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METOHUYHA PO3POBEKA
JJIS1 BeJleHHSI IPAKTUYHOI0 3aHATTA i3 CTyJAeHTaAMH

MEJIUYHA TEHETUKA
Yuboea oucyunnina MeauyHa reHeTHKA
Mooynv Nel Mean4Ha reHeTHKA
3micmosuti mooyne Ned MiToxonapiaibHa naroJsorisa. XBopoou 3i cnagkoBoo

CXHJIBHICTIO

Tema 3anamms 3arajibHa XapaKTepHCTHKA MITOXOHJPiajbHOI MATOJIOrII.

Kuinika, giarnocTuka, JJikyBaHHS

Kypc 5

Daxynemem MeanuHuii

I. AkTyaabHICTh TeMH

JocsrHeHHsT reHeTwkH, Oioximii Ta Mopgoisorii, CHpUsUId BU3HAYEHHIO Cepell paHilie
HenudepeHIifoBaHNX —TMATOJIOTIYHUX CTaHIB HOBOTO KJacy 3aXBOPIOBaHb, OOYMOBJIEHUX
nedexTaMu CTPYKTYpH 1 GyHKIIT MITOXOHAPIH, 110 MPU3BOAUTH 1O HEAOCTATHOCTI CHEPTETUYHOTO
3a0e3nedyeHHs] KJIITUH, TKAaHWH Ta OpraHiB. Taku MATOJIOTIYHI CTaHW OJIEpKaJId Ha3BY “XBOPOOH
KIITUHHOI eHepreTukn’ abo “MiTOXOoHApianbHI XBOpoOu'. MITOXOHIpiaNbHI 3aXBOPIOBaHHS
(MT3X) Biapi3HAIOTHCSA BUHATKOBOIO FCHETHYHOIO T€TEPOTEHHICTIO Ta KIIHIYHOIO MOJIMOPQHICTIO.
Ha cporonHi n0 kiacy MITOXOHApiabHUX XBOPOO BIAHOCATH JOCUTH HIMPOKHHA CHEKTP XBOPOO
HEPBOBOi, M'SI30BOi, CEPIEBO-CYAMHHOI Ta EHJOKPHMHHOI CHCTEM, OpraHa 30py, HHMpPOK Ta iH.
MirtoxoHpianbHi XBOpoOM HaOylIM BENUKOI AaKTyaJIbHOCTI JUIsi TEHETHKIB, TIeIiaTpiB,
HEBPOMATOJIOTIB Ta 1HIIUX ()axiBIIB B CHIY TSDKKOCTI KJIIHIYHMX 1 O10XIMIYHHX NPOSBIB, BaXKKOTO
MPOTPEAIEHTHOTO Tepediry, HHU3bKOi €PEKTHBHOCTI Tepamii Ta BHCOKOTO PHU3UKY IOBTOPECHHS
natosnorii B poxuHi. ToMy CTyZEHT NOBHHEH 3HAaTH OCHOBHI O3HAaKH MITOXOHApiaIbHUX
3aXBOPIOBaHb, JIArHOCTUYHI KPUTEPIl OKPEMHUX MITOXOHAPIATLHUX XBOPOO, OCHOBHI TPHHITUIH
JIKYBaHHS I1€1 TPYIU 3aXBOPIOBAHb.

MeToro BUBYEHHS TEMHU € HEOOXiAHICTh OTpUMaHHsS 0a30BUX 3HaHb, 0€3 SKUX HEMOXKIUBO
3pO3yMITH CKJIQJHUNA MEXaHi3M PO3BUTKY MITOXOHJPIaANBbHOI MATOJIOTI, 0 BHHHUKAE BHACIIIOK
TeHEeTUYHUX MYyTalliil y MiTOXOHIpianbHii Ta saepHii JJHK.

1. Hasuanwhi yini 3auamms.

3HATH €TiOJIOTIIO Ta MATOr€HE3 MITOXOH/PAIBbHUX 3aXBOPIOBAHb.

3HATH TPUHIMIH KiIacupikaIlii MITOXOHIpiaJbHUX 3aXBOPIOBAHb.

3HaTH 3aranbHy XapaKTePUCTUKY MITOXOHIPIaIbHUX 3aXBOPIOBAHb.

3HaTH 3arajbHi TPUHIIUIH J1arHOCTUKH MITOXOHIPATBHUX 3aXBOPIOBAHb.

PosmizHaBaTi KIIiHIYHI MPOSBU MITOXOHAPIaAIbHUX 3axBoproBaHb (cuHapomu Kephca-

Ceiipa, MELAS MERRF,JIe6epa, [Tipcona, NARP).
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6. Bwusnauartu HEOOXITHICTD IOJATKOBUX 00CTEXEHD XBOPOTO (6ioximiuHi,
IHCTpyMEHTAIbHI, MOJIEKYJIIPHO-TEHETHYHI) MPH HAsABHOCTI 3arajlbHUX O3HAK MITOXOHApialbHUX
3aXBOPIOBaHb.

7. 3Hatn
3aXBOPIOBaHb.

3arajgbHl TOPUHIMON  JIKYBaHHS Ta MNPOQUIAKTHKHA  MITOXOHAPATBLHUX

II1. Iisi po3BUTKY ocoducTocTi (BUXOBHI IijTi)

ChopmyBatu y CTYIEHTIB MOYYTTS BIANOBIAAIBHOCTI 3a mpodeciiiHicTy Al y mporeci
0oOCTe)XeHHs, MJIarHOCTUKM Ta JjikyBaHHa mamieHTiB 3 MT3X. IlpomoBxutun ¢GopMyBaHHS
KJIIHIYHOTO MUCIJIEHHS MalOyTHBOTO JIKaps 3arajbHOi MPAaKTUKH, Ta HA OCHOBI JEOHTOJOTTUHHUX
MIPUHITMITIIB, HABYMTH MOJIOJIOTO CITeIiajlicTa BCTAHOBIIOBATH TICHXOJIOTIYHUM KOHTAKT 3 TaKUM

XBOPUM Ta MOT0O POJIUYAMH.

IV. MiskgucuuniiHapHa inTerpaimisi

3Haru Bwmitun
Hucuunnina
EBomntorist po3BUTKY MITOXOHIPiH; CTPYKTypa Ta
bionozia Gynkuii  mitoxonapianmsroi  JIHK;  mpomec
peamizamii TeHeTHMYHOI iHdoOpMaIlii; eramnu
CUHTE3Y OUIKa — TPAHCKPHIIIIIS, TPAHCIIAIIIS
MIPOBOJAUTU OOCTEKCHHS
Anamomis, Bikoei mopgopynukuionanvni  ocodaueocmi
diziomnoris JH0OUnU
BUSIBJISITH CTPYKTYpPHI 3MUHHU
Ticmonocia Ocnoeu cmpykmypHoi opzanizayii KIMUHU, | KTiTHH pu OINTHYHIN
SHYMPIUHbOKIIMUHHUX ~ Op2aHeN,  30KpPeMd | MiKpOCKOIii
MimoxoHopiii
BU3HAYUTH OCHOBHI
Bioximis, Aepoonuii ma anaepoonuil mun | hepMeHTH Ta JIAHKH
namonoziuna enepeozadesneyenna  Kiimun I MKAHUH | OKHCITIOBAJILHOTO
Qizionozin OpP2aHi3My MA OCHOBHI MEeXAHIZMU iX NOPYULIEHD GocoprimoBaHHs B IpoLEC
CHUHTE3Y ATD B
MITOXOHJIPisX

Tepania, nediampia

Anmponomempuuni, KiiHiyHi, J1ad00pamopHi
ma iHCMPYMeHmaabHi Memoou 00CmedHceHH

30upaTi aHaAMHE3 TPOBOJIUTH

KIiHIYHE OOCTEXEHHS IIO
opraHax Ta cHucTeMax,
OILIIHIOBATH MMOKa3HUKH
(bi3UYHOTO PO3BUTKY,

pe3yabTaTu JIabOpaTOpHUX Ta
IHCTPYMEHTAIILHUX METOMIB

MIPOBOJIUTH HEBPOJIOT1YHE
Heesponocin Kpumepii diaznocmuku 3axeoprosans Hepeoeoi | oGcrexe s
cucmemu
OLIIHUTH pe3ysbTaTtu
Opmanvmonousn Kpumepii diaznocmuku namonozii 30py o(TaIEMOJION YHOTO




00CTeXEeHHS
MIPOBOJIUTH OIIIHKY
AKywiepcmeo Ckpuninzoea, Heineasiiina ma  iH6A3IIHA | pe3ynbTaTIB
diazHoCmuKa namonozii niooa
OI[IHUTH MMOKA3HUKHI
I'emamonozia Kpumepii oiaznocmuxu anemiic ma yumoneniii | nepudepuynoi  kposi  Ta
KICTKOBOTO MO3KY
OCHOBHI Tpynmu aHTHOKCHIAHTIB, KO(AKTOPIB | BUIIUCYBATH peuenty,
Dapmakonozis MeTaboJ1i3My, MeTa0oJITIB Ta IEPEHOCHUKIB | MPU3HAYATH aJICKBaTHE
enekTpoHiB. [IpaBuia BUIMCyBaHHS PEIETITIB JKYBaHHS
V. Iliian Ta oprasizaniiiHa CTPYKTYpa 3aHATTS.
Ne| OcHoBHI eranmum  3adsarTa, 1Xx | Hasyameai | Mertomn Marepianu Posmonin
¢byHKLii Ta 3MicT IUT1 B PIBHSX | KOHTPOJIIIO METOJUYHOIO | 4acy
3aCBOEHHS | HABYaHHS 3abe3neueHns | (y  XBH-
JUHAX)
1] 2 3 4 5 6
I. ITinroTOBUMIi eTan 25xB.
1 | Opranizaniiifi 3axo1u 2XB.
2 | ITocTtaHOBKAa HABYAIBLHUX LIiJIEH II "AKTYaJIBHICTb 3 XxB.
TeMu”
3 | KoHTpoap BXigHOTO pIiBHS 3HaHB,
HABUYOK:
1. OcHOBHI MOHATTS, TepMIiHOJIOTIS: | BusiButn 1.®ponransue| 1. Tabmui
MITOXOHIpis,  MITOXOHJAPIANbHUHN | piBEHb eKcIIpec - 2. Tectu
TeHOM, MITOXOH/IpiaJibHI XBOPOOU. | 3aCBOCHHS ONUTYBAaHHS 3. Cxemu
] 3HaHb MO 2. TectoBuii 20 xB.
2. Eg(v)moum PO3BUTKY | crpykTypy Ta | KOHTPOIb
MITOXOH/IPiH, — CTPYKTYPHI T | gyypperyii
(1)?310J'IOF1‘II:II ) 0COOIMBOCTI MiTOXOHpiit
mitoxonapiansnoi JIHK, mpomuec | 1,
peamizanii reHeTHYHO1 1HpOpPMAIIii, MONEPeTHBO
eTanu CUHTE3Y Oinka ~ | 3a6e3neuyto-
TPAHCKPHIIIIisl, TPAHCIISIIIS. e
N N HCLUTIIIHAX
3. AepoOHumii Ta aHaepOOHMUH THII et
eHeprozabe3mevyeHHss  KITHH 1
TKaHWH OpraHi3My Ta OCHOBHI
MEXaHi3MH IX TOPYIIEHb.
4. Tlarodizionoriuai MexaHI3MH
HOpYUIEHb KJIITUHHOTO
MeTaboJi3My Ta iX yCKIIaJHEHHS.
5. OcHOBHI TpyNH aHTUOKCH/IAHTIB,
Ko(akTopiB MeTabomi3zmy,
MeTaloJIITIB Ta  TEPEHOCHHKIB
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eJIEKTPOHIB.

6. OcHOBHI METOOM JIarHOCTHKHU
3aXBOPIOBaHb 3  MOPYIICHHIMH
€HEePreTUYHOTO OOMIHY.

I1.

OcHoBHUII eTan

12&s.

1. 3Haru eTioNoriro, IaToreHes
MITOXOHAPAIBHUX 3aXBOPIOBAHb Ta
THIH 1X yCIIaJAKyBaHHS.

2. 3Hartu npuHOUNH Kiacudikarii
MITOXOHJIpiaJIbHUX 3aXBOPIOBAHb.
3. 3Hatn 3arajabHy
XapaKTEPUCTHKY
MITOXOH/IpiaIbHUX 3aXBOPIOBAHb

4., 3Hathm 3arajgbHi  TPUHIUIHN
IarHOCTUKHA MITOXOHJIPAIbHUX
3aXBOPIOBaHb

5. Posni3HaBaTté KIiHIYHI MPOSBU
MITOXOHJpIANbHUX  3aXBOPIOBAHb
(cuaapomu Kepnca-Ceiipa,
MELAS, MERRF,  Jlebepa,
[Tipcona, NARP).

6. Buszauatu HEOOXIIHICTH
JIOJaTKOBUX OOCTEKEHb XBOPOTO
(6ioximiuHi, IHCTpYMEHTAIIbHI,
MOJICKYJIIPHO-TEHETUYH1) npu
HasIBHOCTI 3arajJbHUX 03HaK
MITOXOHJIpiaJIbHUX 3aXBOPIOBAHb.
3Haru 3aranbHi TPUHIUTH
JIKyBaHHS ~ Ta  NPOQUIAKTHKH
MITOXOHAPATHHUX 3aXBOPIOBAHb.

[HauBiTyanbHe
ONUTYBaHHS
(koHTpONTBHI
MUTAHHS),

2 Ilpodeciit
HUI TPEHIHT

y BUPIIICHH]
TUTIOBUX

3ama4

1.Tabmumi
2.CxeMmu
3.PesynpraTu
00CTEKEHD
4.Curyartiiiti
3agaui
5.Hetunosgi
CUTYaIlilHi
3amayi
6.1Ipesenrarri
i

II1. 3axiarounuii erTan

35xB.

KonTposns Ta
npodeciitHux
HaBUYOK

KOpEKI[isl  PIBHA
3HaHb, BMIHb 1

1 TecryBanus
2 InuBinyansHe
OIIUTYBAHHS

Cxemu
Tectn

15 xB.

[linBeneHHsT  MIACYMKIB  3aHSTTS
(TeopeTruHoOTO. MPaKTHYHOTO,
OpraHi3awiifHoro) Ta 3acilyXOBYBaHHS
ITITOTOBJICHHX JOMOBIICH)

[Ipe3enTarii
Amnai3 1
OLlIHKA
pe3yabTaTiB
poboTu

15 xs.

JlomariHe 3aBAaHHS AJI HACTYITHOT
TEMU

5xB.

V. 3micT 3aHATTH

Cepen cy4yacHHX CHAgKOBHX XBOpOO, SKI 3ycTpidaloThCs y JIOJCH,
HO30JIOTIYHUX OJIMHHMIIb, SIK1 TIOBHICTIO Ie HE ieHTU(iKOoBaHI. BOHM MOXXYyTh XOBaTHCS 32 MacCKOIO
Oyab-SKUX BIJOMHX XBOpOO, X MOXYTh JIKyBaTH SK 3BHYaliHI XBOpOOW, aje Haclpasji BOHHU
MarTh 0arato BiJ[pi3HEHb BiJ] OMUCAHUX paHIIl XBOPOO, B TOMY YHCII, 1 BIICYTHICTh €(pEKTY Bia
JikyBaHHA. Jlo TaKMX 3aXBOPIOBAaHb J0 HEIABHHOT'O Yacy BITHOCHIIMCS 1 MITOXOHJpiaibHI XBOPOOH.
[Ticns Toro, sk OyB omMCaHWUN MITOXOHAPIATLHUA T€HOM, BCTAHOBIICHWM THUIl YCIaJIKyBaHHS 1
ITYKAIOTHCS MIIXOAN A0 €TiIONaTOTeHETHYHOTO JTIKYBaHHS, 1X MPU3HAIU SIK OKPEMHUI HO30JIOTIYHUMA

icHye 0e3miu



kmac. Kpim Toro, BcraHomieno, mo MT3X, He Taki pigki, SK BBaXajaocs CHOYaATKy, 1
CIIOCTEPITa€ThCS NMEBHUH PICT TAKMX 3aXBOPIOBAHb.

MiToxoHaii — o/Hi 3 HAHOUIBIIMX OpraHes KJIITHHH, SIKi MICTATHCS B YCIX €BKapiOTHYHHX
KJIITHHAX, OKPIM €PUTPOLIMUTIB 1 3pUTUX KePAaTUHOIUTIB. BOHN BUKOHYIOTH (PYHKIIIF0O METaOOIIYHOTO
LEHTPY Ta BIANOBIJAIOTH 3a BHUPOOHMUTBO eHeprii y Buriiaai AT®. Hakonuuena enepris B
MOTANTBIIIOMY TPAHCPOPMYETHCA B MEXaHIUHY (B M'S30BHX KIIITHHAX), O10eIeKTpUYHY (y HEPBOBHX
KiIiTrHax). HaiOinplma KiTbKICTh MITOXOHJAPIA CHOCTEPIraeThCsl MEPEBXHO B KIITHHAX, SKi
CIOKMBAIOTh BEJIMKY KUTBKICTh €HEPrii, HaPUKIIAJ, y KIITHHAX HEPBOBOI CUCTEMH, CKEJIETHUX Ta
CEepLIEBOTO M'5131B, B €K30KPHHHUX KIITHHAX MIANUTYHKOBOI 3aJI031, TICUiHIIi, OOIIUTaX.

Mirtoxonpii maroTe cBoi ocobucti JIHK, PHK i1 pubocomu, cami CHHTE3yIOTh YacTUHY
CBOiX O1JIKiB, PO3MHOXKYIOTBCSI LIUIIXOM TO1TY Ha/IBOE.

Oco6muBicTIO (DYHKITIOHYBaHHS MITOXOHJPIN € HAsBHICTh BJIACHOTO MITOXOHAPIAIbHOTO
reHomy - kinbeuenoi mosiekynu JJHK, po3ramoBanoi ycepeauni JaHoi opraHeny, mio CKJIaAaeThes 3
16569nykneotuaiB. ¥ 1981p. B mabopaTopii MoieKyIsipHOi 6i0J10Tii MeaIuyHOro TOCHTi THUIIBKOTO
Hentpy B KemOpumxi HaykoBoro rpymnoto @.Cenrepa Oyna posmudpoBaHa HYKICOTHUAHA
crpykrypa JIHK mitoxouapiii (Mt IHK) iroaummu.

