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Pesiome. Bcmyn. [lepBuHHI MiToxoHApianbHi nutonatii ([IML) - ue kJiHiYHO reTeporeHHa rpyna posJa-
JiB, IKi BUHUKAIOTh BHACJIiJOK PO3BUTKY 'eHETUYHO 3aJ1eXKHO1 AUCPYHKILT JUXaTbHOIO JaHL{lora MiTOXOHAPIH
(A4JIM), KOTpuH CKIAJAETHCS 3 I'SITU GiIJIKOBUX KOMILJIEKCIB i BOX HOCIIB eJIeKTPOHIB, siKi BOy10BaHi y BHYTpill-
HI0 MiTOXOH/pianbHy MeMbpaHny. [lepBuHHi po3saau [AJIM, 1110 € 0CHOBHUM MeXaHi3MOM aepo6HOro MeTabo.1i3-
MY, CYTIPOBO/KYIOTbCS NOPYLIeHHAM QYHKLiOHYBaHHS BUCOKO eHeprosajeXKHUX TKaHWH Ta OpraHiB.

Mema docaidsceHHA: BUCBITJIMTH paHHIH eTal iarHOCTUKU MiTOXOH/pia/bHUX 3aXBOPIOBaHb y JiTel.

Mamepiaau ma memoodu. llpoBefieHo aHai3 21 HaykoBoi po60OTH, po3TalloBaHol y 6a3ax gaHux Pubmed,
MedLine, The Cochrane Library, EMBASE, siki 6yni Bizi6paHi 3 965 niTepaTypHUX JKepeJl 3a KJII0U0BUMHU CJI0Ba-
MM: IEPBUHHI MITOXOH/pia/bHI LUTONATIi, MITOXOHApia/bHI 3aXBOPIOBAaHHS, [iarHOCTHMKA MITOXOHJpia/IbHUX
3aXBOPIOBaHb.

Pezynabmamu docaidxceHs. [IpoBesieHHs1 paHHbOI AiarHocTukU [IMIL] nepeBaxHO I'PyHTYETHCA Ha KJiHi4YHO-
My BUSIBJIEHHI TATOrHOMOHIYHUX CUMIITOMIB [iZJ03PI0OBAHOT0 3aXBOPIOBaHHA. KilacMuHUI aIropuTM NOCTaHOB-
KM JliarHO3y MiTOXOH/pia/IbHOI'0 3aXBOPIOBAHHSA CKJIAJAEThCA 3 TAKUX MOCJIiJOBHUX eTaliB: aHa/li3y aHaMHe3y
Ta CaZKOBOCTI; KJiHIUHOI AiarHOCTUKY; iAeHTUdiKalii MiToXoHApianbHOI AUCOYHKIITI HA 0CcHOBI GioxiMiyHMX
Ta ricToxXiMiuHUX AOCaiAKeHb 6i0I0TiYHUX PiANH Ta TKAaHWH; BU3HaYeHHs IPUYMHHO-3HAuyI[0r'0 TeHETUYHOT 0
JedekTy. BcTaHOB/IEHHS OCTATOYHOTIO IiarHO3y KOHKPETHOI'0 MiTOXOH/IPia/IbHOTO 3aXBOPIOBAHHS € CKJIaZiHOIO
MeTO/10/I0TiYHO0 3ajauelo, 06’'EKTHBHA NPUYMHA CKAaJHOCT] AKOI NoJiira€e B HEOJHO3HAYHOCTI iHTepnpeTanii
pe3ysibTaTiB 6i0XiMiYHUX A0C/iI>)KeHb Ta HASABHOCTI iHOAI MPsIMO MPOTHUJIEXKHUX acoljialiit $eHOTHUIY 3 TeHOTH-
IIOM XBOPOTO.

BucHosgku. TllepBuHHI MiTOXOHApiaNbHI LUTONATIi Y CBOIN Gi/NbIIOCT] KIAiHIYHO MPOSBASAIOTHCS MYJIBTUCUC-
TEMHHUMU O3HAaKaMM ypakeHHsS HalOinbll eHeprosa/ieXHUX OpraHiB Ta CUCTeM: LieHTpaJbHOI Ta nepudepuy-
HOI HepBOBOI CUCTEMHU, M'I30BOI TKAHUHH, peClipaTOPHOI0 TPAKTY, CeplieBO-CyAAMHHO]I, TPaBHOI CHUCTeM, HUPOK,
€H/IOKPUHHOI CUCTeMH, LIKIpHUX NTOKPUBIB, OPTraHiB 30py Ta C/IyXy Ta reMornoe3y. YacToTa ypaXkeHHs TOTO YU
iHworo oprany y xsopux 3 [IMILl npsiMmo npomnopuiiiHo 3a/1eXUThb BiJj piBHS eHeproo6MiHy TKaHWUH, YUM BULIUM
piBeHb eHeprosaseXHOCTi, TUM YacTille 3yCTPiYaeThbCs NATOJIOTiA LIbOTO OPraHy Ta CUCTEMHU.

