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HaBefieHo 0rnag cy4acHux AaHux Nitepatypyu CTOCOBHO MITOXOHAPianbHUX 3aXBOPHOBaHb, NOB'A3aHuX i3 MyTauismu reHa POLG. 3axBoproBaHHA Ui€i rpynu
MatoTb Pi3HOMAHITHI Ta HecneunidyHi KNiHivHi NPOSBK, L0 YCKNAZHIE iX AIarHOCTUKY. Taki 3axXBOPIOBAHHA MOXYTb PO3BMBATUCA BHACNILOK MyTaLii
y BnacHomy AHK MiTOXOHApIit a60 AePHIUX reHax KNiTUHW, MaloTb CXOXi KNiHIYHI NPOsiBM, OAHAK PiSHATLCSA 3a TAXKICTIO nepebiry Ta nporHo3om. [1e6ioT unx
3aXBOPIOBAHb MOXE BiAOyBaTMCA Y BIKOBOMY [iana3oHi Bifi paHHbOr0 AMTUHCTBA O AOPOC/IOro BiKy. Hamu CMCTeMAaTU30BaHO CY4acHi YABNEHHS NPO eTioNorito,
naToreHes, KNiHiko-AiarHOCTUYHY XapakTepuCTUKY Ta HANPAMMN JTiKyBaHHA MITOXOHApIaNbHWUX 3aXBOPIOBaHb. HaBeeHo KNiHiYHe CNOCTEPEXEHHS 3 BNACHOTO
[0CBifYy AiarHOCTUKW MITOXOHAPIaNbHOI HEpOoracTpOiHTECTUHANLHOI eHledhanonartii, Wo € HeTUNOBUM NPOSBOM MyTalliii AaHOrO reHy, NpoTe Mae Micue
B PiAKICHUX BMNagkax. Y HaBefeHOMY HaMu KMiHIYHOMY BMNALKY, HE3BAXAOYN Ha NiABMLLEHHA TPaHCamiHa3 Yy nauieHTa B aHamHesi, y NOAanbLIOMY He
BUABNANOCA YPAXKEHHA NEYiHKM, XapaKTepHe Ana CUHAPOMY Anbnepca. TakoX y AUTUHU He PO3BUHYNNCA KAaTacTpOMidHi PESUCTEHTHI [0 Tepanii eninentuyHi
npunagku, NpoTe BiAMI4aBCA NOPIBHAHO M'KWUiA nepebir eninenTuyHoi eHuedanonarii. HaTomicTb, y KNiHiLi AOMiHYBano peunaveHe 610BaHHS, BTpaTa Baru,
BifLMOBA Bifi BXMBAHHS DKi Ta 03HAKN AMCKYHKLUIT LUAYHKOBO-KULLKOBOrO TPaKTy 32 AaHUMU iHCTPYMEHTaNbHUX 06CTEXeHb. BupilianbHe 3Ha4eHHs Ans
BCTAHOBJEHHSA [iarHO3y B LibOMY BUMAaAKY Mano MONEKYNsPHO-reHeTUYHE JOCTIMKEHHS.

Ha Hawy pymky, nikapi negiaTpuqHoro npodinid MatoTb NPOABAATU NEBHY HACTOPOXEHICTb Ta CBOEYACHO CMPAMOBYBATA [0 AWUTAYOrO HeBpOnora Aitei
3 MiJ03p0K0 Ha MITOXOHApIaNbHI 3aXBOPIOBAHHA. 3 OrMAAYy Ha TPariYHWA NPOrHO3 [eAKUX 3aXBOPIOBAHb LjEl rpynu, MOMUMKWA Y BCTAHOBJEHHI AiarHO3y
HenpunycTumi. TOYHMIA [iarHo3 Mae 6yTW BCTAHOBMEHWA sKHaWpaHiwe. Ha CbOrOAHILLHIA Le MOXNIMBO fWWe 3a AONOMOrOK HeipopagionoriqyHnx
i MONEKYNAPHO-reHETUYHNX METOZIB.

KnioyoBi cnosa: MiTOXOHApianbHi 3aXBOPKOBAHHA, MITOXOHApiaNbHA HEWPOracTPOiHTECTUHANbHA eHLedanonatis, MONeKyNspHO-reHeTUYHa AiarHocTuka,
myTalis reHa POLG.