Mitoxounzapianeia JJHK (MtIHK) wmictute 37 reHiB, 110 KOAYIOTh CHHTE3 2 BHIIB
pubocomansroi PHK, 22 Buan tpancnioptaoi PHK 1 13 6i1kiB, mo Bxoaste a0 ckiuany |, LI, IV 1 V
KOMIUICKCIB JUXaIbHOTO JAHITFOTa MITOXOHAPIH.

PemTa nmenTuaiB quXaJbHOTO JIAHITIOTA 1 3HAYHA YaCTHHA 1HIITUX MITOXOHJIplaJbHUX OLIKIB
koxytoThest TeHamu siiepHoi JIHK. Takum umHOM, y 3a0e3nedeHHi pi3HOMaHITHHX Ol0XiMIYHHX
GyHKIIN MITOXOHIPiH OepyTh yd4acTh OUIKH, sKI KOIYIOTHCS SIK MITOXOHAPIAJIbHUMH, TaK 1
SIEPHUMH T€HAMH.

BiamoBimHO 10 BHIE3a3HauYe€HUX OCOOJMBOCTEH IMOABIMHOTO TEHOMY MITOXOHIPiH, THII
yCTIaJKyBaHHS MITOXOHApiaIbHUX XBOp0oO Moxke Oytu pizHuM. Ockinbku MT/IHK B opranizmi mae
Maii)ke BUKJIIOUYHO MaTEPUHCHKE TIOXO/KCHHSI, PU Tepeavi MiTOXOHIPIaIbHOT MyTallii HalaaKy B
POZIOBO/II Ma€ Miclle MATEPUHCHKUN TUIl YCIIaAKyBaHHS - XBOPIIOTh yci AITH XBOpoi MaTepi. SIKIo
MyTalliss BiAOyBaeTbCcsi B SANEPHOMY TE€HI, IO KOJYE CHHTE3 MITOXOHJIpiaJbHOTO O1jKa,
3aXBOPIOBAHHS MEPEAAECTHCS MO KIIACHYHIUM MEH/ICIIEBCHKUM 3aKOHAM.

Inomi myranis mt/IHK (3a3Buuaii - nenerrisi) BuHuKae de rovo Ha paHHIN CTajii OHTOrEHE3Y,
1 TOJIl 3aXBOPIOBAHHS MPOSIBIISETHCS K COPAANYHUN BUTIA/IOK.

Koxxna mitoxonapis mictuth Bif 2 10 10 komiit monexyn mt/IHK, a kmiTHHM pi3HUX TKaHWUH
MOXKYTh MICTUTH BiJl COT€Hb JI0 JIEKUILKOX THUCSY MITOXOHAPIHA. TakuM YMHOM, 3araibHa KUTbKICTh
mosekya MT/IHK B kmiThHI MOKe AocsAraTd AecATKiB THCAd (Hampukiam, y KapaioMionuti 10 50
tuc. monekyn mtIHK).

V 3BHUUaliHIN cUTYyallii B yCiX KJIITUHAX 1 TKAHWHAX OPraHi3My € OJIMH 1 TOW kK€ HOpMaJIbHUM
tin MT JIHK. Takuii cTan mo3Ha4aeThes SK rOMOIJIa3Mist.

[Tpu BunukHenHi myTarii B MT JIHK Ta ii momupeHH1 BUHUKaE reTepomnia3misi, TOOTO CTaH,
IpU SKOMY B KIIITHHI (TKaHHHI) ICHY€ CYKYMHICTh MBOX pizHMX monyssiniii MT/IHK - HOpManbHOI i
MyTaHTHOI. i1 9ac po3moiiay KIITHH 3 TeTepoIria3Mi€ero, mporec po3noaury myraatHoi MT/[HK y
Ty YH iHIIY JOYipHI KJIITKA BUMAAKOBUN. TakuM 4MHOM, y pe3ysbTaTi 6araropa3oBUX KIITHHHUX
posmnoxainB, ckian MmyranTHEX MTIHK y pi3HUX KIITHHHUX JiHIIX MOXe apeidyBaTu B HAPsIMKY
TITPKM ~ MYTAaHTHOTO YW  BUHATKOBO HOpManbHOro tumiB. Lleii mpomec  omepkas
Ha3By perutikaniiinoi cerperamii (PC ).

®enomen PC moxe Maru miciie B COMAaTHYHHMX KITITKaX 1 B KIITKAaX 3apOAKOBHUX IILISXIB,
MOSICHIOIOYHM PO3XO/HKEHHS B Mpomnopiiii MyTaHTHHX MoJekyn MTJIHK i ¢penoTuniuae po3xomkeHHs
SIK MK TIOTOMCTBOM, TaK 1 M)XK pI3HHMHU TKaHWHAMH # opraHamu onHOTO iHauBina. [lpu mpomy y
psAIl BUIMAJKIB 3MiHA MITOXOHIPIAJIBHOTO TEHOTHIY MOXE BIOYBATHCS TIPOTATOM OJTHOTO
TTOKOJTIHHS.

Bunankosuii xapaktep PC He m03Bosisie B JaHWl 4ac JAOCTOBIPHO IMPOTHO3YBATH PIBEHBb
myTtaHTHUX Mojekyn MT/IHK i iimoBipHHMIl pusuk ekcrpecii (eHoTumy, 10 3HAYHO OOMEXKYe
MOJKJIMBOCTI MEIMKO —TC€HETUYHOTO KOHCYJIBTYBaHHS.

BincorkoBuii BMicT HopMaibHOI 1 MyTanTHOI MTIHK B pi3HUX TKaHMHAX MO>KE BapiloBaTH B
mmpokux Mexax (Big O mo 100%),110 B 3HaYHIM Mipi BU3HAYAE XapakTep i TSHKKICTh BiIMOBIIHUX



KIIHIYHUX TPOSIBiB. BiNbII TOro, B MPOJOXK XKUTTS B OMAHIM 1 Till e TKAaHWUHI CIiBBIJIHOIICHHS
HOpMasibHOT 1 MyTaHTHOI momyssmii MT/IHK Takox Moxe 3MiHroBathcs, 3a0e3medyroud TEeBHI
TpaHchopMarlii CHMOTOMAaTHKH 3aXBOPIOBAHHS.

[ndopmarneua minbHicTh MT/IHK Bucoka, a wagmipHicTh, xapaktepHa misa s/IHK,
BijicyTHA. ToMy iHTeHCHBHICTh MyTamiiiHOro mporecy MTAHK 3nauno Bume, Hixk B si/I[HK, a
BIICYTHICTh IHTPOHIB TPHU3BOIUTH JO TOTO, IO MYyTaIii JIOKAII3YIOThCA B KOIYIOUHX
nocainoBHocTsX MTIHK. BincyTHicTh ricTOHIB Ta eekTHBHOI cucteMu penapanii poouts MTJHK
OLTBIII BPA3JIMBOIO IIOJI0 BIUIMBY BUIBHUX PAJMKaJIiB KUCHIO, III0 YTBOPIOIOTHCS B TIPOIIECI OKMCHOTO
dbochoprroBaHHS, 10 € BHECKOM Y HEHpOoAereHepaTHBHI MPOLIECH 1 IPOIIECH CTapiHHS.

OcHoBHa (GyHKISE MITOXOHIPIi - BUPOOHHUIITBO KJIITHHHOI €HEPrii, 3MIMCHIOETHCS
JIMXAIBHUM JIAHIIOTOM. J{MXalbHUH JIaHIIOT JIOKANII3YEThCsl Y BHYTPIIIHIA MeMOpaHi MITOXOHAPIT 1
BKIIIOYa€e y cebe m'saTh MylIbTH()EPMEHTHUX KOMIUTEKCIB (3 | mo V), KOKEH 3 SIKUX Y CBOIO Yepry
CKJIQIA€ThCS 3 JMEKUTbKOX AECATKIB cyoomuHuib. Kommiekcu | - V maroTh mopaBiiiHE KOJyBaHHS,
OCKIJIbKHM YacTHHA CyOOJMHUIlh, KOAYETHCS TeHaMHU, 10 JoKami3ytoThes B MTIHK, Tomi sik Benuka
yacTHHA cy0oauHuIb KonyeThes reHamu saepHoi JJTHK (1/JHK). KinneBumM pe3ynbraTroM OKUCHOTO
dbochoprmroBanHs, 10 BiOyBaeThcs B Komruiekcax | - V, € BupoOHUITBO eHeprii - cuate3 ATO.
Jledextu GhepMeHTIB TUXaTbHOTO JIAHITIOTa MPU3BOAATH 10 3MEHIICHHS cuHTe3y ATO.

Ocob6auBocti miToxonapiaasnoi JHK:

1. Crporo matepuHchkuii xapakrep ycnankyBanus JIHK, To0To BOHHM mepenaroThcs Bif
Marepi 10 1040k Ta cuHiB. CuHu MiToxoHapiansHOi JIHK He mepenatoTs.

2. BiacyTHs KOMOiHATUBHA MIHJIMBICTE - MiTOXOHpianbHa JIHK HaneXuTh TIBKH OTHOMY
3 0aThKiB, OTXeE, pPEKOMOIHAIIiHI MOAIl BiZCYTHI, a HYKJICOTHIHA IOCIIIOBHICTh 3MIHIOETHCS 3
MOKOJIIHHS B TOKOJIHHSA TUIBKH 32 PaXyHOK ITOCIiJOBHOTO HAKOIMYESHHS MyTaIlii.

3. MiroxonapiansHa JIHK He Mae inTpoHiB 1 edekTuBHOI JIHK pemapamiitnoi cucremu. Le
BeZle 710 301IbIICHHS YacTOTH MyTauii MiToxouapiansHoi JIHK nmopiBHSHO 3 siiepHOIO.

4. YcepenuHi ofHI€l KIITHHU MOXYTh OJHOYACHO CIIBICHYBaTH HOpPMaJIbHa Ta MyTaHTHa
mitoxonpianeaa JIHK (sBuie rereporiasmii).

MiToxoHapiajibHi 3aXBOPHOBaHHS - TOHATTS MITOXOHAPIAJTIbHI 3aXBOPIOBAHHS BKIIIOYAE
BEJIMKUN CHEKTP KJIIHIYHOI MATOJOril, SKa 4acTO Ma€ BAXKUU MPOTPEIEHTHUN TUIMH, BUKJIHKAE
BUpPXEHY 1HBATII3AII0 1 XapaKTepHU3yeTbCs PE3UCTEHTHICTIO 10 JiKyBaHHS. Taka Tpyna
pi3HOpiZAHA 1 MICTUTHh BEIUKE YHCIO 3aXBOPIOBaHb HEPBOBOI CHCTEMHM, 30DPY, M'A30BOI CHCTEMH,
cepisi, HUPOK, CHIOKPMHHUX opraHiB. [lepembavaeTscs, MmO MITOXOHApIaTbHI 3aXBOPIOBAHHS
MOXYTbh OYTH OTHUM 3 HAHOUIBIINX KJIACiB AETeHEPATUBHUX XBOPOO HEPBOBOI CUCTEMH. .

Knacudgikauis MiToxoHaponarii.

Ha Tenepimniii yac 3araJbHONPUMHATHOI KiIacHdikalii 3axBOPIOBaHb, IO MOPYUIYIOTh
HOpPMaJIbHY POOOTY OKHCHOTO (pocdopuitoBaHHS MITOXOHIPIH, HE icHye. CripoOu G10XiMIYHOT, YU
KIIiHIYHOI Kiacu(ikalii X 3aXBOPIOBAHb Y 3B'A3KY 31 CKIIQJHICTIO iHTepHpeTalii 6i0XiMiyHOTO
nedekTy 1 momimMopdizMy IposBiB HE MaJIH YCIIXY.

Haii6inpm nomynspHOIO € MOJEKYJISIPHO — IeHEeTHYHA Kiacudikailis, BIIMOBIAHO IO SIKOI
inentudikoBani Tpu kiacu MTJHK wmyrtamiii, mopymeHHs HOpMaabHOTO (YHKIIOHYBAaHHS
JUXaTbHOTO JIAHITIOTA:

- MyTallii CTpyKTYpHHX T'€HiB,

- 3aMiHU OCHOB, III0 MOPYIIYIOTh TPAHCIIALIO O1JIKa B MITOXOHAPIAX 1

- mepe0y1I0BU MITOXOH/IPiaIbHOTO TCHOMY.

MiTtoxoHpianbHI XBOpoOH KIacu(iKyIOTh 32 TUIIOM MYTaIliil:
1. MiceHCc —MyTaHTHI MITOXOHJIpiaJIbH1 XBOPOOH:
— HeipoodTansMonaris Jlebepa;
— TITMEHTHUHW PETHHIT.
2. XBopoOu, sIKi BUKJIMKaH1 MyTaIlisiMu B reHax TpancrnopTHoi PHK:
— cungpom MERREF,;
— cungpom MELAS;
3. MitoxoHIpialbHI  XBOpOOHW, SIKi BUKIMKaHI JeJlemisMu abo  ayIUIiKalisMu
MmitoxonapiansHoi JIHK:



— cungpoM Kepnca-Ceiipa,

— cunapom Ilipcona,

— aCHMETPUYHUU NTO3;

— JWIaTaiiifHa KapaioMionaris.

4, XBopoOu, sKi BUKIMKAHI MYTallisIMH, [0 3HUXYIOTh YHUCIO KOMIH MITOXOHAPiaJbHOI
JIHK:

— JIeTajbHA iH(paHTUIbHA IUXaTbHA HEJOCTATHICTD,
— CHHJPOM MOJIOYHOTO-KHCIIOTO alu103y.
5. HaGyti momkomxenns MT/IHK mix BrumBom nii mkiaIMBUX YMHHUKIB
— TOKCHUHIB
— JIKIB
— ioHi3yro4oi pamiamii
— TIPOILIECIB CTapiHHI.
6. XBopoOu BuKIMKaHI MyTallismMu B siaepHii JJHK:
— 3aXBOpPIOBaHHS, 1110 TIOB’ s13aHi 3 Ae(heKTaMu TUXaabHOTO JAHITIOTa;
— 3axBOPIOBaHHs], WIO TIOB's3aHI 3 TMOPYLUIEHHAM MeTa0odi3My MOJOYHOI Ta
MiPOBIHOTPATHOI KHCIIOT;
— 3axBOPIOBaHHS, 110 OOYMOBJICHI neexkTaMu OeTa-OKUCICHHS KUPHUX KUCIIOT,
— depmenTonarii ukia Kpeoca,
— cuHApOMHU NedINUTy KapHUTHHY Ta (DEpPMEHTIB, IO MPUHMAIOTh y4acTh y HOTO
MeTaboTi3Mi.

3arajbHi KiaiHiYHI pucu MTX3:

1. TlomicHHIPOMHICTh ypa)K€Hb 3 YAaCTUM 3aTy4eHHSIM HEPBOBOI CHUCTEMH, OpraHa 30py,
CepIIs 1 CKEeJIETHUX M'SI31B.

2. Benuka BapiaGenbHiCTh BiKy MaHidecrtanii XBopoOu, mpore OiIbIIICTh 3aXBOPIOBaHb
MMOYMHAIOTHCS B IUTSYOMY Ta MOJIOJIOMY BIIIl.

3. IlporpamieHTHICTh mepebiry 3 HETaTMBHOIO JWHAMIKOIO 1 301JbIIEHHSIM CHUMITOMIB
YpaKEHHS Pi3HUX OPTraHiB 1 CUCTEM.

4. Pe3HUCTEHTHICTh 10 TPAAHUIIIMHUX METOIB JIKyBaHHS.

HaiiGinpm vacTi opraHomarii mpu MITOXOHAPIAILHUX XBOpoOax y pe3ynbTaTi JaedeKTiB
JIUXaJbHOTO JIAHITFOTa HABECHI HIDKYE.

[HHC: ypakeHHss MO3KYy, mpe-, IepHHATAJIbHA eHuHedasonaris y BHUIVISA]
JereHepaTHBHUX NMPoIeciB y MO3KY (1103, rimorpodisi, cyroMunii cuHapom (pe3ucTeHTHH /10
Tepanii), moJiiHeBponaTisi, maTojoriuni pediekcH, 3HUKEHHSI YYTJIHBOCTI, JieTaprisi, Koma,
3aTPUMKA IICHXOMOTOPHOI0 PO3BHMTKY, aTaKCisl, AUCTOHIfA, 3MEHIIIEHHS PO3MIpiB TypenbKoro
cinna.

Oui: mTo3, amOuiomisi, oranbMomnJierisi, MirMeHTHUI PpeTUHIT, aTpodis 30poBHX
HepPBiB, HICTarM, KaTapaKTa.

Cepue: kapaiomionaris (rimeprpodiuna), apurmii, mopyiieHHs] MPOBiAHOI cHCTEMH
cepus.

[Teuinka: mporpecyioya mne4iHKoBa HeIOCTATHICTH (0COOJIMBO Yy HEMOBJIAT), MOMipHA
remaroMeraJisi, HeOAHOPIAHICTH MapPeHXiMM NMEeYiHKH.

Cenesinka: crnjieHOMeraJisi, HeOAHOPIAHICTH MapeHXiMU.

Hupku: TtyOyaomarisi (cmaapom @ankoHni), HeppHT, HHPKOBAa HEIOCTATHICTH,
nieJoeKTasis.

HlnynkoBo-kumkouid Tpakt (LIKT): penuauBHe 6.a10BaHHs, aiapesi, atpodisi BopcuH,
MOPYILIEHHA €K30KPUHHOI MAaHKPeaTHYHOI QYyHKILI.

EnnokpunHa cucreMa: HU3bKHM 3picT, HYKPOBHIi qiadeT.

KicTkoBuii MO30K: MAHIUTONEHis, MAKPOIUTAPHA aHeMisl.

[Ikipa: paHHE cTapiHHSA, HeOCTATHIN PO3BUTOK MiAIKIPHO-KUPOBOI KJIITKOBHHHU.

Ckerner: aHoMAaJIil pO3BUTKY.



Kpim TOro, y XBopux BiAMiYalThcs Nporpecyounii nepedir 3aXBoproBaHHs, JaKTaT-
anua03 Ta cnenupiunauii Gpenorun (HU3bKHII 3PICT, TOHKE BOJIOCCH, T0JY0i CKJIEPH, BHCOKE
migHeOiHHs).

Kuinika Hali0inb 1 nomupeHux MiTOXOHAPONATIM.