Knw4oBi c/10Ba: nepBUHHI MiTOXOHApia/ibHi IUTONATIl; MiTOXOHApia/ibHi 3aXBOPIOBaHHS; AUCOYHKIIS JU-
XaJIbHOTO JIaHLIIOTa MiTOXOH/pili; iarHOCTHKA.

Clinical diagnosis of primary mitochondral cytopathies
Abaturov O.E., Nikulina A.O.

Abstract. Introduction. Primary mitochondrial cytopathies (PMCs) are a clinically heterogeneous group of
disorders that arise as a result of the development of genetically dependent dysfunction of the mitochondrial re-
spiratory chain (MRC), which consists of five protein complexes and two electron carriers embedded in the inner
mitochondrial membrane. Primary disorders of the MRC, which is the main mechanism of aerobic metabolism,
are accompanied by impaired functioning of highly energy-dependent tissues and organs. Purpose of this review
is to highlight the early stage of diagnosis of mitochondrial diseases in children.

Materials and methods. An analysis of 21 scientific works located in the Pubmed, MedLine, The Cochrane
Library, EMBASE databases was conducted, which were selected from 965 literature sources by the keywords:
primary mitochondrial cytopathies, mitochondrial diseases, diagnosis of mitochondrial diseases.

Results. Early diagnosis of PMC is mainly based on clinical detection of pathognomonic symptoms of the sus-
pected disease. The classical algorithm for diagnosing mitochondrial disease consists of the following sequential
stages: analysis of the anamnesis and heredity; clinical diagnosis; identification of mitochondrial dysfunction
based on biochemical and histochemical studies of biological fluids and tissues; determination of the causally
significant genetic defect. Establishing the final diagnosis of a specific mitochondrial disease is a complex meth-
odological task, the objective reason for its complexity lies in the ambiguity of the interpretation of the results
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of biochemical studies and the presence of sometimes directly opposite associations of the phenotype with the
patient’s genotype.

Conclusions. Primary mitochondrial cytopathies are mostly clinically manifested by multisystem signs of
damage to the most energy-dependent organs and systems: the central and peripheral nervous system, muscle
tissue, respiratory tract, cardiovascular, digestive systems, kidneys, endocrine system, skin, organs of vision and
hearing, and hematopoiesis. The frequency of damage to a particular organ in patients with PMC is directly pro-
portional to the level of tissue energy metabolism; the higher the level of energy dependence, the more often the

pathology of this organ and system occurs.

Key words: primary mitochondrial cytopathies; mitochondrial diseases; mitochondrial respiratory chain

dysfunction; diagnostics.

Bctyn

[lepeunHi  MiTOXOHApianbHI  nUTONATII
(IIMII) - me kJyiHIYHO reTeporeHHa Ipymna pos-
JlafiiB, AKi BMHUKAIOTb BHACJAiJOK PO3BUTKY
reHeTUYHO 3aJIeXHOoi JUCOYHKIIT AUXAJTBHOTO
JaHuora mitoxonzapint (AJIM), koTpu#l ckJja-
JAEThCA 3 IM'ATH GiIJIKOBUX KOMILJIEKCIB i BOX
HOCiiB eJIeKTPOHIB, BOYJOBaHUX Y BHYTPIlLHIO
MiTOXOHJpia/ibHy MeM6paHy [1-3]. HaliBax-
JUBilIOI0 QYHKILi€I0 MITOXOHAPIA € NPOAYKLis
eHepril 3a JonoMorow okucHoro ¢pochopuiro-
BaHH# (oxidative phosphorylation - OXPHOS).
[IpogemonctpoBaHo, o OXPHOS renepye npu-
61u3Ho0 90% eHeprii opraHismy. MiToxoHzpii
TAKOX pery/JwioTh pi3Hi KJIITUHHI npolecy,
Taki sIK anonTOTU4YHA 3arubesib KJIITHH, roMe-
ocTa3 KaJjbljilo, 6i0cCMHTE3 reMa Ta 3aJi30-cip-
YaHUX KJIacTepiB, MeTabosisM amMiHOKHCIOT i
Jainiznis [4-6].

[lepBunHi po3snazu [JIM, 10 € OCHOBHUM
MeXaHi3MOM aepo6HOro MeTaboJi3aMy, Cympo-
BO/KYIOTbCSl TOpYyLIeHHSM (QYHKLiOHyBaHHS
BHUCOKO €Hepros3ajieXKHUX TKaHWH Ta OpTaHiB.
Y 3B’a3ky 3 yuM kJiHiuHo [IMI] BusABAAIOTHCA
nepeBaxHo Mop¢o-PyHKUiOHAJIBHUMU O3Ha-
KaMH ypa)keHHS HepBOBOI, CepLeBO-CYAWHHOI,
M’SI30BOi CUCTEM, TeYiHKU Ta HUPOK [7-10].