Mitochondrial diseases caused by mutations of the POLG gene: problems of differential diagnosis
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The article presents a review of current literature data relating to mitochondrial diseases associated with POLG-gene mutations. Diseases of this group have
diverse and non-specific clinical manifestations, which makes their diagnosis a difficult task. Such diseases can develop as a result of mutations in their own
mitochondrial DNA or nuclear cell genes, similar clinical manifestations, however, may differ in severity of flow and prognosis. The onset of these diseases can
occur in the age range from early childhood to adulthood. Based on analysis of various literature sources, modern views on etiology, pathogenesis, clinical and
diagnostical characteristics and therapeutic approaches to POLF-related mitochondrial diseases were generalized and systematically examined. Clinical case of
a child with mitochondrial neurogastrointestinal encephalopathy, which is an atypical manifestation of POLG-gene mutations was also presented. In the clini-
cal case presented, despite an increase in transaminases in the patient in history, no further liver damage characteristic of Alpers syndrome was observed.
Also, the child did not develop catastrophic epileptic seizures resistant to therapy, however, a relatively mild course of epileptic encephalopathy was registered.
However, the clinic was dominated by recurrent vomiting, weight loss, refusal to eat and signs of gastrointestinal dysfunction according to instrumental exam-
inations. In this case, molecular genetic research was crucial for the diagnosis.

In our opinion, pediatric physicians should have a certain level of alertness and promptly refer children with suspected mitochondrial disease to children's neu-
rologists. Despite the tragic prognosis of certain diseases of this group, errors in their diagnosis are unacceptable. Accurate diagnosis should be made as early
as possible. Today, this is possible only with the help of neuroradiological and molecular genetic methods.

Key words: mitochondrial diseases, mitochondrial neurogastrointestinal encephalopathy, molecular genetic diagnosis, POLG gene mutation.

MuToxoHgpuanbHbie 3a60neBaHus, Bbi3BaHHble MyTauuamu reHa POLG: npo6nembl guthchepenymanbHoi

AUArHOCTUKKN
[0.I. Antunkun, J1.T. Kupunnosa, A.A. Mupoturukos, A.A. F038a, J1.U. Tkavyk
'Y «/IHCTUTYT Neamatpui, akyLwepcTsa 1 ruHekonornn umenun akagemuka E.M. JlykbssHoBoit HAMH Ykpaubi», r. Knes

MpeacTtaBneH 0630p COBPEMEHHbIX AAHHbIX NUTEPATYPbl MO MUTOXOHAPUANbHLIM 3a60/1€BaHMAM, CBA3aHHbIM ¢ MyTauuamu reHa POLG. 3abonesanus atoi
rpynmnbl UMEKT PasnnyHble W Hecneuumuieckne KIUHUYECKE NPOSBAIEHUS, YTO YCMOXKHSET WX AWarHoCTuUKy. Takue 3abonieBaHUs MOryT pasBuUBaTbCA
BCneAcTBUe MyTaunii B co6cTBeHHOM JHK MUTOXOHAPUIA MAN SAEPHBIX FEHAX KIETKU, UMEIT CXOXKUe KNUHUYECKUe NPOosiBNeHUs, 0AHAKO OTAMYaTCs No
TSOKECTW TeYeHNs 1 nporHoady. [1e6toT aTux 3a6oneBaHnii MOXeT NPOMCXOAUTL B BO3PACTHOM Anana3oHe OT paHHero 4eTcTsa A0 B3pOCnoro Bodpacta. Hamu
CUCTEMATU3NPOBAHBI COBPEMEHHbIE NPEACTaBNEHUs 06 3TUONOMMN, NaTOreHe3e, KNNHUKO-ANArHOCTNYECKON XapakTepUCTUKeE 11 HANPaBfIeHUM fIe4eHns 4aHHOro
3a6onesaHus. [puBeaeHO KNMHUYECKOe HabntojeHne M3 COOCTBEHHOrO OMbiTa AWArHOCTUKM MWUTOXOHAPMANILHOW HEeRpOracTpOWHTECTUHANLHOI
3HUedhanonatm, Kotopas ABMSETCS HETUNMYHLIM MPOSBAEHWEM MyTaLWiA AaHHOrO reHa, OAHAKO UMeeT MECTO B pefkux cryyasx. B npuBefeHHOM Hamu
KITMHUYECKOM Crly4ae, HECMOTPS Ha MOBbILIEHNE TPaHCAMWNHA3 Y NaLMeHTa B aHaMHe3e, B AabHEeNLIEM He BbISBNIANOCH MOPaXKEHUE NeYeHN, XapakTepHoe ans
cunapoma Anbnepca. Takxe y pebeHka He pasBUANCL KaTacTPOhUYeckne PE3UCTEHTHbIe K Tepanuu SnuienTUy4eckue Npunagku, 0JHAKO 0TMEeYanoch
CPaBHUTENIbHO MATKOE Te4eHne 3aNUNenTuYeckoil aHuedanonatuu. Npu 3TOM B KNNHUKE JOMUHWPOBANM peLyanBMPYIOLLAs PBOTa, NOTeps Beca, 0TKa3 OT /bl
1 NPU3HAKN ANCEYHKLMN XKeNYA0YHO-KULLEYHOr0 TPAKTa MO AAHHBIM UHCTPYMEHTaNbHbIX 06CefoBaHui. Pelatollee 3Ha4eHue Ans NOCTAHOBKW AnarHosa
B 3TOM CJly4ae UMeN0 MONEKYNAPHO-reHeTUYECKOE MCCnej0BaHueE.