Cunapom Jledepa (craakoBa aTpodisi 30pOBHX HEPBIB, HEHpOPTAIBLMONATIS, «TPIM CEPES
sicHoro Heba»). Cunnpom onucanuii y 1971 poni Teomopom Jlebepom. Beranosneno 10 roukoBux
myTarii MmTIHK, sKi npu3BOAsSTE 10 3MIHM aMiHOKHCIIOTHOTO CKJIay MOJIMENTH/IIB KoMILiekcy 1-
IO JIMXaJbHOTO JIAHIIOTA. 3aXBOPIOBAHHS MPOSBISEThCA y Billi 6-62 poku, yacrime B 11-30pokiB.
3axBOpIOBaHHS PO3BUBAETHCSA TOCTPO Ta MiAroctpo. Ileprmoro mposiBoro € roctpe abo miarocrpe
3HW)KEHHSI TOCTPOTH 30py OJHOTO OKa, a uepe3 /-8 THKHIB 1 apyroro, abo pazoM 000X oueit (0e3
nepioay mpoapomy). OCHOBHI CKapru:. pO3IUIMBYATICTH 30PY MPH SIPKOMY COHSYHOMY CBITII 1
Kpaluii 3ip Ha 3aXOMdi COHIIS, aje TeMpsIBUH 3ip 3HIKeHUH. OnucaHi BUMAAKH TU3XPOMATOIICIT.
Haii0inpn 4acTto CcTpakaaloTh LEHTpaidbHI BIAAUIH 30Dy, BHSBISIOTHCS ICHTPAIbHI CKOTOMH.
BigmivaeTbcs MikpoaHTionartis CITKIBKHA. 3HM)KEHHS TOCTPOTH 30py IIBHJKO IPOTPECYE, OJHAK
MOBHA cJinoTa OyBae pigko. Y 4YacTi XBOPUX YPaKCHHS 30POBHX HEPBIB MOXKE CIIOIYYAETHUCS 3
PI3HOMAaHITHOIO HEBPOJIOTIYHOIO CHUMIITOMATUKOIO: mepudepryHa TOJIIHEBpOMATis, TpPeMop,
aTakcis, CMAacTUYHI Mape3w, MIrpeHenoaiOHUN TOJOBHUN Oib. MOXyTh OyTH 1€ KICTKOBO-
cyrnoOHi 3MiHM: Kido3, Kipockomnio3, apaxHOAAKTUIis, CIOHIITO0eHI(i3apHa AUCILIA3i.

[Tepebir 3axBOpIOBaHHS MPOTPECYIOYUH, OJHAK MOXKIJIMBA pemicis yepe3 1-2 poxy micis
MOYaTKy 3aXBOPIOBAaHHS a00 HaBITh BITHOBJIEHHS FOCTPOTH 30py. HalO1IbI CIpUSTINBHIA IPOTHO3
BiJ3HAYA€THCs pH panHboMy (10 20 pokiB) aebroTi curapomy Jlebepa.

Kputepisimu niarnosy e:

— MamepuHCbKuLl mun yCnaoKy8auHs.,

— Oebrom 3axeoprosanns nepesadcro ¢ 11-30poxis,

— 2ocmpe 4u nidcocmpe 3HUNCEHHS 20CMPOmMuU 30py Ha 00OHe YU 0Oud8a oxa,

— mikpoanzionamis cimkieku (npu OOCHIONCEHHI OYHO020 OHA BUSBNAEMbC POSUUPEHHS |
meiean2iekmasis. NOBEPXHeGUX CYOUH CIMKIBKU, HAOPSK HEeUPOHANbHO20 Wapy CIMKIGKU 1 OucKkd
30p08020 HepsY);

— npoepecyiouuii nepebiz 3 MONCIUBOIO PEMICIEIO YU BIOHOBNEHHAM 20CHMPOMU 30DY;

— i0enmupixayis y x6opoco nepeunnux namozennux mymayiu (y nosuyisx 11778i 14484
mm/[HK).

JudepenmianbHy AIarHOCTUKY TMOTPIOHO TMPOBOAMTH 13  3aXBOPIOBAaHHSIMH, IO
CYIPOBOJIKYIOTBCH, 3HWKCHHSAM TOCTPOTH 30py: peTpoOynpOapHUM HEBPHUTOM,
KpaHio(apuHT10MOT0, JICHKOAUCTPOISIMH.

BincyTtHicTb 605110, 0COOIMBO MPH PYXY O4ei — BUCOKOCTICIM(IUHA 03HAKA I[LOTO CHHIIPOMY
Ha BIIMIHY B1JI peTpoOyIb0apHOTO HEBPITY.

I'eHeTnyHe KOHCYNBTYBaHHS YCKJIAQIHEHE Yepe3 MaTepPUHCHKUI TUT ycnaakyBaHHs. Okpemi
EMITIpUYHI JaHi CBig4aTh PO BHCOKUN pU3UK i ABoropimHux OpartiB (40%) i mieMiHHUKIB
40J10Bi40i cTati (42%).

JlixyBaHHSI CUMIITOMaTUYHE, TOCUHPOMHE.

Cunapom MERRF Mioknonyc-emnisencis 3 "pBaHUMH'  UYEPBOHUMU  BOJIOKHAMH
(myoclonus epilepsy, RRFenepmie onucana N.Fukuhara et al (1980ya mincraBi BiacHHX
CIIOCTEPEKEHb 1 y3arajJbHEHHS JITepaTypHUX JaHUX.

Cunnapom MERRF o6ymoBnenuii ToukoBoro MyTariieto MitoxonapiansHoi JIHK. Hait6inpim
YaCcTO Y XBOPUX BUSBIIAETHCS MYTallis y BUIJISIII 3aMiHU a/ICHIHY Ha TyaHiH B HykieoTuai 8344,mo
NPU3BOIUTH 10 AedekTy MiToxoHapiaasHoro reHa PHK, mo tpancnoprye ni3us.

3aXBOpIOBaHHS  YCIAJKOBYETHCS 33  MITOXOHIApiaJbHEM  (UTOIUIA3MATHYHUM,
MaTEpPUHCHKHM THIIOM) 3 BHCOKHUM DPU3UKOM, TOOTO IMEPEHAETHCS MOTOMCTBY IO MAaTEPHUHCHKIi
ninii. [Ipu anami3i pomoBoay i oOCTeXeHHI WICHIB CiM'T mpoOaHa 3BepTae yBary BEIUKE YHCIIO
pOIMUiB-HOCIIB TOYKOBUX MyTamii. KiiHi4HI mposiBM y HOCIiB MyTamii XapaKTepU3YIOThCS



BUHSATKOBHM BHYTPIIIHBOPOAMHHUM MOJIMOP(IZMOM: 3yCTPIdalOThCS SK IMOBHI THIOBI (GopMHU
XBOpOOH, Tak 1 cTepti hopmu abo okpemi cumntomu cuaapomy MERRF. Knniniunuii momimopdism,
HMOBIpHO, TIOB'A3aHUH 3 PI3HUM CHIiBBIJHOIIEHHSAM MyTaHTHOI 1 HopMmanbHOi JIHK miToxoHmpiii B
KIIITHHAX 1 TKAHUHHUM TIOPOroM (PEeHOTHIIOBOI eKCIpecii MITOXOHAPiaIbHOTO Ae(eKTy.

[Tatorene3 3axBOpIOBaHHS BHBYCHUN HemOCTaTHBO. llepembadaerbes, 10 XBOpoOa
00yMOBJIEHa TOPYIICHHSMH MITOXOHAPIANbHUX TPOLECIB PHOOCOMATBHOTO CHHTE3y BHACITIIOK
3HWKEHHS BMICTy TpaHcrnopTHoi PHK misuHy 1 mepemyacHoro 3aBepilieHHS TpaHCIALIl Ha
MITOXOHpianbHUX pudocomax. Lli 3MiHM PU3BOAATH 10 TUOOKUX e(eKTiB (QYHKIT MITOXOHIPIH
Ta MOPYIICHHS] TKAHWHHOTO JIMXaHHs, OCOOJIMBO Ha PiBHI KIOYOBOTO |V KOMIUIEKCY MMXaTbHOTO
nmaHmora. Y TKaHuHI Mo3ky npu cupapoMmi MERRF BusiBnserbcs 3HMKEHHS PiBHS OKHCHOTO
MeTaboui3My, 3MCHIICHHS 3axXOIUICHHS HEHpOHaM{ TJIIOKO3W, IOPYIICHHS pPEryIsSaTOPHHX
MEXaHi3MiB, IO 3a0e3MeuyloTh MiJBUIIECHI MeTabomiuHi moTpedbu B pas3i crpecy. 3a3zHaueHi
NOPYIICHHS, OYEBHIHO, JIeKaTh B OCHOBI IATOr€HETHYHHMX TIPOLECIB, IO BEAYTH JIO
MOPQOJIOTTYHHX TMOIIKO/KEHB 1 MOSBH KITHIYHOT CHMIITOMATHKH.

Bix movarky 3axBoproBaHHs BapiabenbHuid - Bix 3 10 65 pokiB. Kminiunai npossu MERRF
BKpail pi3HOMaHiTHi. PaHHIMM O3HaKaMu € CUMNTOMH eHledanromionaTii - CTOMIIIOBAHICTh TPHU
(GI3UYHMX HaBAaHTAXXEHHSX, 3HIDKCHHS MaM'aATi, yBaru. HailOuIbIl THIIOBUM € CHMITTOMOKOMITIIEKC
nporpecyrouoi miokionyc-emninencii (85% BumazakiB), 10 BKIOYAaEe MIOKIOHYC, aTaKCilo Ta
nementiro. I[lpu MERRF Bim3HawaeTbcst emijenTHYHUA MIOKJIOHYC, SKHH XapaKTepHU3yeThCS
KopeJsimieto 31 3Minamu EET", KOpOTKUME po3psiaaMu 1 CHHXPOHHOI akTuBalli€ro M's3iB mpu EMI -
JOCIiIKESHHI.

ATakcist IpOSIBISETHCS XUTKICTh XOAHM 1 TOPYIICHHSM BHUKOHAHHS KOOPAMHATOPHI Mpo0. Y
Pl BUIAAKIB aTAaKCil0 BHSIBUTH BaXXKO YHACTIIOK BUPaXEHHUX MIOKJIOHIH. Perpec mcuxiuHmx
byHKII MoOke mepemyBaTH ManidecTarii ocHoBHuUX KiiHiuHMX cumnToMiB MERRF, a6o
BUSIBIISITHCS y TIPOIIECi TPOTPECYBAHHS 3aXBOPIOBAHHS.

Kpim 1poro, y 6inbinocti xpopux (70%) crioctepiratoThCsi TeHEpaIi30BaHi TOHIKO-KJIOHIYHI
cyaomu. HelipoceHCOpHA IITyXoTa 3yCTpIYaEeThCs Y MOJIOBHHHM XBOPUX 1 00yMOBJIEHA YpaKEHHSIM
nepuepuyHOro BiIILTY CIIyXOBOTO aHaiizaTopa. O3Haku miomnatii (M's130Ba claOKicTh, TimoTpodii
M'S3iB, ZOMTOMIXHI IPUHOMH [P BCTaBAHHI) 3a3BH4ail BUpaykeHi oMipHO. IMOBipHO, maHuit hakT
00yMOBJIEHUI PI3HUM CTYIIEHEM ypa’keHHSI MITOXOHJpiil HepBOBOI Ta M'130B0i TkaHWH. CeHCOpHI
MOPYUICHHS IPOSIBIAIOTHCS PO3JIaJaMH BiOpaIiifHOT Yy TIMBOCTI 1 M'A30BO-CYTII000BOT0 BiTUYTTS.

VY npitelt cocTepiraeThes 3aTpUMKa (PI3SUYHOTO Ta PO3YMOBOTO PO3BUTKY. Y JIESKHUX XBOPHUX
CIIOCTEpIraeThCs Jimomaro3. IlirMeHTHa nereHeparlis CITKIBKA, XPOHIYHHM TaHKpPEATHT Ta
IIYKPOBUH A1a0€T 3yCTPIUaroThCs PiJIKO.

[Tepebir 3axBoproBaHHA mporpecye. OmHAK TKKICTH 1 TEMI MPOTPecyBaHHS XBOPOOH
BapiabesibHI B OKPEMHX XBOPHUX.

VY KpoBi BU3HAYAETHCS BUCOKHUM PIBEHb MOJIOYHOI KHUCIOTH. Y LepeOpOCHiHAIBHIN piauH1
MOJJIMBE TIOMipHE WiABMIIEHHA BMicTy Oinka. Ilpum anamizi MITOXOHApianbHUX (hepMeHTIB
nuxanbHOro naHiora y xpopux 3 MERRF BusBiserscsi HenoctaTHicts komiuiekciB [ ta IV B
MITOXOHJIPISIX CKEJIETHUX M's131B. € BKa31BKM HAa MOXKJIMBY HEJOCTaTHICTH KomIuiekcy I11.

ITpu enexkrpomiorpadiyHUX JOCTIIPKEHH] BUSBISETHCS EPBUHHO-M SI30BHM XapakTep 3MiH,
a TaKOXX 3HWKEHHS IIBUKOCTI IPOBEICHHS IMITYJILCY 1O Iepu(EepUYHUX HEPBAX.

Enextpoennedanorpama XBOpUx XapaKTepU3yeThCs J€30pTraHi3ali€l0 OCHOBHOI aKTUBHOCTI,
CTalK-XBHJILOBUMH PO3PSIaMH, TeHEPaIi30BaHUMH OJMHUYHUMH 1 MHO)KHHHUMH, HEPETYIISIPHUMH,
OilaTepanbHO CHHXPOHHMMH KOMIUIEKCAMH - 'TONICHaiK-XBHIsA' dYacToTor 2-5 I, a Takox
mudy3HIMH TOBUTHHUMU XBUWIIMU. Y 40%BunaaKiB peecTpyroThes (hOKaIbHI aHOMAJTIT, 30KpemMa, B
MOTWIMYHHX Bi/JIBEJICHHSX.



IIpu xomm'toTepHiii ToMorpadii Bu3HavaeThCst AUQy3Ha arpodis MO3KY, HECTPYKTHBHI
3MiHU 017101 peUOBHHHU, 3HMKEHHS ITIJIFHOCTI MO3KOBOI TKAaHWHH, 1HOI - Kalblu(ikaiis 6a3aabHuX
ra’rmiiB.

VY OionTaTy CKEJISTHHX M's3iB BUSBISIFOThCS THIOBI "pBaHi" depBoHi BosiokHa (RRF).
DepMEeHTHO-TICTOXIMIYHHI aHalli3 3a3BUYail BUSBIISAE HEJOCTATHICTH ITUTOXpoM C - OKCHIa3u TpH
MiABUILEHIM aKTUBHOCTI CYyKUMHATIETiaporeHasu. XapaktepHuMm € aepiuut muroxpom C -
OKCH/Ia3¥ B IJIJIKii M'SI30B1i TKAaHUHI CYIHH.

[Ipu eneKTpOHHINH MIKPOCKOMIi CKENETHOTO M'si3a ab0 IIKIpH CIIOCTEPIraeTbes 301IbIICHHS
KIUJTBKOCTI Ta pOo3MipiB MITOXOHPIH, iX nedopmaltis, JTiMi HI BKIIOUYEHHS.

[Ipu maTtomoroaHaTOMIYHOMY MOCTIIKCHHI HAWOUIBII BUPaKCH1 JEreHEpaTHBHI 3MIHH 31
3HaYHUM 3HIDKCHHSAM 4YHCIa HEWPOHIB 1 IJII03y CIOCTEPIraroThCcsl B 3yO4acTUX sIpax 1 BEpXHIX
HDKKaX MO304YKa. YPa)kaloThCsl TaKOXK OJiJla KyJisi, YepBOHI sapa, KOpa MO304YKa, HUXKHI OJMBHU 1
4yopHa cyOcCTaHLis. Y CIMHHOMY MO3KY 3HAUHO CTPaXIalOTh 3aJHI CTOBIH, CIiHOLEpeOeIIApHI
nusixu  Ta mosxu Kiiapka, TOMIpHO - KOPTHKOCIIHANBHI  TpakTH. [Ipu  eleKTpoHHO-
MIKPOCKOIIYHOMY JOCII/DKEHHI B KOpi Mo304ka y XxBopux Ha MERRF BUsBIAIOTECS aHOMAIBHO
BEJIMKI MITOXOHJIPii 3 MapakKpUCTAUTIYHUMH BKIIOYCHHSIMU. B nepudepnyHux HEpBaxX BUSBISIETHCS
JIeTeHepallisi aKCOHIB, a TaK0X 3HIKCHHS KIUIBKOCTI MI€NiHY, [0 CBIAYUTH PO MOXKIHBY
YIIKOPKEHHS [ITBAaHIBCHKHUX KIIITHH.

Kpurepii niarnosy:
- MAmepuHCcoKuil mun ycnaoKy8anHs,
- 0edrom 3axeoprosanns é 3 - 65poxis,
- MIOKNOHIYHA eniiencii, amaxcii, 0emMeHyia y CROJYUEHi 3 2yXomorw, ampodia 30poeux
Hepeie, NOpYuIleHHAM 2TUOOKOT yymaueocmi,
- 1aKmam-ayuoos,
- nomipne nioguuienns OiKa y 1iKeopi;
- na EET —zenepanizoeani komnnekcu “ cnaik - xeuns’;
- Ha enrekmpomiozpami (EMI') — nepeunno-m’ a306uit mun ypayceHus,
- na komn’ omepniu momozpami (KT) — ampoghia mo3Ky, neiikoenuyegpanonamis, kanvuupicauis
OazanvHux 2ananiie;
-y Oionmamax m’ a3ie — “peani’ uepeoHi 6010KHA,
- npozpecyiouuil nepeoiz 3ax60p06aHHA
- UAGNEHHA MOYKosux mymauiu ¢ zeni nizunoeoi mPHK y noszuyiax 8344i 8356 mm/[HK.
JAudepennianibHy aiarHOCTHKY MPOBOJATH 3 IHIIMMH MPOTPECYIOUNMMH MIOKJIOHYC-
eMJIETICISIMH, IHIIMMU MITOXOHIpiaTbHUMHU XBOPOOAMH Ta JTUCTEHE315IMU MO3KY.
JlikyBaHHS cUMNTOMATH4YHe (KOpPeKUisi NOpylleHb OOMiHYy, 3MeHIIEHHSI JIAKTAT-
anuao3y). BceranoBieHa edexkTuBHicTHL puboduiaBiny, HikoTmHamimy, umuroxpomy C Ta
KoeH3umy Qio, L-kapHiTuny, Bitaminy C, npu3HayaeThcsi IPOTHCYIOMHA Tepartis.