Kylacu4HUE aAropuTM NMOCTAHOBKM JiarHo-
3y MITOXOH/pia/IbHOIO 3aXBOPHOBAHHA CKJIaJa-
€TbCA 3 HACTYIIHUX NOCJiJOBHUX €TalliB: aHaJli3y
aHaMHe3y Ta CHAAKOBOCTI; KJIHIYHOI JiarHoc-
TUKY; igeHTUdikanil miToxoHgpianbHOI AuC-
¢byHKk1il Ha ocHOBI 6i0XiMiYHKX Ta ricToXiMiYHUX
JlocJliPkeHb 6i0JIOTiYHUX PiIUH Ta TKaHWH; BU-
3HaUYeHHS NPUYMHHO-3HAYYILOTO0 TeHEeTUYHOTO
NlebekTy. BcTaHOBJIEHHS OCTAaTOYHOTO /liarHO-
3y KOHKpPETHOr0 MiTOXOH/pia/JIbHOTO 3axBOPIO-
BaHHA € CKJ3QJHOK METOJO0JIOTIYHOK 3aJadero,
00’€eKTHBHA MPUYMHA CKJIAJHOCTI SKOi MoJiArae

B HEOJHO3HA4YHOCTI iHTepnpeTauil pe3yabTaTiB
0iOXiMIYHMX JOCHi)KeHb Ta HAsgIBHOCTI iHOAI
NpsIMO NPOTHJIEKHUX acolianiil ¢eHoTUNy 3 re-
HOTHUIIOM XBOpOro. 30KpeMa, poJeMOHCTPOBA-
HO, 1110 Ta CaMa MyTallis reHa MoXe BUABJIATUCH
abCOJIIOTHO Pi3HUMU KJIIHIYHUMU CUMIITOMaMH,
a OJMH INEeBHUU HO30JIOTIYHUN CHUHJPOM MOXKe
6yTH BUKJIMKaHUN MyTalisiMu pi3HUX reHis. Ha-
npukJaj, GeHoTUIoBI nposiBU MyTauii reHa MT-
TL1 moxyTb BapitoBaTH BiJ ¢daTanbHOI iHaH-
TWJIBHOI KapaioMionarii o cuHgpomiB PEO, ME-
LAS, KepHca-Ceiipa, ToAI K pO3BUTOK CUHAPOMY
Jlest Moke 6y TU CHPUYMHEHUH My TaLiSIMU GiJbIL
Hix 95 renis [11-14].

MeTa gocaigKeHHs
BuUCBiT/IEHHA paHHLOIO eTany AiarHOCTUKHU
MITOXOH/|pia/IbHUX 3aXBOPIOBaHb Y AiTeH.

Marepiasu Ta MeTOAH

[IpoBenieHo aHasti3 21 HaykoBOi po6OTH PO3-
MileHux y 6asax gaHux Pubmed, MedLine, The
Cochrane Library, EMBASE, siki 6y.i Bifi6paHi 3
965 siTepaTypHUX KepeJs MO KJKYOBIM CJI0-
BaM: IIepBUHHI MIiTOXOHJpiaJbHI LUTONaTii, Mi-
TOXOH/APia/JbHI 3aXBOPIOBAHHS, [JialrHOCTUKA Mi-
TOXOH/piaJIbHUX 3aXBOPIOBaHb.

Pe3ysibTaTH A0CAiA)KEHb

Kopomka xapakmepucmuka desikux IIMI]

[IpoBeaeHHA paHHbOl AiarHocTUKH [IMI ne-
pEBaXKHO I'PYHTYETbCH HA BUABJIEHHI KJIIHIYHO
NaTOTHOMOHIYHUX CHMIITOMIB HMOBipHOTO 3a-
XBOPHOBaHHA.

Kir04oBi KJIiHIYHI O3HAKU Ta OCHOBHI NpH-
YUHHO-3Hauyli MmyTanii geskux [IML, wo Hait-
yacTille TpamsoTbCs, NpeJcTaB/ieHi B Tabau-
mi 1.
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Tabauys 1

