi NAapOKCU3MU, reHepanisoBaHi TOHIKO-KIMOHi4Hi,
MiOoKIoHil. CyaoMu mano YyTnuBi O aHTUKOHBYIIbCUBHOI
Tepanil. [lemeHUiA, 3a3BU4an, pO3BUBAETLCH PA3OM i3
nporpecyBaHHAAM 3aXBOPIOBaHHA, arne BiAHOCHO pPigkKo
BOHa BUCTYyMNae y poni MaHi(peCTHOro cCMMnTomy.

MionaTU4YHMN CUMNTOMOKOMIMJIEKC TAKOX Ma€ LUMPOKUUN
CMEeKTPp NposBiB i BKNO4YaE B cebe M‘A3eBy CnadKicThb,
LUBUAOKY BTOMJTIOBaHICTb, iHOAI rinoTpodil.

Mpu paHHbOMY AebtoTi 3aXBOPrOBaHHsA MOro nepeodir GinbLu
3nosikicHun. Tak, npu geodroTti MELAS no 20 pokiB
netanbHicTb cknagae 30%. ‘



MaTepPUHCbLKUWN TUN yCNaaKyBaHHS;

BiK MaHic¢pecTauii — go 40 pokiB;

MirpeHenoAioHMM ronoBHUN Ginb i3 HYAOTOK | ON1FOBaHHAM;
iHCynbTONoAiIOHI enizoau;

cyaomu;

Yy KpOBI — nakraT-aumaos;

y cedi — opraHivyHa auupypis;

KT — kanbuudikadia 6asanbHUX raHrniis;

HasBHICTb "pBaHUX YepPBOHUX BOJNIOKOH" y bionTatax cKkeneTHMUXx
M'AA3iB;

nporpecuBHMUN nepeoir.

CMH.quM MELAS cnig pudepeHuiroBat 3 iHWWMMU
MiTOXOHApPiIaNIbHUMKN XBOpOobamu, cuHapomom Jles (nigroctpa
HeKpoTU3UBHA eHuedanonarisi), opraHiYyHMMU aumnaemisimu,
roMOLUUCTUHYpIiEO, cMHAPOMOM Pabdpi, BpoaXKeHUMM Bagamu
cepusi, CYyAUHHUMMN aHOManNiIAMM.

-



Briepwe onncaHo B 1958 p. nig Ha3BoOK "NirMeHTHUN
PEeTUHIT, NporpecmBHa 30BHILWHA opTanbMonneris,
noBHa 6nokapa cepusa”, ane geneuia mtAHK 6yna
BUsIBSiIeHa 3a AOMNOMOrord MONEeKynsaApHO-reHeTU4YHUX
aocnigaxeHb nuwe B 1989 p. Ak i BCci MTX3, cuHapom
Ma€E HeMeHAerniBCbKUU XapaKTep ycnaaKkyBaHHSA Ta
BUCOKY 4YacTOTy cnopaanvyHux Bunagkise. Lle
NOSICHKETHLCA ABOMAa MOMEHTaMM:

Benuki nepedypoeu MTOHK BiabyBatoTbes nicns
3annigHeHHA AUUEKNITUHU | BUSBNAIOTLCA NOJIOBHUM
YUHOM Y COMATUYHUX, @ HE CTaTeBUX KIiTUHAX;

oBOoLUMTMU, WO MicTATb geneudil MTOHK, 3pebinbworo
He 34aTHi 40 PO3BUTKY eMOpioHa.

3axBoploBaHICTb He 3aneXxuTb Bif cTarTi, BiK
MaHichecTauil craHoBUTbL 4— 18 pokiB.

-



* Bik XBOpOro npu maHidgectauii xsopobu - 4-18
POKIB.

* [1porpecytoya 30BHILLHA odTanbMonneriqa.