Cungpom  MELAS —  wMiToxoHIpiadbHa  eHmedanomnaris,  JaKTaT-alHua03,
incynasTomoAioni  emizogu (Mitochondrial encephalopathy, lactic acidosisrols-like
episodespnepiie BUAIICHa B cCaMOCTiitHY Ho30J0riuHy dopmy S.Pavlakiss 1984porii.

B ocHoBI1 maTomnorii gexuTh ToukoBa MyTailis MitoxouapiansHoi JIHK. Haiibineir gacto
(y 80-90% BumankiB) 3ycTpivaeTbcs MyTallisi B HykieoTuaax 3243, 3271po3ramoBaHux B
mitoxouapianpHomy reHi PHK, mo tpancmoprye neinun. [Ipu npoMy BMICT aHOMaJIbHOL
MmitoxoHpiaasHol JIHK B pi3HUX TKaHMHAX XBOpOro (piBeHb rereporuia3mii) craHoBUTh 93 -
96%. MMoBipHO, 1eii piBeHb Bigobpaxkae mopir (peHOTHIOBOI eKcIpecii MiTOXOHIpianbHOI
MyTaIlii.

3axBOPIOBaHHS YCHAIKOBYETHCA CTPOrO I10 MATEPHHCHKINM JiHII (MITOXOHIpialbHE,
UTOIUIA3MaTUYHE YCHAJAKyBaHHS) 3 BUCOKHM pu3ukoM. OnHak npubauzo B 55 - 75%
poaoBoaiB xBopoba peectpytoTbes de Novo.llpu reHeasorivHOMy aHajli3i CIiji BpaxyBaTH,



110 B OAHIN POAMHI PiIKO 3ycTpidaeThes 2 cibCH 3 KIIACUYHUM BapiaHTOM cuHApoMy. Pazom 3
THUM JIOCUTh 4acTO MpoOaHIU MalOTh POJMYIB 3 OJJHUM CHMITOMOM 3axBOproBaHHs. [lanuit
(akT, OYEBUIHO, TOSCHIOETHCS THUM, IO TOYKOBI MyTarii, mo aerepminyiote MELAS,
MOXXYTh TIepeJaBaTHCA B PI3HUX KUIBKICHUX CHIBBIJHOIICHHSIX 13 3allydeHHSIM PIi3HUX
opratiB i TkaHuH. [lepenbavaeTncs, MO U1 MPOSBY 3aXBOPIOBAHHS HEOOX1THO HAKONTUYEHHS
MEBHO1 KIJIBKOCTI MyTaHTHOT MiToxoHApiansHOoi JIHK.

[Tarorene3 maTosorii MoB'si3aHU 3 TOUKOBUM MYTAIliSIMH MITOXOHJIPIiaJIbHOTO I'€Ha, 110
koaye tpancnoptHy PHK (B OimbimocTi BHIAmKiB), HACHIAKOM YOro € aeeKT CHHTE3y
MITOXOHApiabHUX OINKIB 1 HEMOCTAaTHICTh (YHKIIT MiTOXOHHApi. OgHAK OKpemi JaHKU
MMaTOreHe3y XBOPOOH 3aJIUIIAIOTHCS HE3'SICOBAHUMH.

Bik mouatky 3axBOproBaHHs BapiaOenbHUM, HaWOUIbmI yacTto - MK 6-10 poxamu.
[ToyaTkOBI  KJIHIYHI CHMIITOMHU 3aXBOPIOBAHHS BEJIbMH  HecnenudidHi: CYyJIOMH,
peuuInBYIOUi TOJIOBHI 00711, OJIOBaHHS, aHOPEKCis, M's130Ba CIA0KICTh. Y pO3TOpHYTIH cTamii
XBOpPOOW KapJIMHAIBHUMH TIPOSBAMH €. HENEPEHOCHMICTh (I3MYHHX HaBaHTAXKEHb, SKI
MPOBOKYIOTh TMOCHUJICHHS MIiOMaTUYHOTO CHHAPOMY, TOsIBA HYJOTH, TOJIOBHOTO OOJIFO Ta
3aImaMOPOYCHHS; CYJIOMH, 1HCYJIbTOMOAIOHI CTaHU 3 PO3BUTKOM BOTHHIIEBOI HEBPOJIOTTYHOL
CHUMIITOMATHKH; MOPYIICHHS CUXOMOBHOT'O PO3BHUTKY 32 THUIIOM JAEMEHIlii, HU3bKUU 3pICT;
NPUTIYyXyBaTICTh.  Pimmie  3ycTpivyaloTbCs  MIOKJIOHIT, = KOOPJAWMHATOPHI  PO3JajH,
MOJIIHEeBPOIATIs, TMOPYIIEHHS 30pYy 1 CEeplHEeBO-CYAMHHOI IisUIBHOCTI, IYKpOBHH mialer,
rinonapaTupeos.

[Tepebir xBopoOuM mporpecyrounii, npu Masigecranii y OUIbII paHHBOMY Billl — OLIBIIT
BaXKKHII.

KapnunaneHuM 11a6OpaTOpHUMH O3HAKaMH € BHSBICHHS B KpPOBI JIaKTaT-allUAo3Y,
OpraHIYHOI aIiaypist 3 €KCKPEII€l0 MOJOYHOI Ta MIPOBHHOTPAIHOT KHUCJIOT. Y JIKBOPI ¥y
TOJIOBUHU XBOPUX BUSBIISIETHCS MM ABUIIICHUN PIBEHB O1JIKa.

[Ipu enextpokapaiorpadiuHoMy nociaijkeHHi y 12% BumnankiB BUSBISIETHCS CUHAPOM
Bonbda - [Tapkincona - Yaiita. IIpu komm'roTepHiii Tomorpadii ToJJ0BHOrO MO3KY HaHO1IbII
THUTIOBUMHU 3MiHaMH € 30HHM 1H(APKTIB, MEPEBaXXHO B 00JIACTI BEIUKHUX TMIBKYJb, PIAIIC -
MO304YKa, 0a3anpbHUX TaHTriiB. CIIOCTepiraloThCs TaKOXK Kanbludikallis 6a3albHUX TaHTIIITB,
aTpodisi KOPU BEIIMKUX ITBKYJIb.

XapakrepHoro Mopdororiunoro o3Hakoro MELAS, sik 1 psigy 1HIIMX MITOXOHAPiaIbHUX
ennedanomionariii (cuaapomy Kepruca-Cetipa, MERRF 1a in.), € "pBani" 4uepBoHi BOJOKHA
("ragged" red fibres, RRF) M's130Biii TKaHHUHI.

I[Ipu pocnimkeHHI MaTepiajiB ayToncii OJHWUM 3 HaWXapakTepHIIMIUX O3HAK
MOIIKO/DKEHHSI MO3KY IpU JaHOMY 3aXBOPIOBaHHI € HAasBHICTh CTapUX 1 CBIKUX BOTHUII]
iHpapkTiB. TunmoBoio € Takox arpodis KOopu 3 (HOKAIBPHUMH YIIKODKCHHSIMH Y BUTIISIII
HEKpO3y, 3HIDKCHHsI 4YWCla HEHPOHIB, HasBHICTh IIi03y, MiKpokicT (Status spongiosus),
npoJtidepalrisa KanusipiB. YacTo BUABISAETHCS Kanbliuikaiis 6a3aJbHUX TaHTJIIIB IEPEBAKHO
HaBKOJIO CYJMHHUX CIUJICTIHb. Y CyJAMHAX MO3KY €HIOTelNialbHi KIITUHHU 3a3BUYail HAOPSKII,
y TJIAAKOM'SI30BHX KIITHHAX IepeOpalibHUX apTepiosl BUSBISIOTHCS IMIABHUIINCHI CKYITYCHHS
MiTOXOHIpiH. Hepinko croctepiraeTbest MiHepaiizallis CTIHOK IpiOHUX 1 BEJIMKHX CYyAUH B
o6nacTti Omigoi Kymi 1 3yduacToro siapa. Sk 1 B TOJOBHOMY MO3KY, B CIMHHOMY BUSBIICHI
3HAYHI 3MIHH - 3MCHIICHHS 4YHCIIa HEHPOHIB B MEpeaHIX 1 3aJHIX porax, IereHeparis
KOPTIKOCTIHATBbHUX NUISIXiB, 3aaHIX 1 OOKOBUX CTOBOypiB. B mnepubepuyHux HepBax
BU3HAYAIOTHCS JIeMieninizanisi, Giopo3.

VY M's130BO1 TKaHWHH, JEHKONHUTaX, (PiOpodiacTax XBOPOTrO BH3HAYAETHCS 3HWKCHHS
aKTUBHOCTI (DEpPMEHTIB AWXaJbHOrO JaHIora. HalOumbll dYacTo BUSBISIOTHCS 3MIHHU
aKTUBHOCTI KOMIUIEKCY I.

Kpurepii niarnosy:

- MamMepuHCLKUti mun ycnaokye8aHHs,

- 0ebrom manighecmayii 0o 40 poxis,

- HenepeHocuMicmo Qi3uUHO20 HABAHMAICEHH,

- MiepenenodibHi 20108Hi 00 3 HYOOMOI0 | OIHEAHHIAM;
- IHCYIbMONOOIOHI enizoou,



- cyoomu;

- 8 KPOGI — 1aKMam-ayuoos,

- 8 ceul — opeaniuHa ayuoypis;

- KT — kanvyughikayin 6azanvuux eaneniis,

- “ peani” uepsoni onokHa 6 bionmamax m’ 4318

- npoepecyrouull nepedie 3ax60PO8aAHHS

- susgnents mouxosi mymayii um/{HK y nyxnieomudax 3243, 3271.

Cunapom MELAS HeoOximHo nudepeHmiroBaTd 3 I1HIIMMH  MITOXOHpiaJIbHUMHU
xBopoOamu, cunapomoMm Jles (migroctpa HekpoTH3yroua —eHiedanonaris), OpraHiYHHMH
aIruaeMisIMH, TOMOLIMCTIHYpi€t0, cuHIpoMoM Dabdpi.

Teparist moBUHHA OyTH CIIpsIMOBaHA Ha KOpeKIito OioxiMigHOro nedekry (koeHsum Qiomo
80-300mr/nens, pubodaasin (100 mr/cyt), Hikotunamin (mo 1 r/mens), mixmoparerar Harpiro (25-
100 mr/xkr), Bitaminu K1 (mo 25 mr/nens), Kz (o 75 mr/nens), C (no 2-4r/cyr), sHTapHa KHUCIOTa
10 6 r/nenp, Bitamin E (300-500mr/nens), inedbenon (90-180mr/aens), mutomak mo 4,0 M B/M.
[IpoBenena Tepamist cHpusie 3MEHBUICHHIO CHUMITOMIB YpaX€HHS HEpPBOBOI, M'A30BOi Ta
SHJIOKPUHHOI CUCTEMH 1 IIOKPAIICHHIO COMAaTUYHOTO CTaTYCYy.

Cunapom Kepuca-Ceiipa. Bnepmie T.P.Kearns i G.P.Sayreonucanu cuanpom B 1958 porri
IT1JT Ha3BOIO: MIMEHTHHUM PETHUHIT, 30BHINTHS 0 TaTIbMOIUIETIs, MOBHA OJ0Kasa cepisi. Ho3omoriuna
camocrtiiiHicTh cunapoMmy Keprca-Ceitpa Oyna nosenena W.Olsonm (1972), sikuit oOctexuB 7
MMAII€HTIB 3 JAHOIO IaTOJIOTIEIO.

3rigHo 3 cydacHUMH AaHuMH, cuHapoM Kephuca-Ceiipa moB'si3aHuii 3 HasBHICTIO B TKAHMHAX
XBOpOro Benukoi nepedynoBu mitoxoHapianbHoi JIHK. 3a3Buuail 3ycTpidaeTbcsl BeIMKa JETEIis
MITOXOH/IPIATBHOTO T€HOMY, PO3Mipu sikoi cTaHOBIATH Bixg 2,0 no 7,8 THCSY map HYKJICOTUIIB
(moBkuHa HOpManbHOI MiToxoHapiamsHoi JIHK - 16,6 Tucsu map HykieoTimiB). Jlokamizarris
nenenii Moxe OyTu pi3HOo. Haifuactimie BoHa 3auimae reHu 1 i 4 KOMIUIEKCIB AMXATbHOTO
JaHIora. Y JASSKUX XBOPHUX, KPIM Jelelii, BUSBICHO W 1HIIUN THI TTepeOyI0BH MITOXOHAPIATLHOT
JHK - mymmikarris.

[TepeBaxkna OunmbmricTe BUNAAKIB cuHApoMy Kepnca-Ceiipa - cnopaauydi. batbku Ta i
ponudi mpoOaHMiB, SK MPaBWIO, HE MAalOTh O3HAK MITOXOHpianbHOI maronorii. CropaanyHuii
XapakTep 3aXBOPIOBaHHS TMIOSCHIOETHCS HE3JATHICTIO OOIMTIB, SKI MalOTh MITOXOHApIaIbHY
JeTelito, 0 3alUTIHEHHS 1 po3BUTKY eMOpioHa. OcoOu 40JO0BIYOi Ta KIHOYOI CTaTi XBOPIIOTH
MPUOJIN3HO 3 OJJHAKOBOIO YACTOTOIO.

Bik mouaTky 3axBoproBaHHs Bapitoe Big 4 no 18 pokis. 3rigno L. P. Rowland at all. (1991),
CHUHJPOM XapaKTEepPU3YEThCS HACTYITHOIO Tpianoro. ae0rT a0 20 pokiB, mporpecyroda 30BHIIIHS
o(ranbMoruIerist, MIrMEHTHUH PETUHIT 1 MIHIMyM OJHA 3 TaKUX O3HAK - ATPIOBEHTPHKYJSpHA
OJ10KaIa cepist, MO30YKOBHI CHHIPOM, ITiBUIIEHHS piBHS OiaKa B JikBopi > 11 /1.

Kpim mnepepaxoBanux o3Hak g cuHapoMmy Kepuca-Ceiipa XapakTepHi: HH3bKa
MePEHOCUMICTh (PI3MYHOTO HABaHTAXXCHHS, TITO3, M'SI30Ba CIA0KICTh, TIMOTPOdisi, HU3BKHM 3PICT 1
HU3bKa Maca Tijla, TYrOBYXICTb Ta CHIOKPHHHI po3namd (IyKpoBHid Jaia0eT, 3HWKEHHS
TOJIEPAHTHOCTI 10 TJIFOKO3H, rirmonapatupeo3s). [1To3, sk mpaBuio, CAMETPUYHHI 1 OlgaTepaabHHIA;
pyX OuHHX s0JNYyK pi3ko oOMexeHHid. YacTo 3HMKYETbCS TOCTPOTa 30py, Ha OYHOMY [HI
BUSIBJISIETBCS ~ IMITMEHTHA  TpaHyfsmis.  MokiauBa — miuiomis, 10 HE  KOPUTYEThCA
aHTIXOJIIHECTEPAa3HUMU TIperapaTaMu.

MionaTiyHUi CHHIPOM BH3HAYAETHCS 4Yepe3 KUIbKAa POKIB TICIAS BUHHKHEHHS TITO3Y.
OOnuuyst — MackomoniOHe, TimoMiMiuHe, 3MIHIOETBCS TeMOp ToJocy, dYacTi MONEpXyBaHH,
CTOMITIOBAHICTh MPU TPUBATI MOBI.

[Tpu (i3nyHNX HABaHTAXXEHHSIX MOXKYTh PO3BUBATHUCS Miajrii, MIOTOHIi, IHTEHLIHHUHA TpeMop.
Big3znauaroTbest emizogd KOMHM BHACHIJIOK METaOOMIYHMX mopymeHb. EHIOKpWHHI po3iaau
BapiabenbHi  (MOXJIMBA HU3bKO3PICHICTh, TIHEKOMACTisl, TINOrOHAJAM3M, I[YKPOBUH mialer,
rinmepaabA0CTEPOHI3M, Timomaparipeo3, AedimuT ropMoHa pocTy). MOXKyTh  BiAMiYaTHCh
KiocKoI1i03, KpaHiOCIHOCTO3, MeTadizapHa AMCIUIA3isA; TMOPYIIEHHS eMallereHe3y; Mopa3ka HUPOK
10 THUIy HUPKOBOTO TYOyJsipHOTO anmuo3y abo cunapomy ne Towni-JleOpe-Dankoni. [lcuxiuamii



PO3BHUTOK JiTel MOoxke OyTu HopManbHUM. OJHAK y CTApUIOMY Billl MOX€E BiA3HAYAETHCS 3HIKCHHS
IHTEJIEKTY PI3HOTO CTYIEHS BUPAXKEHOCTI. ICHYe 1Ba BapiaHTH CHHIPOMY — IMOBHHMI Ta HETIOBHHM.
[loBHui BapiaHT BKJIIOYae B ce0€ XpPOHIUYHY MPOrpecyiouy 30BHIIIHIO O(TaIbMOIIIETIIO,
MIrMEHTHUM PETHHIT 1 aTpiOBEHTPHUKYISApHY Onokany. HemoBHMI, B CBOIO Uepry, pO3MOAUISAETHCS
Ha 7Ba BapiaHTH. [lepmuii Bkiovyae 10 cebe XpOHIYHY MPOTPECYI0Uy 30BHIIIHIO O(TAIbMOIIIETIIO,
MIOTIATIF0 HUCXOJSYOr0 THMY 1 OAWH 3 IHIIUX CUMITOMIB. JIpyruil THUIT XapaKTepi3yeTbCs TIIbKH
130JIbOBAaHOI0 XPOHIYHOIO MPOTPECYIOUOI0 30BHIIIHBOIO O(TAIBMOIUIETII0, 3YCTPIYA€ThCS PIAKO,
Mae mi3Hii ae6rT. [lepebir 3aXxBOprOBaHHS MPOTPECYIOUNH.

Bupimansauit GaxkTop, Mo BU3HAYA€ TPUBAIICTh KUTTA XBOPUX, - CTAH CEPIEBO-CYIHMHHOT
CUCTEMH: TMPOTHOCTHYHO HECTIPUSATIUBUM € PO3BUTOK BAXKKUX (OpPM TMOPYIIEHHS CepLeBOi
MPOBIAHOCTI, MiOKapAiadbHOI AMCHYHKIIIT 1 3HUKEHHS CKOPOUYYBaJIbHOI 3JaTHOCTI MiOKap/a.