3axBOpIOBaHHA T'en MyTauisa T““;;?;;Ky- OCHOBHI IposIBH JloaaTKOBi 03HaKH
Cunppom KepHca-Ceipa  |Besinka gesenisi MiToxoH/piasib- |BusiBasieTbesi | Bik mouatky y oci6 Mo-  |e J[BOCTOPOHHS MPH-
(Kearns Sayre syndrome  |HOro reHOMy B IIOJIOKEHHSX Bii |cropasgndHo  [sogue 20 pokiB IJIyXyBaTiCTb
- KSS) 8469 no 13447 n.H. *PEO <20 pokiB ¢ Mionaris
Jynutikanis HyKJIeOTU/ZIB e [lirmeHTHA peTrHONATIfA |» Jucdaris
(CCCCCTCCCC-TanaeMHi no- e OfiHe 3 HACTYIHOTO: o [lykpoBui fiabet
BTOpH B noJioxkeHHsix 305-314 i 6iyok JiikBopy >1 /1, (mm
956-965, 1110 1,03BOJISIE TOABOITH MO30YKOBa aTakKcis, 6;10- |e l'inonapaTtupeos
JISIHKY B 652 1.H.) KaJia cepus o JleMeHLis
o Kasnbuudikanis
6a3aJIbHUX TaHIJIIIB
[Iporpecyroya 30BHi1I- MTTV m.1658T>C All, AP ¢ 30BHiIIHA 0pTanbMO-  |e Jlerka MpoKcH-
HA O(l)Taﬂf)MOI]JIer‘iH MTTL2 m12315GoA nJierisa N MaJlbHa MionaTif
(progressive external ¢ /IBOCTOpOHHIH nTO3
ophthalmoplegia -PEO)
Cungpom Ilipcona Besuka sesernisi MiToxoHApiaib- |BusBisgeTbcs |eCuaepobsacTHa aHeMiss |o [lebeKTH HUPKO-
(Pearson syndrome - PS)  [noro reHomy Biz 1,1 o 10 kb CIOPaZIMYHO  |IUTSYOTO BiKy BUX KaHaJIbL[iB
e [laHMTONEHIS
¢ Ex30KkpHHHa Hefl0-
CTaTHICTh MiAILIYHKOBOI
3a/1031
MiToxonzpianbHa eHLe- MT-TL1 m.3243A>G YcnagkyBaHHs |e [HCysnbTONOAIGHI emizo- | L[/
¢dasomionaris 3 s1akTa- m.3256C>T 3a MaTepuH- AUy Biui <40 pokiB e Kapziomionaria
TalKUJ030M Ta iHCYJIbTO- m.3271T>C cbKoM JiHi€0 |e Cymomu Ta/abo AeMeH- |(crmovaTKy rinepTpo-
MOoJi6HUMHU eli3oaMu 1ist ¢ivHa, mi3Himre gu-
(mitochondrial myopathy, |[MT-ND3 |m.10197G>A * PBaHi yepBOHi BoslokHa |/1aTaniliHa popma)
encephalopathy, lactic MTND5  |m.13042A>T Ta/abo JIAKTOALKU03 ¢ /IBOCTOPOHHS MpHU-
acidosis and stroke-like [JIyXyBaTiCTb
episodes - MELAS) MT-CYTB |m.15533A>G o [lirmeHTHa peTH-
HoIaTif
e Mo304KOBa aTakcis
MiokJioHIUHa erijiencist MT-TK m.8344A>G YcnagkyBaHHSA ¢ MiokJIOHIs e JleMeH1Iist
3 pBaHMMU YepPBOHUMHU m.8356T>C 3a MaTepuH- | Cyzomu * ATpodis 3opoBoro
BoJIOKHaMH (myoclonic m.8363G>A CbKOIO JIiHi€I0 | M0304KOBa aTaKcist HepBa
epilepsy with ragged red » Miomnarisa ¢ J/IBOCTOpOHHS NpH-
fibers - MERRF) MTND5  |m.13042A>T » PBaHi 4yepBOHi BOJIOKHA |IJIyXyBaTiCTh
e [lepudepuyna He-
Hpomnaris
e CnacTuy4HicTb
o MHOXUHHI JlinoMu
Cungpowm Jles (Leigh MT-ATP6 |m.8993T>C YcnapkyBaHH4 | [ligroctpa penuausyo- | HeBposioriyHi
syndrome - LS) MTATP6  |m.8993T>G 3a MaTepuH-  |4a eHue¢an9naTlﬂ 3aXBOPIOBaHHA 260
CbKOIO0 JiiHi€lo, [ M0304YKOBi Ta CTOBOYpO- |cuHApOM Jles B
MT-ND3 |m.10197G>A AJl, AP, X34 Bl O3HaKu aHaMHe3i MaTepi
e PaHHU} I04aTOK
MT-ND5 |m.13513G>A
Heiiponaris, aTakcist Ta MT-ATP6 |m.8993T>G YcnaskyBaHHs |e [lepudepryHa Helipomna- | AHOMaJIbHA eJleK-
MirMeHTHUW PETUHIT m.8993T>C 3a MaTepUH- |Tid B iI3HbOMY JUTHUHCTBI [TpOpeTHHOrpaMa
(neuropathy, ataxia and CbKOI0 JiiHi€l0 [a6o B JopocioMy Birii ¢ CEeHCOMOTOpHA He-
pigmentary retinopathy — ¢ ATakciq Hpomnaria
NARP) e [lirMeHTHa peTHHONATIA
CnaJIKkoBa ONITUYHA MT-ND1 |m.3460G>A YcnaakyBaHH4 | [ligroctpa 6e36osicHa  |e JJucTOHIA
Helipomnaris Jle6epa MT-CO3 |m.9804G>A 3a MaTepuH- |[ABOCTOPOHHSA HeJocTaT- |¢ CHHAPOMHU Iepe-
(Leber hereditary optic CBbKOIO JIiHi€I0 |HiCTb 30py 30y/>KEHHSA ceplis
neuropathy - LHON) MIND4 |m.11778G>A o Yo10BiKMKIHKM ~4:1
MT-ND6 m.14459G>A . Cepeaﬂiﬁ BiK IIo4aTKy
m.14484A>G 3aXBOPIOBaHHA: 24 POKU
MT-CYTB |m.15257G>A
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IIpodosicerHHs maba. 1

YcnazkoBaHi BiJi MaTepi
111 i rmyxoTta (maternally
inherited diabetes and
deafness -MIDD)

Besnvika pesnenis MiToxoHapiaab-
HOT'O T€eHOMY B NOJIOXKEHHSX BifL
4308 g0 14874 n.H.