* [TITMEHTHUN PETUHIT + MIHIMYM OQHa 3
HaAaCTYINMHNX O3HAK.
— arakcis;
— IHTEHUINHNX TPEeMOp;
— bnokapga cepus;
— NiABULLEHHSA PIBHSA BinKa y CMMHHO-MO3KOBIN PiAVHI

OinbL, HiX 1 r/n;

— "pBaHi" YepBOHI BOSIOKHa B bionTatax M'si30BOI
TKAHWUHW.




e M'azoBa cucrema:
— MNTO3, 9K NpaBunio, CUMETPUYHUN | BinaTepanbHUn;
— TMOBINIbHO NMporpecytya 30BHILLIHA oTanbMonseris;
— HUM3XIOHWI XapakTep M'sa30BoOI cnabkocTi: obnuyys-nnede-Tynyo6-
HUXXHI KiHLiBKW;
— 3MiHa TeMbpy rosiocy, nornepxyBaHHA, Miasril.
e HepBoBa cucrema:
— MO304YKOBa aTakcis;
— IHTEHUINHUN TPpEeMOop;
— posymoBa Bigctarnictb (B 50% Bunaakis);
— CNOHTaHHI MIOKIOHIT;

— YPaKeHHA rnepmndepunyHOl HepPBOBOI cUCTEMU (MnosiHeBponarig,
HEeMpOCEeHCOpPHa TYroByXiCTb Yy 2/3 XBOpPUX).

-



e OpraH 30py:
— MIrMEHTHUIN PETUHIT;
— Ha OYHOMY AHi NirMeHTHa rpaHynsauia Tuny "nepeub 3 cinn®;
— aTpodois anucky soposoro Hepsa (A3H);
— 3HWXEHHS rocTpoTn 30pyY.
e CepueBo-cyaAnHHA cUcTema:
— CUHKOMasnbHWN CTaH;
— Opaguvkapgis;
— gundTauivHa kapgiomionartis;

— Ha EKI — ypaxkeHHS npoBIigHOI cucTeMun cepusi, 3MiHa CErMEHTY
ST, o3Hakm ancdyHKLIT CMHYCOBO-NepeacepaHoro Bysna.

-



e EHAOKpMHHA cuctema:
— HU3bKOPOCHICTb;
— rINOroHaau3m;
— FNHEeKoMacTI4;
— UyKpoBuu giaber;
— rinepanbOoCTEPOHI3M,;
— rinonapaTtmpeos.
e PaKynbTaTUBHI O3HAKM:

— ckeneTHi aHomanii (Kigpockonios, kKpaHIOCUMHOCTO3,
MeTadizapHa gucnnaasis, rinonnasia 3ybHoi emarni);

— YPaXke€HHA HUPOK (HUPKOBO-TYOYNAPHUIA aumnaos,
cuHgpom ge ToHi-[ebpe-DaHKOoHI).

-



no4yaTok 3axBoproBaHHA — Y Biui 4—18 pokiB.;
MO304YKOBUU CUHAPOM 3 IHTEHLIMHUM TPEMOPOM;
3HWXKEeHHS IHTeNeKTy;

nporpecuBHa 30BHIWHA opTanbMonneris;
NirMeHTHUM PEeTUHIT, iHoAi aunnonis;
nepencepaHo-WIyHOYKOBA Oriokaga cepus;

piBeHb Oifilka y CMMHHOMO3KOBIU pianHi noHaa 1 r/n;
EEl — HecneuudIiyHi 3MiHU;

EMIT — nepBMHHO-M'AA30BUN TUMN NOPYLUEHHS;

-KT — aTtpodpiss Kopu rorioBHOro Mo3Ky, )
nenkoeHuedanonarif, Kanbundika-Tm 6asanbHUX raHrNiiB;

Yy KpOBI BigMiyaroTb NigBULLEHHSA BMICTY anaHiHy, 3HWXeHHS
3aranbHOro KapHiTUHY, honieBoOI KUCNOTU, NaKTaTy,
nipyBary;

HasABHICTb "pBaHMUX YePBOHUX BOJSIOKOH" y GionTaTtax
M'SI30BOI TKAHUHM.