OcHoBHI 00MiHHI po3naan: anua03 (y BUIAAKY TAKKOTO CTaHy), BUCOKHI piBEHb MOJIOYHOI i
MipOBUHOTPAHOT KUCIOT Y KPOBI HATIIE 1 HA TJIi CTAHJAPTHOTO TJIIOKO30TOJIEPAHTHUI TECTy NpHU
301IbIIICHOMY CITiBBiAHOIIEHH] TakTaT / mipyBat (> 15).

ITpu nmposenenni KT - ta SIMP-nocnimkeHb MO3KY BUSBISIETHCS aTpodis KOPH, AUISTHKA
3HMKEHOI IUIBHOCTI B 00J1acTi 017101 peUOBMHM MO3KY 1 MO304Ka, CTOBOYpa, Talamyca, 01101 Ky
1 "4opHOi cyOcCTaHIlii, y BaXXKHX BHUIIAJKaxX - JeWKoeHmedanomaris, HEpiAKO - KaibIudikaTu
0a3aJIbHUX TaHTJIIB.

BaximBe niarHOCTHMYHE 3HA4YCHHS Mae BHSBJICHHS "pBaHuX' depBoHHMX BosiokoH (RRF) B
M'SA30Bid TKaHWHI, 3HWKEHHS AaKTUBHOCTI MITOXOHApIAJbHUX (EpMEHTIB B MIOIUTaX Ta
aimMdonuTax nepupepudHoi Kposi.

Kpurepii giarno3sy:

—  Oebrom 3axeopiosanns y eiyi 4-18poxis;

—  MO304KO8UL CUHOPOM 3 IHMEHYIUHUM MPEMOPOM;

—  3HUICEHHS IHMeNNeKmY,

—  npocpecyroua 308HiUHA Ohmanbmonieis;

—  nieMeHmMHUll pemuHim, iHoOi Oinionis;

—  AB-bnokaoda cepys,

—  6inok y nixeopi binvue 1 2ln ;

—  EET" necneyugiuni 3minu,

—  EHMI: nepsunno m'a3oeuti mun nopyuienHs,

—  KT: ampodgis kopu, netikoenyeghanonamis, karbyugixamu 6a3aivHux eaneuiis,

— 8 KpOGI: NiOGUWEHHS ANIAHIHY, SHUMICEHHS 3a2allbHO20 KAPHIMUHY, (oniegoi xuciomu,
JlaKkmamy, nipyeamy;

—  “peani” uyepeomi 6010KkHa 8 Oionmamax M's130801 MKAHUHU,

—  eusasnenns kpynnux oeneyiu mm/[HK.

JAudepenuiiianii aiarno3: HeoOXiHO MPOBOAUTH 3 IHIIUMH (OpPMaMU MPOTPECYIOUUX
MIOITii, a TaKOoX 13 3aXBOPIOBAHHSAMHM, IO CIIOJIY4alOThCSA 3 NTO30M (MiacTeHis, miabeThyHa
NOJIHEBPOTATisl, O TaTbMOIUIArIYHA MITPEHB).

JlikyBaHHH.

l'inmoByriieBoHa aieta, yoixiHoH 10 120mr\nens (2mr\kr), TepmiHoM Ha 3-6 MicsIIiB; TiaMiH
10 900mr\nenp; L-kapuitua mo 100 mr\kr\nens; ¢osieBa kucimora mo 1 mr\nens; Biramin C mo 2-4
r\nenb; pidodmnasin mo 50-60 mr\nens; Bitamin E g0 300-500mr\nens.Y Bumnaaky noHoi AB-
OJIOKau PEKOMEHAYEThCSA IITYYHHH BoAild putMmy. OOEpeHO MIIXOIUTH N0 TPU3HAYCHHS
HapKO3Yy.

Cunapom NARP. Cunapom Helpomarisi, aTakcisi, IIrMEHTHOTO peTHHITY (meuropathy,
ataxia, retinitis pigmentosa, NAARNepiie onucanwii 1.J. Holt et alls 1990pori.

3aXBOpIOBAHHS  YCIAJIKOBYETHCS 32 MATEPUHCBKOM  TuUMOM  (MITOXOHIpiaibHE,
LUTOIUIA3MATHYHE YCIAAKyBaHHs). VOro BHHHKHEHHS OOYMOBICHO HAsBHICTIO TOUYKOBHX
myTaui y mitoxonapianbHiii JJHK. CyTHicTe MyTauii nonsrae B 3aMiHi TUMiHY T'yaHIHOM B
reni, JiokamsoBanomy B mo3urii 8993 JIHK miToxoHmpiit 1 BiAMOBIAAIRHOMY 3a CHUHTE3 ©
cyoonunuik MiToxouapianbHoi ATd-a3u. HasBHicTh aHOMansHOI MiToXOHapianpHOT JITHK B
TKaHWHAX OpTraHi3My OOYyMOBIIIOE TOpYyIIeHHs akTUBHOCTI AT®d-a3u Ta TPU3BOAUTH MO



ne(deKTy OKHUCIIOBAIBLHOIO (OoChHOPMITIOBAHHS 13 3HMKEHHSIM HakonudeHHs AT® kimiTuHamu.
Bincorok myrantHoi JIHK y Tkannnax npu cuagpomi NARP ctanoButs 70 - 90% .Busisneno
3QJICKHICTh MiXK TSDKKICTIO XBOPOOU 1 KIJIBKICTIO MyTaHTHOI MiToxoHApianbHOi JIHK B pizHux
TKkaHuHaX. Skmo BigcoTok mytanTHoi JIHK ctanoButh Oinmbime 90% po3BUBa€THCS HAMO1IBII
Ba)KKa KJIIHIYHA CUMIITOMaTHKa, BiamoBigHa cuHApomy JIi, skuio menme 70% - mposiBu
MOXXYTh OOMEKYBATHCS MITMEHTHOIO JICTEHEPAIlI€I0 CITKIBKH.

Tepminn kiIiHIYHOT MaHidecTawii XBOpoOU BiJIpi3HAIOTHCS BapiabenbHICTIO. OCHOBHHI
CHUMIITOMOKOMIUIEKC XapaKTePHU3YEThCS HEUPOTCHHOI M'S30BOIO0 CIIAOKICTIO, AaTaKCi€r 1
MIrMEHTHUM peTuHiToM. KpimM 3a3HaueHMX O3HAaK [JI1 XBOPHX XapakTepHi 3aTpUMKa
IICHXOMOTOPHOT'O PO3BUTKY (HEPIAKO 3a TUIIOM JAEMEHIIT), Y IEeSIKUX IMAI[i€HTIB BiA3HAYAIOTHCS
CYyZOMHU, TIOPYIIEHHS M'SI30BOT0 TOHYCY 3 (OPMYBaHHSAM CITACTUYHOCTI.

VY KpoBi MOke OyTH MiABUIICHUN PiIBEHb MOJIOYHOI KucCIOTH. [Ipm mMopdonoridnomy
TOCTIPKEHHI B M'SI30Bi TKaHWHI BUSBISIOTHCS Hecnenudiuni 3minun. deHomeH "ppaHux"
yepBOHUX M's130BHX BOJIOKOH (RRF) Busnauaroteest pigko. IIpu EHMIT peectpyroTs o3HaKu
nepudepuyHoi CEHCOPHOI Ta CEHCOMOTOPHOI noJtiHeBpomnartii. [Ipu enexkrpopetinorpadii yacto
BUSIBJISIIOTh JTUC(HYHKIIIO MAJTAYOK CITKIBKH. Y psai BunankiB, mpu MPT rosoBHOro mMo3sky
BUSIBIISIIOTH aTpO(il0 MO30YKa 1 KOPU TOJOBHOTO MO3KY, B HAaMOUIbII Ba)KKMX BHUIAIKAX -
HEKPO3HU B 001acTi Oa3aJbHUX TaHTIIIIB.

Kpurepii niarnosy:
—  eapiabenvHull no4amox mMarigecmayii;

—  HellpozceHHA M’ 83084 C1AOKICMb;

— Hesponamis;

— amakcis,

— nieMeHmuuL peminim,

- cydomu,

—  3ampumKa ncuxo-momopHoz2o po3sumxy (demenyis);

- cCnacmuyHicmey;

- “peani” uepsomi 6010KHA Yy Oionmamax M's3i6 UABIAIOMbCS PIOKO;

- JHK-0iacnocmuxa uaibinow wacmux mymayiu mm/JHK, xapakxmeprux 0ns 0anoeo
CUHOPOMY .

JlikyBanusi: Jlo tenepimnporo vacy crenudiunoro jikyBanHs cuaapomy NARP He po3pobiieHo.
[TpoBOIUTHCS CUMIITOMAaTH4HA, TOCHHAPOMHAs Tepamis. BciM XBopuM mokaszana HeilpoTpodiuna,
MeTaboJliyHa Teparis, SK 1 MpU BCiX MITOXOHIpIaIbHUX 3axBoproBaHHsAX. JleBokapHiTiHa - 20%
po3unH 50-75wmr / kr Ha 100y; kKoeH3uM Q-10 - 90-30Qur / noOy; sHTapHa KuciaoTa - 10 mr / kr;
ackopOiHoBa kucioTa - 10 21 / cyt; Bitamin E-10%po3unn 300-500mr / 100y .

IIporno3: VY Oaratbox mnarientiB 3 cuagpoMoM NARP TpuBanmii wac cran 30epiraerbcs
CTaOUTBHUM, aJIe MOKYTh BUHUKATH MOTO TOTIPIIEHHS Ha TJ1 1HPEKI[IHHUX 3aXBOPIOBAHb.

Cunapom Ilipcona (pedpakropHa cuaepoOIacTHa aHEeMis 3 BaKyOJI3ali€l0 KIITHH
KiCTKOBOTO MO3KY Ta €K30KPHHHOIO IUCQYHKII€I MiAnuIyHKoBOi 3ano3u) Cunmpom Ilipcona
Briepiie onucanuii B 1979pori H.A.Pearson at alBin o6ymosnenwuit neneriero mtIHK.

[Tepmoro BU3HAYAIBLHOIO O3HAKOI0 cHHApOMY [lipcoHa € HeTOCTaTHICTh KICTKOBOTO MO3KY.
Crocrepiraerbest cuaepoOaacTHa aHeMis, SIK PaBUJIO, MakpouuTapHa. BoHa yacTto moegHyeTbes 3
HEUTpOTIEHIEID Ta TpomOouuTorneHieo. [Ipu mociaimKeHHl KiCTKOBOTO MO3KY BHSIBISETHCS HOTO
rirnoIuiasis 3 XapakTEPHOIO BaKyOJIU3aIie FeMONOSeTHYHUX KIITHH.



JIpyroro BU3HAYAIBHOIO O3HAKOIO € AMCHYHKINS MIANUIYHKOBOI 3aJ03M 3 MOPYLICHHAM
30BHINIHBOI cekpemii y 3B'3Ky 3 arpodicro 1 (piOpo3oM amuHapHUX KIITHH. B pe3ynbprari
PO3BHBAETHCS CHHIPOM MabaOCcopOLii 3 XpOHIUHOIO JIIapeeto, M0 00YMOBIIIOE HU3bKI TEMITH POCTY
1 PO3BUTKY JUTHHHU.

[Hmoo kapauHanbHOIO ocoOnuBicTiO cuHApoMmy [lipcoHa € moctiiiHa abo mepionuvHa
JaKTaT-aliieMisi, BUKJIMKaHa aedekramu okucHoro (docdhopmmoBanns. [lopsg 13 301UIbIICHHSM
CITIBBiTHOIICHHSI JIaKTaT / MipyBaT CIIOCTEPITa€ThCs MiABHIICHA EKCKPEIil 3 CeYel0 OpraHiuHUX
KHCJIOT.

CrocrepiratoTbCst pi3Hi MOpyIIeHHS 3 OOKy IHIIMX OPraHiB i cUCTeM. YpaKeHHS MEeYiHKU
MIPU3BOJIUTH JI0 301IBIICHHS PiBHS TpaHcamiHaz, OuTipyOiHy 1 JIMIiIB, @ TAKOXK CTEATO3y. Y NESIKUX
XBOPHX PO3BUBAETHCA IMEYIHKOBA HENOCTATHICTh. YPaKEHHS HHUPOK TMPOSIBISETHCS Y BHUIISII
TyOynonatii momi6Hoi cuHApomy aetoHamii neToni-JleOpe-dankoHi. MoXyTh BHHHKATH
CHJIOKPUHHI TOPYIIEHHS, Y BUIJISIAI Ae(piIUTy TOPMOHY POCTY, TIMOTHpPEO3y, TilOoNapaTUpeo3y.
EnnoxpunHa GyHKIS MANLTYHKOBOI 3a703M Y OUIBIIOCTI MAIIE€HTIB 3aIUIIAETHCS HOPMAJILHOIO.
OpHak iHOAI MOXE PO3BUBATHCS I[yKpOBUH miaber. Y psai BUIMAIKIB BUSBISETHCS HATHUPKOBA
HEJOCTATHICTh. ATpo(dii cene3iHKHu He CIocTepiraaocs.

3arpuMKa pOCTy 1 PO3BUTKY € HOUIMPEHHM sBHIIEM. Jl0 IbOro MpU3BOAATH AedexTu
KIITHHHOT ~ €HEPreTUKH, TOPYIICHHS TMPOIECiB BCMOKTYBaHHS  BHACHIJOK  EK30KPHHHOI
MaHKPEaTHYHOT HEIOCTATHOCTI, MEYIHKOBOI 1 HUPKOBOI HEJIOCTATHOCTI, MOPYIIIEHb MUCIIMHU3AIINH.

Cunapowm Ilipcona € mporpecyrounM 3aXxBOPIOBAHHSM, 1 HOTO CHMITOMATHKA 3MIHIOETHCS 3
BikoM. [IposiBu cunnpomy IlipcoHa MOXKyTh BUBSUIATCS BXKe MpU HapokeHHi, a y 40% narjieHTis -
BIPOJIOBIK MEPIIOT0 POKY. BOHM XapaKTepu3yrThCsl CTIHKOI THIOIUIACTUYHOIO aHEMIEI0, THIITMMH
IUTONCHISIMA, HHU3BKOIO Barol0 MpH HAPOKEHHI, MIKpoledalielo, a TaKoX 3aJyudeHHSIM B
maToJIOr uHui mporiec 6e3miui oprauis i cuctem (ILIKT, HepBoBO-M's130B0O1, MEUiHKH, HUPOK Ta iH).

VY xBopux 3 cunapomoMm IlipcoHa B IUTSYOMY 1 PaHHbOMY IUTSAYOMY BIIli, YacTO
3yCTpIYarOThCs 3aTpUMKa PO3BUTKY, XpOHIYHA Jiapes 1 mporpecyroda rematomeraiis. Li cumnromu
MOXYTh TIO€JIHYBATUCS 3 €MI30JUUYHUMH METaOOJNIYHUMHU KpPHU3aMH, IO XapaKTepU3yIOTbCS
COHJIMBICTIO,  OJIIOBaHHSIM, TOPYIICHHSM  €IEKTPOJITHYHOrO  OajlaHCy, JIaKTaT-alui030M
(migBUIEHHS CIIBBITHOIICHHS JIAKTAT\ITIPYBAT) 1 MEYiHKOBOK HEAOCTATHICTIO. 3 IJIMHOM 4Yacy
JIAKTAT- ali103 MOXKE CTaTH CTIHKAMHU.

VY maui€eHTiB, M0 BIXKWIM HA MEPIIOMY POLI XHUTTA 1 paHHbOMY BIilli, CIIOCTEPIrasocs
MOCTYIOBE TIOKpAIlaHHS TEeMaTOJOTIYHUX TIIOKa3HUKIB. Y TakWX BHUIAIKAX PEECTPYBAIOCS
¢denorunosa tTpanchopmartis cuaapomy Ilipcona B cunnpom Kepuca-Cetipa.

Cunapom IlipcoHa HEpiIKO TPHU3BOIUTH JO CMEPTI HA TMEPIIOMY POIi KHUTTA abo y
PaHHBOMY IUTSYOMY Billi. 3a3BUYall MPUUYMHAMH CMEpPTI € OakTepialbHUU CENCHC y 3B'SI3KYy 3
HEUTPOTICHIEIO, TIIMOOKI MEeTa0O0IIIuHI PO3JIa/H Ta MEYIHKOBA HEOCTATHICTD.

Kpurepii giarno3sy:

0ebIom 3axX80PHOBAHHS Y HEOHAMAILHUL NePiod abo 8 neputi MiCaYi HCUmms,
—  2INONAACMUYHA AHeMis, NaHYUMOoneHis,

—  NOpYUueHHS eK30KPUHHOI PYHKYIT niOuLIyHK080I 3a103U,;

— Jakmam- ayuoo3s

—  3ampumKa pocmy ma po3eumky

— 8 OKpeMux 8unaokax — eHyegaiomionamis, Aamaxcis, 0emeHyis, npoepecyroyd 308HiuHs
ogpmanvmonnezia npu mpancgopmayii cunopoma Ilipcona é cunopom Kepuca-Ceiipa.

JlikyBaHHSI. KOpEKIis TSOKKUX TOPYIIeHb (PYHKINT KICTIKOBOTO MO3KY, CHMIITOMaTH4YHA Ta
MMOCUHPOMHA TEPEMis K ¥ MPHU 1HITUX MITOXOHAPIATILHUX 3aXBOPIOBAHHSIX.

Myrauii B sigepniii IHK



I'anyrapoBa ammaemisi. Tun ycnaakyBaHHs X-3U€IUIEHMM PELIECUBHUNM Ta ayTOCOMHO-
perecuBHUI. 3aXBOpIOBaHHS 00yMOBIICHE MHOKHHHUM JeiruToM diaBonpoTeiHoBuX ammi-CoA-

nerigporenas. Buninstors 3 GopMu 3aXBOPIOBAHHS

Iepma ¢gopma - B pe3ynbTari AedekTy B MeTab0i3Mi JII3UHY Ta TpUNTo(haHy, 3HIKECHHS

KapHiTUHY. J{71s1 1i€l popMH XapaKTEPHUMH CUMITOMAaMH €:
-peCcHipaTOpHUNA TUCTPEC-CHHIPOM,;
-Makporedatis,

-ppOHTaTEHO-CKPOHEBA aTpOdis;

-roctpi eHredanonatuuHi Kpusu (B 6-18micsiis);
-JICCTPYKIIisi CMYyracToro Tija (crpiaTryma);

-M’' 130Ba T'1IIOTOHIS,

-OJIFOBaHHA,

-IelaTOCIUIEHOMET AJIis,

-He3BUYAHNN 3amax ceui;

-aHEMIS,

-y cedi MiBUIIEHHS PiBHSA TIYTapOBOi KUCIOTH, TIIyTapUIKapHITUHY, 3HUKEHHS KapHITHHY.