Besnvika pesnenis MiToxoHapiaab-
HOT'O TeHOMY B MOJIOXKEHHSX BifL
4398 0 14822 n.H.

YcnagkyBaHHA
3a MaTepUH-
CbKOI0 JIiHIEID

oA

e [71yxoTa

MT-RNR1 |m.1095T>C

m.1494C>T

MiToxoH/pia/ibHa HECUH-
JIpOMaJIbHA CEHCOHEeBpaJIb-
Ha MPUIJYXyBaTiCTh 3 Yy T-
JIUBICTIO A0 Ail aMiHOIJIi-
ko3uziB (aminoglycoside
induced hearing disorders)

YcenagkyBaHHA
3a MaTepHUH-
CBKOIO JIIHIEI0

e [IpyuryxyBaTicThb 3 4yT-
JIUBICTIO A0 Ail aMiHOIJIi-
KO3U/IiB

Ipumimka: A/l - aymocomHo-doMiHaHMHUT mun ychadkyeaHHs, AP — aymocomHo-peyecugHull mun
ycnaodkysaHHs,, X34 — X-34enseHull mun ycnaoky8aHHsIL.

OcHO8Ha KaiHiYHa cumnmomamuka IIMI]

Kuniniyno IIML nposB/A0OTbCA AyXKe LIHPO-
KUM CHEKTPOM CUMITOMIB. [ledki MiTOXOHApI-
aJibHi po3J1aZii BpaXkalOThb OAMH OpraH (Hampu-
KJIaJl, OKO MpH CnaJKoBill HelipomnaTii 30poBoro
HepBa Jlebepa; Byx0 INpU HECUHJPOMaJbHIN
BTpaTi cjayxy 3 a60 6e3 YyTJAUBOCTI 0 aMiHOTJIi-
ko3uiB). OgHak, [IMI] y cBoi# GisbIoCTi KJIiHIY-
HO MPOSABJAIOTBCA MYJbTHUCUCTEMHUMU O3Ha-
KaMH ypaKeHHS1 HaWOUIbLl eHeprosaJexXHUx
OpTaHiB Ta CUCTEM: LIeHTpaJbHOI Ta epudpepud-

Hol HEpBOBOI CUCTEMH, M’'I30BO1 TKAHWHH, peCIi-
PaTOpPHOTrO TPAaKTY, CEPLEBO-CYAUHHOI, TPaBHOI,
eHJJ0KPUHHOI CUCTEeMH, HUPOK, IIKIPHUX MOKPHU-
BiB, opraHiB 30py Ta ciayxy, remomnoesy [15; 16].
YacToTa ypaxkeHHs TOTO YW IHIIOTO OpraHy y
xBopux 3 [IMI] npsiMo NponopiiiHO 3a/1eKUThb
Bif, piBHS eHeproo6MiHy TKaHWH, YUM BUIIUHN
piBeHb eHepro3aJ/iexKHOCTi, TUM 4acTille 3yCTpi-
Ya€ETbCS NATOJIOTiA 3a3HAaYE€HOTO OpraHy Ta CHUC-
TeMH (Tabu. 2).

Tabauus 2

YacToTa 3yCcTpivya/IbHOCTI ypa:KeHb Pi3HUX OpPraHiB i ccTeM OpraHiamMy npu nNepBUHHUX
MiTOXOHApia/IbHUX NOPYIIEHHAX V AiTeH i Jopocaux [17]