-



* [HLI pOPMU NPOrpPECUBHUX
MIOMAaTIN, a TaKoX I3
3axXBOPHOBAHHAMMU, LLO
NOeOHYOTLCA 3 NTO30M
(MiacTeHis1, giabeTn4yHa
noniHeBponaTid, CUHOPOM
Tono3za—XaHTa,
opTanbmonneriyHa MirpeHb).

-



* Ynepuwe onmncaB y 1979 p. H.A. Pearson i3
CMniBaBT. Mig Ha3BOo "pedpaKkTepHa
cigepobnacTtHa aHeMiqa 3 BaKyorsi3auieto
KNITUH KICTKOBOINO MO3KY Ta €K30KPMHHOIO
OVCAYHKLUIEK NigLwnyHKoBOI 3anosn’.
CuHgpom 3ymoBneHnunn geneuieto MtOHK.
IMOBIpHa dpeHOoTUMNHA TpaHcdopmaLlis
cuHgpomy [lipcoHa 3 cnHapom KepHca—
Cenpa BHacnigok TkKaHMHocneumaivHol
MITOXOHApPIanbHOI reteponnasmil.

-



Kpumepir diacHO3y:

no4yaToK 3aXBOpoBaHHA — BIA
HapomMKEHHA abo B nepLui MiCALi XNTTS;
rinonsiacTuyHa aHeMIs;

NOpYyLUEHHA €K30KPUHHOI APYHKLII
NigLWwyHKOBOI 3amno3su;

B OKPEMMUX BUMaOKaxX — eHuedan o

Mionartis, aTaKkcid, AeMeHLUisl, NporpecmBHa

30BHILLUHA opTanbMonmeriga

-



YnepLwie MHOXWHHI Aeneuil BUSBNEHO Yy XBOPUX 3
aBTOCOMHO-OA0OMIHAHTHOIO

NporpecuBHOKO 30BHILHLOK o TanbMonnerieto, Wo
XapaKTepu3yeTbCA CradKicTio M'A3iB KiHLIBOK,
OinaTepanbHUMKN KaTapakTamMu, nepenvyacHor CMepTHo.

TpannsTbea geneuil baratbox AiNAHOK
MITOXOHApPIaNbHOro reHoMy, BHacnigokK 4oro
3axonnorTbea Benuki cbparmeHTn mtOHK.

MuoxuHHi geneuil MTOHK ycnaakoByrlTbcA 3a
MeHAaeniBCbKUM TUNoM, BogHO4Yac MHOXWUHHI aeneuil
BUABIAKOTL | B poanHax 6e3 HasBHOCTIi aBTOCOMHO-
AOMIHAHTHOro ycnagkyBaHHSA. 3 ornsaay Ha TeHAeHuio Ao
30iNnbleHHA MHOXUHHUX aeneuin 3 BiKkoMm, chnig
BpaxoByBaTH, WO BOHU MOXYTb OyTU BTOPMHHNUMM LLOAO
npouecy cTapiHHS.

CuHapom MHOXUHHUX Aeneuin MTOHK nposiBnseTbcA
3azBuyan y 30-40pokiB,.00HaK Mmoxe po3noyvaTucs i B
ONTAYOMYV BIL.




e Cepea KapgouHanbHUX CUMMNTOMIB XBOpOOU
BUAINAKTb OYHI (NPOrpecuBHNU NTO3, 30BHILLUHA
odTanbmonnerisi, opTanbmonapes) i M'sA30Bi (M'SA
30Ba CrnabkKiCTb, CTOMIIOBaHICTb, rinoTpodis).
“Hacom BiA3HaA4alOTb TaKOX Mlorno6||-|ypuo
HenepeHOCUMICTb ankorono, MHOXXUHHI MIOMU,
adpeKTUBHI po3nagu Ta iH.