Tepamisi: kapHITHH, OOMEXEHHS Ji3MHY Ta TpunTodany,

CHPUATIUBUHN MPU PAHHBOMY BCTAHOBJICHHI J[IarHO3Y.

pubodagiH.

[Iporuo3

Jpyra dopma riayTapoBoi amuaeMii CKJIaIaeTbes 13 JIETATbHOI, HEOHaTaabHOI (Gopmu 3
YPOJDKEHUMH aHOMalliIMH, HEOHAaTaldbHOI (GopMHu 0e€3 BpOIKEHUX aHOMAalii, 1H(GAHTUIBHOI,

TUTAYOI Ta Mi3HBOT POPM .

/lna nei XapaKkTepHUM €:
-XBOPIIOTH MIEPEBAXKHO XJIOTII];
-pecripaTOpHHUI TUCTPEC-CUHAPOM;
-M’ s130Ba T1MOTOHIS, JIETApPTisi, KOMa;
-OJIFOBaHHA,
-TeaTOCIUIEHOMET AITIS
-He3BUYATHUHN 3amax ceul;

-aHEMIS,
-4epPENHO-JUIIbOB1 TUCMOPIii;
- y cedl — opraHiuHi KHCIJIOTH,

-KT-nerenepariis MO3Ky;

-HasBHi anomatii [LIKT, momikicTo3 HUPOK, BPOKEH] BaAH CEpIIs,;

-paHHs MaHidecTalis, THKKUHN nepedir, paHHsS CMEPTh;



JIikyBaHHS: BYIJIE€BOJHI MOBUHHI CTaHOBUTH /5% ychoro paifiony, 3HIKEHHs Oifka 10
1,51/kr/n06y, xupis 1o 3 r/kr/no0y. BukopructoByroThcs OikapOooHaTH, pidbodaasin, L-kapHiTHH. Y
nepioa MeTaboNIYHUX KPU31B — BBEJICHHS IIIOKO3U 3 1HCYJIIHOM Ta METUJICHOBOTO CUHBOTO B /1031 2
MT/KT.

Jlna mpemuoi ¢popmu TIyTapoBOi anueMii XapaKTEePHIUMH CUMIITOMAMH €:
-OoBaHHS, HYJIOTA,

-)KOBTSIHUIIS, TETIaTOCTITICHOMETTis;

-M’ s130Ba Cc1a01CTh, TIIIOTOHIS,

-y cedi —OpraHiuHi KUCJIOTH.

IIpu nposenenni KT Binmivuena arpodis 615101 cyOcTaHiii MO3KYy.

VY JikyBaHHI TIyTapoBOI aluaeMii OCHOBHUMHU € TIMOBYIJIEBOJHA Ai€Ta, pubodnasiH, L-
KapHITHH.

dymaposa anuaemis onrcana Zinn ta criBasropamu B 1968pomi. Tun ycrnaakyBaHHS -
ayTOCOMHO-periecuBHU. MaHnidecrarlisi 3aXBOpIOBaHHS yacTime B 5-7 MicAiB. XapaKTepHUMHU
O3HaKaMHu € OJIIOBaHHsI, TIOTAaHWW MPHUPICT MACH TiNA, MiABUINCHA 30yAJMBICTh, TOHIKO-KJIOHIYHI
CYAOMH, TUCTOHIs, Mikpouedais, ayTu3M, y cedi — BUCOKa KOHLEHTpallist (pymMapoBoi KUCIOTH, B
KpoBI — migBuieHHs Jaktaty, mipyBary. [Ipm KT — artpodis kopu MO3Ky, pO3IIMPEHHS
[IUTYHOYKOBOI CHUCTEMH, areHe3is MO30JSCTOrO Tijia, MOXJIHMBI KiCTU MO3KY, B OionmTatax M’ s3iB —
“pBaHi” yepBOHI BOJIOKHA.

JlikyBauHs: mieta, 30aradena ByriaeBogamu; Koensum Q-10 - 60-90vr / mo0y;lluroxpom
C -4,08 / m a6o B / B Ne 10. PekomeH10BaHO yacTe TOyBaHHS XBOPHX. [IpOrHO3 — HECTIPUSATIUBHIA
(cMepTh Bi IHTEPKYPEHTHHX 1H(QEKITIi).

Hedinnt kommiaexkcy 1(NADH:CoQ-peaykrasza) — onucanuii y 1974 pomui Senior B.,
R.L.JungasycnagkyBaHHs — ayTOCOMHO-JIOMIHAHTHE, MOYKJIMBO PEIIECUBHE X-34EIlICHE.

Buninstors 3 Bapiantu aedinury:

1. HeonarajbHHWii, I SKOTO XapaKTEpHI M s30Ba TIMOTOHISA, 3aTpUMKa TICHXO-
MOTOPHOT'O PO3BUTKY, CEPIIEBO-CYIMHHA HEIOCTATHICTh. CMEPTh HACTAE B TIEPIII MICSIIl KHUTTSI.

2. Panniii auTsA4Mii, KU XapaKTepU3YEThCS PErPecOM HEPBOBO-TICUXIYHOTO PO3BHUTKY,
MIPOrPECyr0Uoi0 eHredanonarielo (3HWKEHHs IMaM’ sTi, eMOIliifHa JaOiIbHICTB), CyJOMaMH, SKi
PE3UCTEHTHI 0 Teparii, aTakci€o, TIyXOTOK, MIrMEHTHUM PETHHITOM, MOXIIMBE CIIOJNyYeHHS 3i
CIIACTUYHUM I1ape30M Ta PO3YMOBOIO BiICTaNICTIO.

3. BapianT acouiiioBanuii i3 cunapomom MELAS.

[Tepebir cuHIpPOMY NPOTPECYIOUUi, MPOTHO3 HECTPUATIUBUN TpU HEOHATATHHOMY
eOIOTI.

Hedpiunt kommiekcy 2 (cykuuuat:CoQ-peaykra3za) — omucanumii 'y 1984  pomi
J.E.RiqQsY¥YcnaakyBaHHs —ayTOCOMHO-IOMIiHAHTHE.

Jlist CHHIpOMY XapaKTEpHUMH O3HAKaMU € eHIle(aloMieonaTis, MiorJao0iHypisl, HU3bKHNA
3picT, JEMEHIIisl, MIOKJIOHYCH, JAe(iluUT aKoHifa3u, CyKOuHUIAerigporeHasu. Ilepedir
3aXBOPIOBaHHSA MPOTPECYIOYUN.



Jedinut xommiekcy 3 (CoQamuroxpom C okcuaopenykrasza) —onucanuii y 1984 pori
A.J.Spiro.YcmaakyBaHHsS MOXIIUBE SIK MEHETIBChbKE, TaK 1 MaTepuHChbKe. Buasuisiors 3 BapiaHTH
ne0I0Ty 3aXBOPIOBAHHS!

-nHeonamanwvhui (reHepaiizoBaHa M’ s130Ba TIIIOTOHIS, TAaKTaT-aI[|103),

-panniic Oumsauuit (MioraTisi, aTakcis, CEHCOpPHA MOJIHEBPOIATIs, TIyX0Ta, 3HUKEHHS
TOCTPOTH 30pY, IIrMEHTHUH pPETUHIT, HU3BKOPOCIICTh, IIYKPOBUH adia0eT, NpOKCHMAabHI
TyOynonarii),

-0opocauit mun (Mionaris, M s130Ba atpodis, eHiedanonaris, kapaiomionaris). ITepedir
CUHApPOMY - TIporpecyroumii. Perpecis o3Hak po3BUBaiacs dYepe3 3 POKH BiJ IMOYATKY
3aXBOPIOBaHHS.

Hedpiunt Kommiekcy 4-ro auxajibHoro jganmiora (muroxpom C-okcumasza). Tum
YCTAJKyBaHHS - ayTOCOMHO-PELIECUBHHUMA. BUIINAIOTE MiomaTHUHY Ta MYJIbTHCHUCTEMHY (OPMH
CHHAPOMY.

Mionamuuna ghopma ninutbes Ha paranbHy Ta J0OposiKicHY. OCHOBHUMHU CUMIITOMAMHU €
Mmiomnarig. [louaTok 3axBOprOBaHHS - Ha MEPIIOMY pOI KXUTTA. Mynsmucucmemui eapianmu
MaloTh nepeodir sk eHnedanonarii abo acouioThCA 3 IHIIMMU cUHApoMaMu. DaTanpHUIl BapiaHT
MPOSIBJISIETBCS. B HEOHATALHOMY TIEPIOJl  IUXAIbHUMHU po3iagaMu, JIU(Py3HOI M S30BOIO
TINOTOHIEI0, 3HUKCHHIM CYXOXWIBHHX PEQIIEKCIB, YPOKCHUM JIAKTAT-al[UA030M. Y JESIKUX
XBOPHX — HasBHA HHPKOBAa HEAOCTATHICTH (cuHIpom @DaHkoHi) ym KapaiomiomaTis. XBopi
MIOMHUPAIOTh Y Billl 710 poky. JloOposikicHa iH(aHTHIFHA MITOXOHApialbHa HEAOCTATHICTh BKIIIOYAE
B cebc Tpuxomomiauctpodio Ta MITOXOHIpiaabHi eHmedansonarii (xBopobda Jles, xBopobOa
Anbriepca).

IMiarocrpa HekpoTru3ywua eHunedanomieaonarisa Jles omucana B 1951 poui D.Leigh.
Ile xBOpoOa MEpIIOro-aApPyroro pokKy KUTTA (piaAko 40 7 PoOKiB). YcmaakyBaHHS — ayTOCOMHO-
periecuBHe, X-34eIICHE PEIIECUBHE, MITOXOH IpiaasHe. KpuTepisimMu fgiarHosy e:

-e0I0T 13 APYTrOTO THXKHS XKUTTS 1 10 7 POKIB,;

- aTaKcii, 3aTPUMKH IICUXOMOTOPHOT'O PO3BUTKY a00 perpecis po3BHUTKY;
-CIIACTUYHICTH a00 M’ S130Ba TIIIOTOHIA;

-aTpoisi 30pOBUX HEPBiB, MIrMEHTHUH PETHUHIT, OPTATBMOILJIETIS, HiCTarM,
-Peite-moniOuuii cuapOM:

-JIaKTaT-alu 103,

-TOCTPE BUCHA)XCHHS TTICIIS 3BUYAMHUX 1H(EKITIN;

-mpu  obcTekeHHi Komir fotepHoo Tomorpadicro (KT) — cumerpuyHe ypakeHHS
0a3aabHUX TAHTJIIB, JETeHepallis CepeIHLOTO MO3KY, Oa3aJbHUX TaHTJIIiB.

JlikyBanHs: BiTamiHOTepanis, L-kapHiTHH, kKoeH3uM Q1o

Jlns mporpecyrodoi ckiepo3yrouoi moaionuctpodii Anbnepca (omucana B 1931 poui
B.J.Alpers ayTocoMHO-peIieCHBHIIA THIT YCIIaJKyBaHH) XapaKTePHUMUA CHMITOMaMH €:

-reHepasizoBaHi a00 TOHIKO-KJIOHIYHI CYIOMH, 3aTPUMKA IICHXOMOTOPHOTO PO3BUTKY
(31IMP);

-[IOPYIICHHS HEBPOJIOTIYHOTO CTATYCy, JIeTapris;



-reaTOMET i

-3HIDKEHHSI 30pY Ta CITyXY.

Jyist rocTpoi HeonamanvHoi ghopmu cundopomy Anvnepca XapakTepHi:
-mikporuedanis, 3[IMP;

-nedopMallis TpyAHOIT KIITKH, 3HUKCHHS PyXJIHBOCTI CYTJIO01B,;
-HEOHATAJIbHI CYZIOMH, TOPYIICHHS KOBTaHHS.

ITpu KT arpodis kopu MO3KY, JereHepariisi cipoi cyOcTaHIii MO3KY. Y KpOBi: MiJBUIICHI
JaKTaT, TMIpyBaT, TinepOuTipyOiHeMis, TinmepamMaHieMis, 3HWKCHHS anbOyMiHY, NpPOTPOMOIHY.
JlikyBanHs He po3pobsieHe. MOKIIMBE BUKOPUCTAHHS KapHITHHY, TIaMiHy, YOIXiHOHY.

Jedinur kommiaekcy 5 (3axBoproBanHs onucane B 1976 poui D.L.Scchotland),
npuuynHoro € ToukoBa Mytarliss MT/IHK. Kpurepisimu niarnosy e€: 3[IMP, mirMeHTHHI pETHHIT,
CyJIOMH, aTakcisl, IeMeHiIis, miomaris. [lepedir mporpecyrounii, MPOTHO3 HECTIPUSATIUBUM.

Hedinnt koensumy Q (cuuapom omwmcanuii y 1989 poui, S.Ogasaharacnisasropamn).
Tun ycnagkyBaHHsS He yTOUHEHHH. /[ cMHIpOMY € XapakTepHUMHU MeTaOOoJi4HI KPHU3H, Mionaris,
3HIKEHHS 30py, TJIyXOTa, 1HCYJABTOMOMIOHI emi30/u, arakcis, cuHApoM DaHKOHI, E€HIOKPHHHI
MOPYIIIEHHS, JIAKTAT-aI[U/103, 3HIKEHHS aKTUBHOCTI (DEPMEHTIB AUXAIBHOTO JIaHItora. JIikyBaHHS:
Bitaminu C, K, pubo¢nasin, koensum C, CyKIMHAT HATPIIO.

3axBopoBaHHs, SIKi NOB fi3aHi 3 TMOpPYWIEeHHAM MeTa0oi3My MOJOYHOI Ta
MiPpOBMHOIPAIHOI KHCJIOT:

Je¢innT nipyBarkapookcuaasu (cuuapom onucanuii y 1968 poui (F.A.Hommes) Tun
yCIaJKyBaHHS ayTOCOMHO-PEIECHBHHMA. 3aXBOPIOBAaHHS MPOSBISIETHCSI B HEOHATATIHLHOMY IEPiOJi.
Jlnst CMHIpOMY XapaKTepHI CyIOoMH, pedpakTOpHI 10 CTaHAAPTHOI Teparii, CHMOTOMOKOMILIEKC
“MsBOT AUTHUHU'. Y KPOBI MiJABUIIEHHS PIBHS KETOHOBHX TiJI, TiEpaMOHIEMIs, TiMEPIIi3UHEMIs.
BiamiveHo 3HMKEHHST aKTUBHOCTI MPYyBaTKapOOKCHUIIA3HM B CKEJICTHUX M’ sI3aX.

HediunT nipyBataeriaporenasu (cunapom onucanmii y 1987 poui B.H.Robinson et all,
nedext Ha 3-1 XpoMocoMmi, X-XpOMOCOMI, YCIaJKyBaHHs ayTOCOMHO-PElecHBHE 1 X-34elicHe)
MPOSIBISAETHCA 3 GOpMaMH. HEOHATAIBHOI, 1HPAHTHUIFHOIO Ta JOOPOsIKiCHOI0. {151 HEOHATANBHOI,
3MOSIKICHOT ()OpMU CHHAPOMY, TIPH SIKI CMEPTh HAacTae A0 8 MICHIIIB BiJl TUXaTbHOI HEIOCTATHOCTI,
XapakTepHUMHU €. HHU3bKa Maca TiJla, KOPOTKI Majblli, M s30Ba TIMOTOHIsA, CTPUAOP, CYIOMH, SIKi
pPEe3UCTEeHTHI 10 Teparii. B kpoBi - anumo3, miaBuineHi Jakrar, mipysaTt. Ha KT — nucrenesis Mo3ky.

Buninserscs inganTuinpHa (opma, Ipu SKId TITH KUBYTh 10 3 POKIB. XapaKTepHUMHU
CHUMIITOMAaMHU CHHIPOMY €:

-OmroBaHHs, TinoTpodis, MionaTisi, mapes3u, CyA0MH, IKi pe3UCTEHTHI J10 JIKyBaHHS,

-3IIMP, 3HMXKEHHS TOCTPOTH 30py, Hape3u, HicTarMm, AMXaIbHI PO3JTaau, B KPOBI -
niaBuieHi nakrar, mipysar. Ha KT —aTtpodis Mmo3ky.

Jas nodposikicHoi ¢gopMHU CHHAPOMY XapaKTepHI aTakcCis, M si30Ba IUCTOHIs, Miomaris,
M’ si30Ba arpodis, 3IIMP, mikpouedanisi, 0OMeKeHHS PyXy OUHHUX SIOJTYK. Y KPOBI - JTJaKTaT-alll103.

JIikyBaHHS: KeTOTeHHas JieTa, 1o 3abesneuye a0 75% eHepreTWYHHH MOTpedU 3a
pPaxyHOK HaJXOKEHHs XKHPiB, 10 15% -6inkis i aume g0 10% -Byraesoxais; tiamid - 25-100mr /
kr Ha 100y (50-200wmr / no0y); tioktoBa kuciora - 5-50 mr / mo0y (mo 100-500mr / no0Oy);
nimedpocdon - 30mr / kr Ha 100Yy; sIHTApHA KUCIIOTA - 10 6 T / 100Yy.



Hedexr nurigpominoinrpancanerniasu (onucanuii y 1990 pomi b. PobGinconom i
CITBABTOPAaMH), YCHAJKYBaHHS — ayTOCOMHO-PELECHBHE) XapaKTepPH3YEThCs Mikpouedaiero,
eMmiKaHTOM, aTpodi€l0 30pOBHUX HEPBIB, MiONAaTi€lo, SKa 3MIHIOETbCS TeTpamape3oM. Y KpoBi
MIJBHINCHI:  JIaKTaT, TipyBaT, ajaHiH, aMOHIW, BIAMIYEHO  3HIDKCHHS  aAKTHBHOCTI
JTUT1ApOTINOUITpaH calleTHIa3u. Y cedl BiAMIYeHa OpTraHiyHa aluaypisl.