[0 Halwemy MHeHWto, Bpayn nefuaTpuyeckoro Npouns AOMKHbI NPOABNATL ONPeSeneHHY0 HaCTOPOXEHHOCTb U CBOEBPEMEHHO HAMPaBNATh K LETCKOMY
HEBPONOTY AETel ¢ NOJO3PEHNEM HA MUTOXOHAPUANbHbIE 3a60NeBaHMs. G y46TOM TPArn4eckoro NpOrHo3a HeKOTOPbIX 3a60NeBaHMiA 3TON rPyNMbl, OWUOKN
B MOCTAHOBKE AMarHo3a HeAonyCTUMbI. TOYHbIA AMArHO3 [OMKEH ObiTb MOCTAaBAEH KaK MOXHO paHblue. Ha CerogHsLWHMA [eHb 3TO BO3MOXHO TONbKO
C NOMOLLBIO HEiPOPaaMOoOr4ecKUxX U MONEKyNAPHO-TEHETUYECKUX METOAOB.

KntoyeBble cnoBa: MMTOXOHAPWAbHble 3a00S1EBAHNS, MUTOXOHAPUANbHAS HEApOracTPOUHTECTUHANbHASA 3HLedanonatus, MONeKynspHO-reHeTu4eckas
anarHoctuka, mytaumus POLG rena.
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Bctyn
iTOXOH/IpiaibHI 3aXBOPIOBAHHS MAIOTh

MpiSHOMaHiTHi Ta Hecrnenudiuni KIiHIIHI
TIPOSIBH, 0 YCKJIAHIOE iX AIarHOCTUKY. 3aXBOPIO-
BAHHJ 1€l TPy MOKYTh PO3BUBATUCS BHACJIIOK
myTariil y BiaacHomy JTHK mitoxonapiit abo sigep-
HUX TeHaX KJIITHHU.

Cunzapomu serientii (BUCHa)KEHHST) MiTOXOH-
npiampraOi JIHK (MT/IHK) — rpyma ayTocomHo-pe-
1IECUBHUX PO3Ja/liB, 1110 BUKIMKAIOTHCA 3HMKEH-
uam kisbkocTi MTIHK B ypaskenux TkaHnHax.

POLG € sanepunm reHOM, MyTallil B IKOMY CIIpH-
YUHSIOTh TSKKI MITOXOH/IpiaJibHI 3aXBOPIOBAHHS
BHacJiIoK TopytenHd perumikaitii MT/[HK [6].

3axXBOPIOBAHHSI IIi€l IPYIU MAIOTh CXOKi KJIi-
HIYHI TTPOSIBU, OJIHAK PI3HATHCS 32 TAKKICTIO TIepe-
6iry Ta mporuosom. IIi 3axBOpIOBaHHSI MOKYTb
nebI0TYBaTH Y BIKOBOMY Jlialia3oHi BiJl paHHBOTO
JMTHHCTBA JI0 IOPOCJIOTO BiKy. Y poboTi HaBeaeHo
KJIHIYHAN BUIMAQI0K PIIKICHOTO 3aXBOPIOBAHHI,
BuKJIMKaHoro myTaitiero POLG — miToxoHzpiasb-
HOi HeHpoTacTpOiHTeCTHHAJIbHOI eHTledasonarii,
10 JIeMOHCTPYE CKJAQAHICTh AiarHOCTUYHOTO
TIOTIYKY TTPU MiTOXOHPiaIbHUX 3aXBOPIOBAHHSIX.

Eriosorig ta natorenes

POLG — reH, 110 KOJy€ KaTtaJiTU4Hy cyOO/Im-
numio MT/HK-mosmimepasu, gxa Ha3WBaeThCs
JTHK-nonimepasa-ramma. T'en posrtamoBanuii
y XpoMocoMHOMY Jiokyci 15q25 [23]. Myrartii rena
POLG mopymryiors aktusaicTh MT/IHK-momime-
pas3u Ta BUKJMKAIOTH 3aXBOPIOBAHHS 3 IEPEBaK-
HUM Ypa)KCHHSIM HEPBOBOI CHUCTEMU Ta TIEUiHKH.
3a3HaveHi 3aXBOPIOBAHHS HaIeKaTh 10 CUHIPOMIB
nenertii MT/IHK, ocKijibKY TPU HUX 3MEHIITYETHCS
kimpkictp MT/IHK B ypakernmx tkanunax. POLG
€ oxuuM i3 30 SepHUX TeHiB, MyTallil B SKUX 3yMO-
BJIIOIOTh MiTOXOH/IPiaJibHi 3aXBOPIOBAHHS.