OpraHu Ta CHCTEMHU DeHOTHIOBI MPOSIBU Jitu (%) | Kopocai (%)
EHnedasnonarii, 3aTpuMKa Ta perpec ICKXoMOTOPHOT'0
03BUTKY, PO3yMOBa BiJICTa/NiCTh, IeMeHIlif, eniJencia
HepBoBa cuctema p Y, PO3yMOoBa Bik > A H, el ’ 79,4 52,1
iHcysibTONIOAIOHI emi3o1M, pyXOBi MOPYIIEHHS, MirpeHb,
pyXoBa Ta CEHCOpPHa NoJliHeHponaTis
M’a30Ba cucTeMa Miomnarii 53,6 43,8
CeplieBO-CyJIMHHA ..
ph YA Kappiomionarii, aputmil 24,2 13,2
cucTeMa
BuitoBoTa, Aiapess, mopyleHHsI MOTOPHOI GYHKII,
TpaBHa cuctema renaTonaris, 30BHIIIHbOCEKPETOPHA HEJOCTATHICTh 17,8 2,9
MiAIJYHKOBOI 321034
PecmipaTtopHa . . .
parop AprepiasbHa JlereHeBa rinepreHsiga 10,6 2,5
cucreMa
CeuyocTaTeBa HupxkoBsi Ty6ysionarii, cTepoifgpe3ucTeHTHUN 70 21
cucreMa HepPOTUYHUN CUHJPOM ’ ’
EHAOKDHHHA HusbkopocnicTs, rinodizapHa gucdyukuis, L[/,
AOKD rinoTypeos, rinonapaTyupeos, rinoroHajusm, 4,3 11,6
cucTeMa .
rinOKOPTULIU3M
doTosepMaTos, iXTios, cKJepoaepMis, AUCXpoMis,
[lIkipa Ta Il npUAaTKU |JIINOMAaTO3, aljiasis, aJoleLis, rinepTpyuxos, NopyLIeHH 1,5 0,5
CTPYKTYPH BOJIOCCS Ta 3JI05IKiCHI 3aXBOPIOBAaHHSA LIKipH
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IIpodosicens maba. 2

OpraHu 30py KarapakTa, nirMeHTHUH peTHHIT, aTpodisi 30poBOT0 HepBa 23,8 62,0
Opranu ciayxy He#poceHcopHa NpUIJIyXyBaTICTh, LIYM y Byxax 10,5 18,6
CucteMa remMomnoe3y |AHeMis, HeUTpoIeHis, TPOMOOLUTONEHis 9,1 0,3
IMyHHa cuctema JAucdyHkiis iMyHHOI cucTeMu 1,5 0,5
[TopymeHnHsa . .

bi3HIHOrO POSBUTKY 3aTpuMKa Gi3UIHOTO PO3BUTKY, OXKUPiIHHS 21,3 4,9

[lepiwi o3Haku [IMLl MOXyTb MPOSABUTHCA B
Pi3Hi BiKOBI IEPIOAY XKUTTH, IPU LIbOMY YMM paHi-
Ile BiI3HAYa€ThCA MaHipecTaliss MyJbTUCUCTEM-
HUX MPOSIBIB, TUM Bakye Nepebirae 3axBoproBaH-
Hsli TUM HEraTHUBHIIIHUM Oy/ie Horo mporHo3. PaHHs
MaHidecTallis KIiHIYHUX 03HAK XapaKTepHa AJs
cunapomiB BucHaxkeHHs MT/IHK (mitochondrial
DNA depletion syndrome - MTDPS), Jles, Ilipco-
Ha, CeHrepca, KepHca-Celipa, HelipomnarTii, aTakcii
Ta NIrMEHTHOro peTuHITy, AJsbnepca-I'yrTen-
soxepa (Alpers-Huttenlocher syndrome - AHS).

Cymnpom Ilipcona

Y To# 4ac, AK CUHJPOMM XPOHIYHOI 30BHIlIHbOI
odTanbMorierii, o nporpecye (PEO), cmagkoBoi
ontuyHoi HeMponaTii Jle6epa (LHON), miToxoH-
JApiasibHOI eHlledasioMiomnarTii, JJakTaTauao3y Ta
iHcysbTOMOAIGHUX emizoaiB (MELAS), MiokJiOHIY-
HoOI emisierncii 3 pBaHUMH YEPBOHUMH BOJIOKHAMHU
(MERRF), miToxoHapiasibHOI HelporacTpoeHlie-
¢dasonatii (mitochondrial neurogastrointestinal
encephalomyopathy - MNGIE), mepeBaxkHO, mo4H-
HaKTbCA Y NiAJITKOBOMY Y4 JAOPOCJAOMY Mepiofi

XUTTA (puc. 1).

MTDPS <Cn}mp0M ﬂeﬂ>

Ileprmii
MiCSIIh

Ieprmii pix
SKMTTS

Bin 1 no 3
poxin

Bixd no 18
poriB

Crapme 3a 18
POKRIB

Bik xpoporo na MomeHT MaHitecTallii 3aXBOPIOBaAHHA

Puc. 1. Bik xgopux Ha MomeHm maHigpecmayii desikux MimoxoHdpiaabHUX 3axe0ptosaHs [18, modudpikayis].

Kpumepii diaeznocmuku mimoxoHopians-
HUX 30X80PI0BAHb

Jna nonepepHboi giarHoctuku [IMI pos-
po6JsieHO KpUTepii MiTOXOH/piaJIbHUX 3aXBOPIO-
BaHb (mitochondrial disease criteria - MDC), ski

J03BOJIAIOTh KiJIbKICHO OI[IHUTH JiarHOCTHY-
Hy 3HAYyIIicThb KJIiHiYHOI, 6ioximiuHOI Ta MPT-
CUMITOMAaTHUKHA 3aXBOPIOBAaHHA W BU3HAYUTHU
MMOBIPHICTb HafiBHOCTI IEPBUHHOTO ypa)KeHHA
MiToXOHApIH (Tab6.1. 3).