* Y KpoBi BU3HA4alOTb NiABULLEHHSA PIBHA Nakrary,
3MiHy cniBBiAHOLIEHHA NnakTarty/nipyBsary,
NOCUNEeHHA aKTUBHOCTI KpeaTUH(ocoKiHa3N.

e [lepebir nporpecMBHNin, BapiabesribHUN y Pi3HUX
poavHax. Y pa3i ni3Hboro po3BuUTKy (3-a Aekaaa
XUTTA) XBOopi BMUparoTb Y Biui 40—50 pokiB.
OCHOBHOIO NMPUYMHOIO CMEPTi CTalOTb ANXalbHi
posnaau




onecdaponTo3, 30BHIWWHA opTanbMONNeEris;
M'si30Ba CNabKiCTb;

LIHC — HeupoceHcopHa rnyxoTa, aTpodis 30poBuUx
HepBiB;

nporpecuBHNU nepeoir;

Y KpOBi — NiABULLEHHS NaKTaTy, 3MiHa

cniBBiAHOLWEHHA nakTaTty/nipyBsary, NiABULLEHHS
aKTUBHOCTI KpeaTuHdocdoKiHa3u;

dheHOMeH "pBaHUX YepBOHUX BOJIOKOH" y bionTaTtax
CKeJrleTHUX M'A3iB;

EMIT — HeBpanbHUU TUN YPaXKEeHHS;

3HUXEeHHS aKTUBHOCTI pepMeHTIB AnXanbHOro
naHurora B biontatax M'aA30BOI TKAHUHMW.

-



* Ynepuwe geneuii MTAQHK onucanun C.T. Moraes i3
cnieaBT. y 1991 p. 3axBoptoBaHHA
ycrnagKkoBYETbLCA aBTOCOMHO-peLieCcUBHO. B
OCHOBI nexuTb aedoekt agepHol AHK, akun
KoOHTpontoe pennikauito MTAHK. Kpim cnagkoBux
dopm gaHoOro cMHAPOMY, OrMMCcaHoO N HabyTi
(Hanpuknag y pasi 3acTocyBaHHA nNpenapary
3nagoBy-AMHY nig Yac nikysaHHA BlJ1-iIHdekuir).
ICHYI0Tb 3 Moro doopmMun: dpatanbHa IHaHTUNbHa
renaronaris; Bpoa)XeHa mionarTisi; IHpaHTUNbHa
Mionaris.

-



dopma 1 1Popwma 2 dopma 3

MeuyinkoBa | M'sizoBa Po3BuTok

He,D,OCTaTHiC . . . - . 3aXBOpPHOBaHHA Yy

& M'si20Ba rInOTOHIﬂKapp,IOMIOI'IaTIFI NepLwi2 PoKN KNTTS

HNOTONs CyanomnCuHgpom fge M'a3oBa
NPOKCUMaSIbHUX

"ep'_'"'OMy BipainiBKiHUiBOKBTpaTr

POLI XKUTTHA a CyXOXUJTKOBUX
pednekciBnxanbHi
po3naau

Y KpoBi — nakraT-aumgos Y KpoBi —

3HWXKEHHS1 aKTUBHOCTI niaBuLEeHaKpeaTUHGo
ccokiHazay bionTaTax

BCIXCbepMEHTIB AnXanbHOro — "pBaHi

naHurorayY oiontarax — 4epBOHIBONOKHA"

"pBaHi YepBOHIBOMNOKHA" CMepThb Ha TPeTbOMY

CMepTb Ha nepLiomy potli poLi XUTTS

KXUTTA



e XBOpoOa 3ymoBrieHa MHOXUHHUM AediLunuToM
MiTOXOHApIanbHUX conaBonpoTeIHOBUX auurl-
KoA-.qerl.qporeHa3 Tun ycnagkoByBaHHA
rnyTapoBoi aunaemii - X-34yenneHum
peuecuBHUU | ayTOCOMHO-pEeLLeCUBHUMN.
PopmMmu: netanbHa, HeoHaTaribHa 3
npupoaxeHMMn aHomaniamum (X-3yenneHa
peuecuBHa), HeoHaTanbHa 6e3 ypoaXXeHUx
aHomaniu (gBa Tunu), iHpaHTUNbHa, AuTAva |
Ni3HA (nerki oopmu rnyTapoBoi aumaemii —
eTUnMarioHoBo-ageniHoBa aumaemisn).