Jedinutr gurinpoainoinigerinporenasm (omucanuit 'y 1981 pomi, ycmagkyBaHHS
ayTOCOMHO-PEIIECHBHE), XapaKTePU3YEThCSA PECIIPATOPHUM CTPHIOPOM, 3HIDKCHHSM TOCTPOTH
30py, arpodi€ro 30pOBUX HEPBIB, M 5A30BOI0 TimoToHieto, 3[IMP. ¥V kpoBi miABHILEHI: JaKTart,
mipyBaT,  anaHiH, anbda-kerormyrapar.  HasBauit nedimuT B yCiX  OpraHax
auTigpoinoungerigporenasu. [Ipu JlikyBaHHI BHKOPUCTOBYIOTHCS TiaMiH, KapHITHH, TUXJIOpAIETaT,
Ji€Ta 3 BUCOKUM BMICTOM JKUPY Ta OOMEKEHHSIM BYTJICBOIHIB.

Hedinnt cyknunataerinporenasm (onucanuit y 1981 pomi R.S.Sengers et all.)
XapaKTEPU3YETHCS MPOTPECYIOUUM TEpeOIroM 1 MPOSBISETHCS eHIledanonaTieto, TimepTpodiaHOO
Kap/110M10TIaTI€IO.

Jedinut anbda-kerorayraparaerinporenasu (onucanuit y 1981poui b. Po6GiHcoHoM i
CIIBaBTOPAMH, YCIaJKyBaHHS — ayTOCOMHO-PEIIECHBHE). XapaKTepU3YETHCS JIAKTaT-alliI030M,
MOPYUICHHSM KOBTaHHS, PO3JIaJIOM JUXaTbHUX (DYHKIIHM, CIACTUYHUM TETpamape3oM, po3yMOBOIO
BIICTAJIICTIO, CyAOMaMH. Y KpOBI - TIJBWINEHI. JIaKTaT, TipyBaT, alb(a-KeTorayrapar,
metabmivyauit aruno3. [pu KT — kictu 6a3anpHUX raHriiiB, Tanamycy. IIporHo3 HeCHpHUSTIUBUIM.
CMepTh Ha 1-My pOIIi KUTTS.

MopymenHns okucaenus xkupaux kucjaor (KK)

I'eneTnuni neeKTH OKUCIEHHS >KUPHUX KUCIOT MPOSBISETHCS Y PAaHHbOMY JUTHHCTBI,
4acTO TIMOKETOHEMIYHIA KOMi, JOBTOMY TOJIOAYBaHHi, omeparii, iHpekmii. [Ipu rinepamoniemii
MOXYTh TPOSIBIATUCS CHUMITOMH TEUYIHKOBOI HEJOCTAaTHOCTI. Jle(eKTH OKHCIEHHS BUKJIMKAIOTH
MiormarTito, OuUTb, TOCTpUH MioNi3 Npu (I3UYHOMY HABaHTAXKEHHI, KapaioMiomnarii. Yci aedextu
OKHCIICHHS JKUPHUX KHCIIOT YCHaJKOBYIOTbCS 3a ayTOCOMHO-pEIleCHBHUM TunoM. Ilpu
J1a00paTOPHOMY OOCTEKEHHI BHUSBIISIETHCS TIMOTIIKEMIs, TIiABUIICHHS TEYIHKOBUX (PEPMEHTIB,
JaKTaTy, KpeaTHuHKiHA31, MIOTJI00iHY. Y Mmia3Mi KpOBi BiIMIYa€ThCS 3HUKEHHS 3arajbHOrO BMICTY
KapHiTHHY. [l BCTaHOBJIGHHsSI [iarHO3y BHUKOPUCTOBYEThCS TecT ['arpio (BU3HAYCHHIO
cienudiuHUX MeTabouiTiB). Y ceui 3'SBISAIOTBCS iKapOOKCWIBbHI KUCIOTH. [IpoBonmsThes
SH3UMOJIOT1uHI nocmipkeHHs (GpidpodaacTtu, TiMpouTH).

[Ipu smiKyBaHHI BHUKOPHCTOBYETHCS BBEACHHS TJIIOKO3M, IHCYNiHY. He Mo)Ha BBOIUTH
minigu. BukmtounTtn rononyBaHHs Oinbmie Hik 8-12 rogws. Ilpu roctpux craHax — 3amiHHE
MepeNuBaHHs KPOBi, FeMO/Tiai3.

IlepeunHa HemocTaTHicTh KapuiTuHy (omucana B 1990 pomi I. Tein et all.,
yCIaJIKyBaHHSI ayTOCOMHO-PELIECHBHE) BHHUKAE BHACIHIJOK HEIOCTaTHbOI HHPKOBOI peabcopOril
KapHiTHHY. JIJIsi 3axBOPIOBaHHS XapaKTepHi. Kapiiomiomaris, M si30Ba TIMOTOHIS, B’SJIICTB,
JeTaprisi, emi30 TinoriikeMii, Ie4iHKOBa HEJJOCTATHICTh. Y IUIa3Mi KPOBI 3HWKCHHS KapHITUHY
(5-15%pgin HOpMH), B cedi — M IBUILECHUN BUIbHUI KapHITHH, OPraHiYHI KUCIOTH.

JlikyBanHsi: L-kKapHITHHOM TIiJT KOHTPOJEM MOro piBHS B CHPOBATIll KpOBI, Ji€Ta 3
0OMEKEHHSIM JKHPY.

HenocraThicTh KapHiTHHIAAbMIiTOLITPaHCcepa3n 1 (cunapom omucanuii y 1970porri
W.G.Engel et all.);run ycnankyBaHHS ayTOCOMHO-PELIECHBHUIT) TPOSBISIETHCS B PAHHBOMY Billi
PO3BUTKOM HEKETOHEMIYHOI TIMOTIIKEMIYHOT KOMH, TelaToMEralli€lo, aruao30M. Y Ij1a3Mi BIBidl
3HIKCHUU 3arajbHUN BMICT KapHITHHY, aumikapHiTHHIB MeHIIe 20%. Y cedi HasBHI OpraHiuHi
KHCJIOTH, BIJICYTHICTH JiKapOOKcuiiB. Y ¢iOpobiacTax Ta KIITHHAX MEYIHKU 3HWKEHHS (EPMEHTY
KapHITHHOAIbMITOUT-Tpancdepasu 1.



HenocrarHicTs kapHiTHH-TpaHca0Ka3u (omucana B 1992poui Ctewii, ycnaakoBYEThCS
32 ayTOCOMHO-PEICCHBHUM THUIIOM) Ma€ MPOrPECYIOUYHH, HECIPUATINBUN MPOTHO3. [IposIBIAETHCS
CyIOMaMH, arHoe, OpaJuKapaiero, renaToMeraieo, MionaTiero, KOMOo, KapAaioMionaTiero. Y KpoBi
BTpUYl 3HIKEHHS KapHITHHY, amwikapHiTHHIB 80%. BigmidaeThcsi 3HMWKEHHS aKTHBHOCTI
(dhepMeHTy KapHITHH-TpaHCIIOKa3u. CMepTh HACTA€ B TIEPIII MICSIll XKHUTTSI.

HenocrarhicTs KapHiTHHIAABMITOLITPaHCcpepa3n 2 (onmucana B 1979poui H.L.Scholte
et all., ycmagkyBaHHst — ayTOCOMHO-PEIIECHBHE), XBOPIIOTh MEPEBasKHO XJIOMII. J[JIs1 3aXBOpIOBaHHS
XapaKTepHI CHMIITOMH: KapaioMiomnaTii, ypaKeHHs MEeUiHKH, Mpu NoMipHiil gopmi (Bik Oinbire 15
pPOKiB) — M’s30Ba TiMOTOHIsA, MIOTJIO0IHYpis, TOCTpHH HEKpo3 M s3iB  (HAIpPUKIAL IiCHs
JMXOMaHKH). Y IJIa3Mi — 3HW)KEHHsI KapHITHHY, anmikapHiTuHIB (40-80%).Y ceui — opraniuni
KHUCJIOTH, BIACYTHICTh TUKApOOKCHIIIB. BiIMiUueHO 3HWIKEHHS AKTHMBHOCTI B CKEIIETHHUX M sI3aX
KapHITHHNAIbMITOUITpanchepasu 2.

Hedpiunt aunia-Co-A-geriiporeHasu KUPHUX KUCIOT 3 JOBIMM BYTJIEBOJHUM JAHIIOTOM
(VLCAD). Omucanmit y 1985poui Hale et all.. Tun ycmagkyBaHHs — aBTOHOMHO-PELIECUBHUIA.
MyTaHTHUH Te€H JIOKAJII30BaHUH Ha JOBTOMY Tuiedi 2 XxpoMocomH. [IposiBu cuHapomy:. OIroBaHHS,
HYyJ0Ta, M 530Ba TIMOTOHIfA, CYAOMH, KOMa, PECHipaTOpHHHA IUCTpec-CHHAPOM, Kapaiomiomarisi,
Mianerii, remaromeranisi, mikporedanis, 3[IMP. Biamidaerbcst opraniuaa amuaypis. Y 1mazmi —
XKUPHI KucIoTH. HasiBHA MiOTIIO01HYpIS.

Hegpinnt  3Tigpoxkcnnanuia-Co-A-aerigporeHasm KUpHUX KHUCIOT 3  JIOBTHM
ByriieBoAHMM JaHmoroMm (ommcanumii 'y 1989 pori Wanders R. et all.yun ycmagkyBaHHS-
ayTOCOMHO-pPEIIeCUBHUN). BUAiIs0Th TSDKKY Ta Jerky ¢opmu. Manidecranis Tsokkoi (opmu
CUHIApPOMY Ha 3-7-My MiCAIl KUTTS. XapakTepHI TOCTPUH TMOYATOK, OOBaHHS, miapes, Peiie-
NOMIOHUN CHHPOM, PECHipaTOPHHUIA TUCTPEC-CHHAPOM, M’ A30Ba CIa0iCTh, TMOTOHIA, MOPYIICHHS
ceimomocti, cynomu, 3IIMP, momiHeBpomarisi, TIrMEHTHUHA PETHUHIT, TinepTpodidHa
kapaiomionatisi. CMepTh HacTae BiJ cepueBoi abo HUPKOBOI HepoctatHocTi. /[l nerkoi Gpopmu
XapakTepHi Hy/0Ta, HAMAIX TIMOTIIKeMIi, JJaKTaT-aua03, aluaypis, y Tia3Mi — MABUIICH] KUPHI
KHCJIOTH.

Jedinnt anmia-Co-A-geriiporeHa3sm >KUPHUX KHCIOT 13 CEpPEeIHIM BYIJIEBOJHUM
nanmorom (MCAD) 3yctpidaescs i3 gacrororo 1:6000 érucanmii y 1976 porii N. Gregersen et
all.). Tum ycmagkyBaHHS CHHAPOMY ayTOCOMHO-peliecHMBHUE. Yacrinie 3aXBOpIOBaHHS
MPOSIBIISIETHCS TOCTPO Y Birll Bif 3 MICAIIB 10 3 POKiB. XapaKTEpPHUMH CUMIITOMaMH €. OJIFOBaHHS,
miapesi, cynomu, Peiie-momiOHuil cUHApPOM, mporpecyrouuii Merabomiuauii kpu3 (micas 8-164
TOJIMHK TOJOAYBAaHHS, MPHU 3aXBOPIOBAHHSIX, OMEpallii) — MOSBISETHCS COHJIHMBICTB, JIETApris,
HyznoTa. BiIcyTHICTh IEPBUHHOTO YPAKEHHSI M’ s131B. XapaKTePHI TIOTIIIKEMIs, alluIypis.

Hedinur aumia-Co-A-gerigporeHasm S>KUPHUX KHCJIOT 13 KOPOTKHUM BYIJIEBOJHUM
nanmorom (cuaapom ommcanuit 'y 1984 poui D.Turnbull i cmie et all., aBropamu, ayrocomuo-
PCLICCUBHUI THUIN yCHAJAKyBaHHS) HPOSBISETHCS TCHEPATI30BaHOK Ta M’ sA30BOK0 (opmamu. J[is
reHepaizoBaHoi GopMH CHHAPOMY XapaKTEepHIi: paHHS MaHidecTallisi, M’ s30Ba JUCTOHIS, Cy/IOMH,
omoBanus, 3IIMP, miorownis, Bucunu. Jlns M’s30Boi GopMu XapakTepHi: MiomaTisi, 3HHKEHHS
IMyHITETY, METa0OJIYHUA anuI03, BIJICYTHICTH Timoriikemii. Y cedl XBOpPUX ITiABHUIICHA
ETUIMAJIOHOBA KHCIIOTA, OYTUPYIITITIINH, allMIKAPHITUHH, )KUPHI KUCIIOTH.

JlikyBanns aedinuty anetmin-KoA-neriaporeHasu KUpPHUX KUCJIOT 3 TOBIUM, KOPOTKHM Ta
Cepe/IHIM BYIJICBOJHUM JIAHI[IOTOM: Ji€Ta 31 3HMKEHUM BMicToM xHpiB (1o 15-20% mobGosoro
pariony), 36aradena Byriesogamu (10 60-70%go060Boro pamiony); pudoduasin - 3-20Mr / Kr Ha
1060y B 4 npuiiomu (1o 25-50mr / 100y); neBokaphitina 20%po3uwn 10 100mr / kT Ha 100y .

3arajbHi NPUHHIOMNM KOMIUIEKCHOTO JIIKYBaHHSI XBOPHMX MIiTOXOHJpPiaJbHUMH
XBOpOOaMHu:



— 0OMEeXCEHHS JIETKO3aCBOIOBAHUX BYTIIEBOIB B AieTi xBopux (1o 10T / xr macwu Tina);

— BHUKOPHUCTaHHS KOPEKTOPIB aKTUBHOTO IMEPEHOCY €IEKTPOHIB 3a IUXAIBHUM JIAHIIOTOM,;

— BBEJICHHS KO(aKTOPiB €H3UMHUX PEaKIii, 110 TPOTIKAIOTh B KIIITHHAX;

— TMONepeKeHHs MPOTrpecyBaHHs YIIKOHKEHb MITOXOHAPIH;

— JTKBiJaIis JJAKTaT-aua03y,

— yCyHEHHS nediuTy KapHITHHY;

— TMpU3HAYECHHS aHTUOKCUIAHTIB,

— BHUKOPUCTaHHS CUMITOMAaTUYHUX 3aCO0I1B;

— TMONEepeKCHHS BTOPUHHUX MITOXOHJPIadbHUX TUCPYHKIIII.

I'pynu jikapchbKuX npenaparis, CIPAMOBaHi HA KOPEKUil0 MITOXOHAPiaJIbHUX MOPYLIEHb!

l-rpyna - 3aco0u, cipsIMOBaHI Ha aKTHBAIIIIO MIEPEHOCY €JIEKTPOHIB 3a IUXaJIbHUM JIAHIIOTOM:

— xoeH3uM Q.-10 - 30-6Qur / noOy npotsirom 2 mic. (4-5mr / xr B 100y B 2 npuiiomu);
— xygecan - 30-150mr / 100y (kypc - 2 mic.) 2-3kypcu Ha pik. [linTpumyroua no3a - 15-30mr
/ o6y (y pmakoni 20mr; 1 M mictute 30 Mr koeHzumy Q-10i 4.5wmr Bitaminy E);
— SluTapna kuciota - 8-10wmr / xr Ha 100y npotsrom 2 mic. (3 nHi npuiioMm, 2 1HI epepsa),
10 6 r/mo0y npu nedinuTi quxansHOro Komruiekcey 1 i pedinuti mipyBaTAeriqporeHasHoro
KOMILIEKCY.
2-rpyma - 3acobu koakTopHO# Teparii (cepeaHs TPUBAIICTh Kypey - 1 mic):

— HikotuHaMif - 20-30mr / 100y;

— puboduasin - 20-30mr / 100y (3-20mr / kT B 100y B 4 ipuiiomn);

— tiamiH - 20-30mr / 100y (25-100mr / kr Ha 100Y);

— TiokToBa kuciota - 100-200wvr / 106y (5-50mr / 1006y);

— OiotuH - 5mr / 100y (y Baxkkux Bumaakax g0 20 mr / 100y).
3-rpyna - KOpeKTOpu MOPYIIEHOT0 0OMiHY KHUPHUX KUCIIOT:

—  20%po3unH jgeBokapHitina - 30-50mr / k1 Ha 100y npotsarom 3-4 wmic. (mpuiimMatu 10 1Ki,
PO30aBUBIIIH PiAUHOIO);
— JeBOKapHiTiH - 25-100mr / kr B 100y B 4 npuiioMu.
4-rpyma - 3aco0u, CHOpPSMOBaHI Ha TMOMEPEIHKEHHS BIUIbHO-PATUKAIBHOTO  IOIIKOHKCHHS
MITOXOHpIaTbHUX MeMOpaH (mpuiioM mpoTsIrom 3-4 THXKHIB):

— ackopbOinoBa kuciora - 200-500mr / 100y;
— Biramid E - 50-300mr / 100y.
Koppexkuust nakrar-anuaosa:

— nimedocdon - 30mr / kr (1 mic.);
— gixjoparerat - 15mr / kr B 100y B 3 puiiomu (ITiABUIYETHCS PU3HK PO3BUTKY HEHpOMaTii
[IPH TPUBAJIOMY TIPUHOMI BHACIIOK AeIiUTY TiaMiHy);
— 2-XJIOpIpOIiOHAT.
IIpu JikyBaHHiI MIiTOXOHAPiaJbLHUX XBOPOO HEOOXiTHO:

— YHUKATU TPUBAIUX MEpPEepPB y MpUHoMi 1Ki, HaBAaHTAKEHHS BYTJICBOIaMHU,
— YHHKaTH HaAMIpHUX (PI3UYHUX HABAHTAXKECHB,
— TIPOBOJUTH JIKYBaHHS 1H(EKIIIH,
— TaM'sTaTd PO HETaTUBHHU BIUIMB Ha (YHKIIIOHYBAHHS MITOXOHJPIN Ay METUKAMEHTIB
(GapbiTypariB, mpemaparisB BaabIIPOEBOT KUCIOTH, XJI0paM(EHIKOITy, TETPALMKIIIHY Ta iH);
— 3a HagBHOCTI CYZIOMHOT'O CHHJIPOMY - IPOTUCYAOMHI 3aCO0H.
DakTOpH, 10 3HUAKYIOTH e(PEKTHUBHICTD JIKYBAHHS MITOXOHAPIAJbHUX XBOPOO:

— TPYIHOIII PaHHBOI JIarHOCTUKH,
— MaJjia BUBYEHICTh OKPEMHUX JIAHOK MaTOreHe3y XBOpoo;
— PIAKICHICTH NEAKuX (GOpM MaToIOrii;



TSOKKICTh CTAaHY XBOPHUX Y 3B'I3KY 3 MYJIBTUCUCTEMHICTIO YPaXKEHb;
BIJICYTHICTb €IMHOTO MOTJIALY Ha KpUTepii ePeKTUBHOCTI Teparlii.