Tabauys 3
Kpurepii giarHOCTHKHM MITOXOHAPiaIbHOTO 3aXBOPIOBaHHA [19]
Makcuma/ibHa
OpraHu Ta CUCTEeMHU, . . .
O3HakM (KpuTepiaJbHUI eJIeMeHT) Basiu | cymapHa onjiHKa

XapaKTep NopyueHb

y 6as1ax
M’s130Ba cucTemMa MiomnaTia 2

AHoMasibHa esniekTpomMiorpadis

3aTpuMKa MOTOPHOI'O PO3BUTKY

[N S N

HenepeHocumicTh ¢pi3sUYHHUX HABAaHTAXKEHb
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IIpodosiceHHss maba. 3

HepBoBa cuctema 3aTprMKa ICUXOMOTOPHOI'0 PO3BUTKY UM PO3YMOBA BiJicTa- 1 2
JIiCTh

3aTpUMKa pO3BUTKY MOBHU

HicTonist

ATakciga

CnacTUyHicTh

Helipomnarist

Cynomu yu eHuedanonaTis

MynbeTHCHCTEMHE 3aTpUMKa pO3BUTKY JIOBXKWHU Ta MacH Tija
ypakeHHs

YpakeHHS OopraHiB 30py Ta CIyxy

KapgziomionaTia

YpakeHHSI TPaBHOI'O TPAKTY

HupkoBuii TyOynsipHUE aln/103

YpaxeHHA eHJJOKPUHHOI CUCTEMU

[ S N I B N = N N IS (SN (S (SO (S S
w

YpaxkeHHd iIMyHHOI cucTeMu

MaxkcuMaJsibHa cyMa 6astiB 3a KJAIHIYHUMU IposiBaMU

MeTab6o.iuHi mopy- [lifBuUIeHNM 6inbII HIXK Y 2 pa3u piBeHb KOHI|eHTpallil JIak- 2
LIEeHHA TaTy y CUpOBaTLi KPOBi

[lifBUILeHUM GinbLI HIXK Y 2 pa3u piBeHb KOHLeHTpallii ana- 1
HiHY Y CUPOBaTLi KpPOBI

HasiBHicTb NPOMDKHUX MeTaGOJIITIB MKy TPUKAPOOHOBUX 1
KUCIOT (asbda-KeTornyTapara, CyKIHaTy, GymMapary)

HasiBHiCTBh eTU/IMa/IOHOBOI Ta METUJIMAJIOHOBOI KUCJIOTH 1

HaaBHicTb 3-MeTHUITIyTaKOHOBOI KUCJIOTH 1

[lifBuIleHNH piBeHb KOHLIeHTpaLil JIaKTaTy, aJlaHiHYy y CIIU- 1
HOMO3KOBI! pifjuHi

YpaxkeHHs rosloBHOIr0 | /[BOCTOPOHHE ypa)keHHs 6a3a/IbHUX TaHIVIIiB 2 4
MO3KY 3a pe3yJbTaTa-
MU HelpoBisyasizanii

BorHwuIa ypa>keHHs1 He CyJJUHHOTO reHe3y MPU iHCYJIbTOIO-
JiOHMX elmi3ogax

JlelikoeHnedanonarisi 3 ypaxkeHHsIM CTOBOYpa rosioBHorota | 1
CIIUHHOTO MO3KY

KaBiTyroua siefikoeHiepaonaTis 1

JlerikoeH1edaonaTis 3 ypaXkeHHSIM TaJIaMyCy 1

[1n6oxke ypaskeHHs 61101 pe40BUHU r'0JIOBHOI'O MO3KY Ta 1
areHesisg MO30JIMCTOrO Tija