-



* [lepwa gpopma:

* pecnipaTopHU OANCTPEC-CUHAPOM;
* M'A30Ba lMNOTOHIA;

* ONHOBAHHSA:

e renaTtocnreHomMeranig;

* HE3BUYHMK 3anax ceul;

* aHEMIS;

* NIMuUEeBI AucMmopli.




e [lpy2a cpbopma:

paHHA MaHidecTauif;

BaXXKUn nepeoir;

paHHSA CMepThb.

Tpemsi chopma:

Nno4vaTokK Ha NepLIoOMYy poLi XUTTS;
3IMNMMP.

cuHapom, noaiobHum o cuHapomy Peune.

-



Uemeepma ¢popma:
LUNYHKOBO-KULLKOBI po3naau;
renatTomeranis;

XXOBTAHULSA;

M’AA30Ba cnabicTb.




PymapoBa aumnaemis.

 Bnepwe onucaHmu Zinn i coanBT. B 1968
poui. Jlokyc - 1g42.



TUN ycnagaKyBaHHA - ayTOCOMHO-peLleCUBHUM;
MaHidecTauis Ao 5-7 micAauiB;

noraHa npubaBKa Macu;

NOBTOPHI ONIOBOTH;

nigBuLleHa 30yannBICTb; TOHIKO-KIOHIYHI
cyaomu;

AOUCTOHISA;
MiKpouedanisi;
ayTU3Mm;




eH3iMmoalarHoCcTUuKa - gedekt cpymapasu;
B Cedi: BUCOKa KOHUeHTpauia doyMmapoBOI KUCNOTMU;

- B KpoOBI; nigBULUEHHA naktaTy, nipyBarty,
cniBBiAHOLWEHHA NaKTaTnipyBar.

EEl: "nik-xBuna";

KT; aTpodis Kopu MO3Ky;

PO3LIMPEHHS LWTYHOYKOBOI CUCTEMM, areHesis
MO3O0JSIUCTOrO Tifla, MOXIMBI KICTU MO3KY;

-NpU eNieKTPOHHIU MiKpocKonii- "pBaHi"” YepBOHi
BOJTOKHA.

JlikyBaHHA He po3poOOIIeHe, peKOMEeHAOBAHO 4YacTe
rooyBaHHA XBOPUX




1.[lieTUYHI 3axoamn.

2. lopaTtkoBe BBeAeHHA KodakTopiB, AKi 0epyTb y4aCcTb B €H3UMHUX
peakuisix eHepreTM4Horo oomiHy ( TiamiH, pubodnaBiH, HikoTUHaMIA,
ninoiBa KMCNoTta, 6i0OTUH, KAPHITUH).

3. NpusHavyeHHA npenapartiB, 34aTHUX 34iUCHIOBATU PYHKLiIO
nepeHeCeHHA eneKTPOoHiB y AanxanbHomy naHurosi (BitamiHm K1 i K3,
ackopb6iHoBa Kucrora).

4. 3MeHLUeHHA nakTaT-aunuao3sy LWIAXOM CTUMYNsLUil aKTUBHOCTI
MiTOXOHApiIanbHMUX dpepMeHTIB (AnxnopaueTar, 2-xroprnponioHar).
5. MNonepexeHHA KNCHEBO-paAUKaribHOro YLWKOAXKEHHS
MiTOXOHApPianNnbHMX MeMbpaH (ackopbiHoBa KMcnoTa, BitTamiH E).

6. CumnToMmaTU4yHe NikyBaHHSA (LLITYy4YHa BEHTUNALIA NereHb,
nepuToHeanbHUU Aaianis, remo TpaHcdy3ii, BHYyTPilUHLOBEHHE
BBeAEHHA PO34YMHIB coau Ta iH.).

7. BUKno4YeHHA npenapariB i npoueayp, 34aTHUX iHridyBaTu
eHepreTM4HU Mmetadoniam (npenapaTtvn BanbNpPoOEBOI KUCNOTHU ,
GapObiTypatun, xnopamdeHikon).