JlikyBaHHSI MITOXOH/APiaJIbHUX XBOP0O, B OCHOBI AKHX JieskaTh MyTauil ssgepnoi JHK:

JedimuT mipyBaTaeriaporeHasHoro KOMIUIEKCY:

KETOreHHas Ji€Ta, 1m0 3a0e3neuye 10 /5% eHepreTHaHui NoTpedu 3a paxXyHOK
HAJXOKEHHS kupiB, 10 15% -6inkiB i mumre 10 10% -ByriieBoiB

tiamid - 25-100mr / kr Ha 100y (50-200Mmr / 100Y)

TiokTOBa KucioTa - 5-50mr / 106y (mo 100-500mr / 106y)

nimedocdon - 30mr / kr Ha 100y

sIHTaApHA KUCIIOTa - 10 6 T / 100y

Kerorennyto nieTy npu3HavyaioTh npu Ae(eKTi mipyBaTaeriaporeHasu i nedexri komriekcy 1

IIuTanHsA 1151 CAMOKOHTPOJII0

Etionoris i narorene3 MiTOXOHAPiaIbHUX XBOPOO.

SIki 3araJIbHOKITIHIYHI MPOSIBU MITOXOH/IPIaJIbHUX XBOPOO?

SIKi MeTo/IM A1arHOCTHKH BUKOPUCTOBYIOTH mpu MT3X?

Sxwit Tun ycnaakyBanas MT3X?

SIki Haii6IbIm yacTi kiniHiuHI nposiBu MT3X npu ypaxenni LITHC?

Ski a6 yacTi kaiHigHI TposiBu MT3X npu ypakeHH1 o4ei?

SIki Haii61IbI yacTi KiHiuHi nposiBu MT3X npu ypaxeHHi cepis?

Ski Haitbipm yacTi kaiHigHI TposBu MT3X npu ypaxxeHH1 MeYiHKU?

SIki HaifOIbI yacTi KiiHiuHi nposiBu MT3X npu ypaxxeHHI HUPOK?

10 Sxi waib6inem 4vacti kiaiHivHI nposisu MT3X mpu ypaxkenni LIKT, enmoxpuHHOI

CoNooRWNE

cucremMu?

11. Sxi nait6inpm yacTi kaiHIgHI TposiBu MT3X npu ypakeHHI KiCTKOBOT'O MO3KY?
12.Tlepeniuith kputepii aiarHoszy cunapomis Jlebepa, MERRF, MELAS Kepuca-Ceiipa.
13.Tlepeniuite MT3X, sixi moB’ si3ani 3 MyTarismu y saepaii JJHK.

14.TlepenivyiTh OCHOBHI MPUHIIUIIY JTIKYBaHHS MITOXOHPiaJbHUX 3aXBOPIOBAHb.

TecTn 1)1 nepeBipKM MOYATKOBOI0 PiBHA MiATOTOBKM:

1.

2.

Hyxneornana crpykrypa JJHK mitoxonapii ronunau 0yna po3mmdposana y:
A. 1971poui.
B. 1981potii.
C. 1984poui.
D. 1987potii.
E. 1991poui.
IIlo Take MiTOXOHApPiaILHI XBOPOOH?
A. XBopoOu, MPUYNHOIO SKUX € MYyTaIlil MITOXOHJIPIaJIbHUX T€HIB;
B. XBopoOwu, mpu SKKX MiJBUILEHA AKTUBHICTh MITOXOHJIPIH y pe3ysbTaTi BIUIUBY
(hakTOpiB TOBKIJLIA.
C. XBopoOu, MPUUUHOIO SKUX € CTPYKTYPHI IIepeOyT0BH XPOMOCOM.
D. XBopoOw, siKi BAHHKAIOTh Y PE3yJIbTaTi TOKCHYHOI i1 METUKAMEHTIB.
E. Yce nepepaxoBane BipHO.

3. Teropona3mis ue:

A. Hasguictp mume HopmanbHoi MTITHK.
B. HasBHicts nume myranTHoi MT/IHK.
C. HasBHicTb sik HOManbHO1, Tak i mytanTHOi MT/IHK.



D. Yce nepepaxoBaHe HE BipHE.
4. Haiibiabma KiJbKicTh MiTOXOHAPiii MiCTUTHCSI B TAKHX OpraHax.
A. Mo3ok, cepiie, CKeJIeTHI M s34, OYi.
B. Hupku, M030K, nediHka, JEereHi.
C. Cepue, HUPKH, 04i, IIUTONOII0HA 3aJ1034.
D. Ileuinka, cepie, 04i, HUPKH, IITYHOK.
E. Hupku, oui, neresi, cepiie, mKipa.
5.51ka poub MiTOXOH/piii y KJIITHHHOMY MeTa00J1i3Mi?
A. BiamoBimaroTe 3a CHHTES JIMIIB.
B. BignoingaroTh 3a CHHTE3 BYTJICBO/IIB.
C. BignoBizaroTh 3a CHHTE3 OLIKIB.
D. Binnosimarors 3a cuaTe3 ATO.
E. BinmoBigaroTh 3a 3BUIbHEHHS KIIITHH BiJ MIPOIYKTIB KaTab0Ii3My.
6. IIlo coboro npencrasJsie reaom MT-HK
A. JIBonaHIforoBa KibIieBa MOJIEKYJa
B. Hutkomnoxibna mosekymna
C. /IBonaHuIOroBa HUTKOMOAIOHA MOJIEKYJIa
D. OpnonaHIrorosa KijbIieBa MOJICKYJia
E. VYce nepepaxoBaHo BipHO
7. Jdas MtJHK xapakTepHa Taka BJacTHBICTb:
A. IlIBukuii TeMn MyTyBaHHS.
B. TloBuibHMIT TEMI MyTYyBaHHSI.
C. HasBHICTb iHTPOHIB.
D. He3nauna KUTbKICTh KON Y KOXKHIN KITITHHI.
E. baTbKiBChKHI XapaKTep yCIa KyBaHHS
8. SIkmii THN ycnaJaKyBaHHs XapakTepHui 1Js mitoxonapiaabHoi JHK?
A. BaTbKiBCHKUI THI yCTIaIKyBaHHS.
B. MarepuHCbKUH THTT yCIIaIKyBaHHS.
C. YcnaakyBanHs Bi 000X 0aThKiB.
D. YcnankyBaHHS TUTBKH Bi MaTepi A0 JOHBOK.
E. YcnankyBaHHS TiJbKU BiJ OaThbKa IO CHUHIB.
9. SIku MeTOoaH 3aCTOCOBYIOTHCS /IJISl TIaTHOCTHUKH MiTOXOHAPiaJbHUX XBOP0OO?
A. CingpoMolioriuHuil aHais.
B. KiinHiko-TeHialIOT1YHMI aHATI3.
C. BioxiMiuHi qoCiIKEeHHS.
D. biomcis M's31B Ta X MIKpOCKOIIIYHE JOCTIHKCHHS.
E. Yci nepepaxoBasi.
10. Haji6inb 1 inpopMaTUBHUM JIZKepesioM /1Jis1 BUsIBJIeHHs myTalliid mpu MT3 €:
[kipa.
Cnur3oBi 000JIOHKH.
M's3u.
Kpos.
CrnuHHHM MO30K.

moowz>

TecTn 11 KOHTPOJIIO KiHII€BOI'0 PiBHSA MiATOTOBKH:

1. SIkuii cHHAPOM MAa€ HA3BY CHHAPOMY “ PBAHMX Y€PBOHHUX BOJIOKOH":
JleGepa.
Kepnca-Ceiipa.
ITipcona.
MERRF.
MELAS.
2. CuMnToMm " pBaHHUX YEPBOHUX BOJOKOH" 3yCTPiUa€THCS MPH:
A. Cungpomi MERRF.

moowz>



B. Cunnpomi Kepnca-Ceiipa.
C. Cunmpomi MELAS.
D. Ycix nepepaxoBaHHX.
3. MiokJionyc-emijiencisi Bigoma mija Ha3BOI0 TAKOI0 CHHAPOMY:
. Kepnca-Ceiipa.
. IlipcoHna.
. MERRF.

moowp

4. Tlepe6ir xBopoou npu cunapomi MERRF:

I'octpuii.

. PeumauByrounii.

. XpOHIYHUH.

. [Iporpecyrounii.

3aTsKHUM.

apom MELAS o3nauae:

MiToxoHapianbHa eHuedanonaris, anrkaios.

JlakTar-anno3, IHCYJIBTH, aHOPEKCIs.

MiTtoxoHapianbHa eHledanonarTis, TakTaT-auma03, IHCYyIbTOMOAI0H] emi30H.

Miaunrii, arakcis.

[TopyiieHHs CBiTOMOCTI, MiaJIbrii, allkao3, BOTHUIIEBA HEBPOJIOTIYHA

CUMITOMAaTHKA.

6. Ilpu cunapomi MELAS roJioBHuii 0ib:

A. TlocriliHui.
B. Bupaxenuil.
C. TlomipHuii.
D. MirpenenonioHuii.
E. IlpucrynomnoaioHuii.
7. Cungpom Kepnca-Ceiipa BiTHOCHTBCSI 10 TAKOI TPy MiTOXOHAPOMNATIM:
A. MiceHc-MyTaHTHA MITOXOH/IPOTIATIS.
B. Myrarii B rerax TPHK.
C. Jenemii abo myrutikarii aiassHok MitoxoHapiansHoi JJHK.
D. Myrartii, o 3HWXKYIOTh KUTBKICTh KoMK MiToXoHApiansHOi JTHK.
E. Myramii B snepniit JIHK.
8. PiBeHnb Oisika y cnuHHOMO3KOBIii pinuni npu cunapomi Kepuca-Ceiipa:
A. B mexax Hopmu.
B. 3uumxenuii.
C. IligBuiennii.
D. 3anexuTh BiJ TSKKOCTI MIPOLIECY.
E. 3anexuts BiJ TpUBAIOCTI 3aXBOPIOBAHHS.

9. Pe¢paxTepHa cinepodsiacTHa aHeMisl 3 BAKYO0JIi3aLi€l0 KJIITHH KiCTKOBOI0 MO3KY Ta
€K30KPMHHOK TNCHYHKIIE0 MiIILUIYHKOBOI 32J1034 BiJloMa IiJi HA3BOK TAKOI0
CHHIpPOMY:

A. Kepnuca-Ceiipa.
B. Ilipcona.

C. MERRF.

D. MELAS.

E. JleGepa.

10.MitoxonapianbHa eHnedasionaris, JJakTaT-aluA03, iHCYyIbTONOAIOH] enizoam €

NMPOSIBOM TAKOT0 CHHAPOMY:
A. Kepnca-Ceiipa.
B. Ilipcona.
C. MERRF.
D. MELAS.
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E. Jlebepa.
11. Ilpu cunapomi Ilipcona BiaMivaeThesi TAKUI BU aHeMil:
A. 3amizogedinurHa.
B. ®onieBomedinuTHa.
C. lN'nomnactuyHa.
D. binkoBoaedinuTHa.
E. Biramin B12-nedinutHa.
12. ®enoTunona Tpanchopmanisa cunapomy Ilipcona MoxkIMBa y CHHAPOM:
Kepnca-Ceiipa.
NARP.
MERRF.
MELAS.
JleGepa.
13. SIki 3aco0u 3aCTOCOBYIOTH /IJIfl JIIKYBAHHSI MiTOXOH/IPiaJibHUX XBOPOO.
binkoBi rigpomnizaru.
INpapamnizaTy mimimiB.
[lepeHOCHUKY €NEKTPOHIB 10 TUXaJILHOMY JIAHIIOTY Ta KO-(paKTOpu eHeprooOMiHy.
I'imepocMosipHi COBOBI PO3YMHH.
I'emotpanchyszuu.

moowz>

moowz>,

Curyauiiini 3agaui.

3aoaua 1. lutuni 5 pokiB. CKapXUTbCd Ha 3HWKEHHS 30Dy, 3MiHYy TeMOpy Trojocy, 4acTi
MONIEPXyBaHHs, BTOMJIIOBAHICTh TiJ] 4Yac TpHWBajaoi pPO3MOBU. 3 aHaMHE3y BIJIOMO, IO JIaHi
CHUMIITOMH TTOCTYIIOBO TIOYaJI BUHUKATH 3 4 pIYHOTO BIKY.

3aBaaHHs: SKUH CHHIPOM MOKHA 3alTiI03PUTH Yy MaIli€eHTa?

3aoaua 2 Ha nipuiiom 3BepHyJacs MaTH 3 AiBUMHKOIO M., 12poKiB, 31 CKapramu Ha pi3ke 3HHKEHHS
y IUTHHU TOCTPOTH 30pYy JiBoro oka. Ha mpuifom HampaBuB OQTaiIbMOJIOT, y SKOTO TUTHHA
IpOTSroM 2 MicsuiB JikyBanacs. [Ipu o3HailoMiIeHH1 3 HalPaBJICHHSAM OKYJIiCTa BCTAHOBJICHO, 11O Y
JUTUHU B JIIBOMY OIll BiIMIiU€HI MIKPOAHTIOMNATisA CITKIBKH, HAOpSK IMCKa 30pOBOTO HepBa. 3
aHaMmHe3y BIJJIOMO, IO MoAiOHa KiiHiIKa Oyna y martepi, ajge TOCTpoTa 30py uepe3 2 POKH 3HAYHO
MOKpamaina, a y CTapuioi JOYKM 3HIDKCHHS TOCTPOTH 30py MNPU3YNHMHUTH HE Baanocs. [lpu
00’ €eKTUBHOMY OOCTEXEHHI JWUTHHM TATOJIOTis BHYTPIIIHIX OpraHiB He BHsABIEHA. Slke
3aXBOPIOBaHHS HEOOXiTHO 3amigo3putu? ki Bammi 1ii?

3aoauya 3. Ha npuiioM 3BepHYyJIacd MaTH 3 JUTHHOKW 7 POKIiB 32 HaNpPaBJIEHHSIM HEBPOJIOra.
Ckapru Ha cyaoMHu, siki pe3MCTeHTHi 10 Tepamii, M'si30By cJadKicTh, MirpeHbONnoaiOHUI
roJIOBHMM 0ijib, 0JIIOBaHHS Ta aHOpeKcilo. XBopie TuTHHA MpoTsArom 2 pokis. Binmiueno, 1o
AUTHHA BIICTA€ y POCTI, CIIOCTEPIracThcsi B €eHI0KPHHOJIOTa 3 MPUBOAY HYKPOBOro aiadeTy Ta
rinonaparupeo3y. Ilpu n1adoparopHomy o0cTekeHHiI BiIMi4eHO: B KPOBi — JIAKTaT-auMa03, B
aHaJi3i ceui — opraniuna anuaypis. flke 3axBopoBaHHS MoxKeTe 3amino3putu? Ski Bami
noaaJb I xii?

VII .MEPEJIK HABYAJIBHO-METOJUYHOI JITEPATYPH
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O.4A.I'peuaninoi, mnpod. P.B.boratuprosoi, mnpod. O.Il.Bosocousa. —  Kuis:

BCHU" Meaununa”, 2010. - 550c.
2. T.B.Copoxkman, B.ILIlimak, I.B.JIactiBka, O.I.BosiocoBensn, P.€ Byruk. Kiuiniuna
reneruka. - Yepuisui, 2006. — 45@.
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METOIHUYHA PO3POFKA
AJIsl BeJleHHSI MPAKTUYHOI0 3aHATT i3 CTyleHTaMHu

MEJIUYHA TEHETUKA
Yuboea oucyunnina MeauyHa reHeTHKA
Mooynb Nel Mean4yHa reHeTHKaA
3micmosuit mooynb Ned MitoxonapianabHi xBopoou. XBopoOH i3 ClIaKOBOIO

cxuibHicTHO. [loJtirenni xBopoou.

Tema 3anamms 3arajabHa XapaKTepUCTUKA MYJIbTH(PAKTOPHHUX

3aXBOpPHOBaHb. Bu3HaYeHHSI TeHETUYHOI CXHJIBHOCTI.
3axoau npoPiTaKTUKH.

Kypc 5

Daxynemem MeanuHuii

I. AkTyanbHicTh TEMH

Mynbrudakropianeii 3axBoproBanHs (M®P3) € HalOUIBII YHCICHHOI 1 PI3HOMaHITHOIO
rpynoro xBopoO, mo craHoBuTh Oiumbmie 90 % Bim yciei coMarnyHOi Marosiorii JIOAWUHA ¢
00yMOBIIIO€ BHCOKI TEMIM POCTY 3aXBOPIOBAHOCTi, CMEPTHOCTI Ta IHBaNigu3allii Mpare3gaTHoro
HacencHHs. Excmeptu BceecBiTHBOI opramizarmii  oxoponu 370pos’ss (BOO3) mosemu, 110
MIPOBE/ICHHS JTIKYBaIbHO-TIPO(UTAKTHYHUX 3aX0/IB 32 TPAAULIHHUMH aJrOPUTMAMU HE € TOCTAaTHIM
JUISL 3MIHM I1i€l CKJIaJHOI CHUTYyaIlii, SKa MPU3BOAHWTH JO KOJOCAIHPHHUX EKOHOMIYHHMX BHTpAT.
[Ipobnema HemocTaTHHOI €(PEKTUBHOCTI JIIKYBAIbHO-IPO(MITAKTUYHUX 3aXOJiB TIIOB si3aHa 3
BIJICYTHICTIO 1X €TIOJIOTIYHO1 CIIPSIMOBAHOCTI, OCKIJIBKM 0arato B 4OMY IIl¢ HE 3'ICOBaHI KJIFOYOBI1
MexaHi3Mu hopmyBaHHs MD3.