MakcumasibHa cyMa 6aJj1iB 3a MeTabo/iYHUMU Ta HEHPOBi3yasizalitHUMU 03HaKaMU

MakcuMasibHa 3arajibHa cyma 6aJiiB

Ilpumimka: diazHOCMUYHA 8a2a KOXCHO20 KpumepiaibHo20 esemeHma cmaHosums 1 abo 2 6aau,
00HaK cyma 6anie 3a kodceH diazHocmuyvHull po3din He NOBUHHA hepesuWy8amu 8CMaHO8AeHULl MaKCU-
MaAbHUll piseHb. 3azabHa cyma 6ais, ujo dopigHioe 1 cgiduumsv npo HU3LKY UMOBIpHICMb HASIBHOCMI
I[IMI], 2-4 - npo moxcaugy HaasHicmb [IML], 5-7 - npo timoegipHy HasieHicmb [IMI]; 8 - npo sucoky si-
pozidHicmb HasisHocmi [IML]. /leocmopoHHE ypasceHHs 6a3a1bHUX 2aH2/ii8 XapakmepHe 0151 CUHOpo-
My Jles, nelikoeHyegaaronamisi 3 ypaxrceHHsM cmoedypa 20/108HO20 MO3KY ma CNUHHO20 MO3KY — 015
cuHdpomy LBSL (leukoencephalopathy with brainstem and spinal cord involvement and elevated lactate
- Js1IelikoeHYyegasonamis 3 ypairceHHsIM cmosbypa MO3Ky ma CNUHHO20 MO3KY mda nidguujeHuM eMicmom
JsAakmamy), acoyitiogsarozo 3 mymayiero 2zeHa DARSZ, aelikoenyegasonamis, wo kasimye - das [IML], su-
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KAukaHoi Mymayieto eeHa LYRM?7, netikoeHyegasonamis 3 ypaxceHHAM maaamyca — 045 cuHdpomy LTBL
(leukoencephalopathy with thalamus and brainstem involvement and high lactate - seiikoeHyegasiona-
mii 3 ypaxceHHAM majaamyca ma cmos6ypa Mo3Ky ma sucokum emicmom sakmamy) [20; 21], acoyitio-
8aHo020 3 Mmymayiero 2zeHa EARSZ, ypasceHHs 6110 peuo8UHU 20/108H020 MO3KY Ma a2eHe3ii M0301Ucmozo
mina - da5 [IM1], sukaukaHoi mymayiero eeHa NUBPL.

[Ipu moporoBoMy 3HadyeHHi cyMH 6aJiiB, 110
JopiBHIOE 6,5 6as1a, yyTiuBicte MDC npu aiarsoc-
tuui [IMI] craHoBuUTh 72,5% 3 MPOrHOCTUYHOIO
LiHHICTIO NO3UTUBHOTO pe3y/bTaty - 69,5%.

BHUCHOBKH

[lepBuHHI MiTOXOHApia/nbHI pUTOMATIl Yy
CBOIM Gi/IbIIOCTI KJIiHIYHO NPOSBASIOTHCA MYJ/Ib-
TUCUCTEMHUMHU O3HAaKaMU ypakeHHs HahO6iibIl
eHeprosaJjieXXHHUX opraHiB Ta cucrteM. lllupokui
CIEeKTp KJIHIYHOI CHUMITOMAaTHUKU Ta TreTepo-
reHHicTh peHOTUNIYHUX NPOSBIB KOXHOI HO30-
jgoriyHoi oguHuui [IMII, BUK/JIMKaHOI HaBiTh OJ-
Hi€lo 1 Ti€l K MyTalji€lo, 3yMOBJIIOE CKJIAAHICTh
JlarHOCTUYHOTO IIpOoLiecy IPU MITOXOH/Jpia/ib-
HHUX 3aXBOPIOBAaHHAX. YacToTa ypakeHHA TOTO
YU IHIIOT'0 OpraHy Y XBOPHUX 3 L€ NMATOJIOTIE
NpsAMO MPONOPLIAHO 3a/IeXKUTh BiJ, IHTEHCUB-
HOCTi eHepreTU4YHOro 06MiHy TKaHUH. Y 3B’A3Ky
3 yuM kJiHi4HO [IMI BUABAAIOTBECA NEepeBaXKHO

Mop¢o-PyHKIiOHATbHUMU 03HAaKaMU ypaKeHH s
HEPBOBOI, CepleBO-CYAMHHOI, M'I30BOi CHUCTEM,
Me4YiHKU Ta HUPOK.

OCHOBHUMU MeTOJaMH [JiarHOCTUKHU TeHe-
TUYHUX NopyLueHb Y XxBopux 3 [IMII, 6e3ymMoBHO,
BBa)KalOTh MaCUBHO-NIapaJjieJibHe CEKBEHYBaHHA
Ta CEKBEHYBAaHHA HACTYIHOrO IOKOJIHHSA, AKi
Jl03BOJISIIOTb OCTAaTOYHO iZeHTHUdiKyBaTU Be-
jquki nepebynosu MTJHK Ta ofHOHyKJIeOTUAHI
BapiaHTH pi3HUX TreHiB. BogHo4yac, MOXJINBICTD
BUKOPUCTAHHA [Ji CKPUHIHIOBOI AiarHOCTUKU
[IML, kpuTepiiB MiTOXOHJpiaJIbHUX 3axBOPIO-
BaHb, 03BOJISIE KiJIbKICHO OL[IHUTH AiarHOCTUY-
Hy 3HauyllicTb KJiHi4HOI, 6ioximMiuHoi Ta MPT-
CUMIITOMAaTUKU MITOXOHApPiaJIbHUX 3axBOPIO-
BaHb ¥ BU3HAYMTHU UMOBIpPHICTb HasABHOCTI Iep-
BUHHOI'0 ypaXXeHHs MITOXOHJAPIA Ha paHHbOMY
eTani AiarHOCTUYHOIO MOIIYKY.

KoH¢uikT iHTepeciB: aBTOpU NOBiJOMJIsI-
I0Tb [IPO BiJICYTHICTb KOHQJIIKTY iHTepeciB.
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