Myrtarmii B rerni POLG BuUKAMKaOTH CUHIPOM
Aupriepca, CHHIPOM aTaKcii-HeBPOIIATii, JOMiHAHT-
HY Ta pellecuBHY (hOPMU TIPOTPECYIOUO0] 30BHITITHBOI
o TaTBMOILIET], 2 TAKOXK 1HII PO3JIaAN OPTaHiB Ta
CHCTEM, 110 He 00'€IHYIOThCSI B MEBHUN CUHIPOM
[29]. ¥Yeworo Bimomo 180 myrariit JlHK-momimepa-
3U-TaMMa, SIKi MOKYTh BUHUKATH B YCiX €K30HAX
reda POLG [3]. bisbnricTs JOMIiHAaHTHUX MYyTaIlii
CIIPUYMHSIIOTH 3aXBOPIOBAHHS 3 Ie0I0OTOM Y JI0PO-
CJIOMY BIIli, TOJI SIK TIPU PEIeCUBHUX MYTAIlisIX CUM-
nTOMU e0I0TYIOTh Y auTuHCTBI. [TamienTu 3 ayTo-
COMHO-PEIeCUBHUMH 3aXBOPIOBAHHAMHU MalOTh
CKJIQ/[HI TeTepO3UTOTHI MyTallil 3 Maiike HeoOMe-
SKEHOIO KIJIBKICTIO MOYKJIMBUX KOMOIHAITH.

Kniniuni nposisu

Buningiors Taki KJaiHIYHI (JOPMY 3aXBOPIOBAHb,
oB'A3annX i3 myTanismu reaa POLG.
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Cunopom Anvnepca—Xammennouepa (Alpers—
Huttenlocher syndrome) — 3ycrpiyaeTbes
3 yacroroo 1 Bunazok Ha 100 tuc. oci6. Mae pan-
Hill MOYaTOK 1 TSKKUN mepebir 3i MBUAKAM
nporpecyBanusM. Kiacuuna Tpiajsia CUMITOMIB
BKJIIOYAE PE3UCTEHTHI /10 JTIKYBaHHS eMiJenTUIHI
HaMa/u, 110 MPU3BOATH /10 eHIledanonarii, mpo-
rpecyounii perpec MCUXOMOTOPHOTO PO3BUTKY
Ta ypakeHHS TEeJiHKW, OJHAK MOKJIWBI T iHIITI
nposisu. Cunapom Auibiiepca 1e6l0Tye B JiTeit
BiKOM Bij 2 Mic. /10 8 poOKiB, ajie yacriie — y miTei
BikoM 2—4 poku [24].

Jlitn i3 cunapoMoM AJjbIiepca PO3BUBAIOTHCS
HOPMAJIbHO JI0 TIOYATKY EMiJIENTUYHUX HaIaiB,
[0 YacTO € IEePIIUM IIPOSIBOM 3aXBOPIOBAHHS
Ta BigMivaooTbcs B OlabimocTi marientiB. ITepe-
BaKHO BUHMKAIOTh MiKOJIOHIYHI ab0 reHepasiso-
BaHI TOHIKO-KJIOHIYHI Hamajau, SKI IIBUIKO
MPOTPECYIOTH i3 MOKJIMBUM PO3BUTKOM epilepsia
partialis continua abo eniJIeNTUYHOTO CTATyCy.
Y HeBpoJioTiUHOMY cTaTyci BiiMidaloThes Audys-
Ha M'sI30Ba TilIOTOHIs, aTakcis, MOTOpHA He3rpal-
HICTh, AMCKOOPANHAIIIS PYXiB. ¥ pasKeHHS MMeUiHKT
MOKe BUHUKATH B OY/Ib-sIKHil Yac, IHO/I 3'SIBJISIO-
Y1Ch TIIHKHM Ha TEPMiHAJIBHIN CTail, OTHAK TI€TiH-
KOBa HEJIOCTATHICTbh PO3BUBAETHCSA Mali’e B ycCix
naiienTis [7]. Kniniuyni mposBu Ta TIBUIKICTH
MIPOTPECYBAHHS PO3TALY MOKYTh 3HAUHO PI3HUTH-
cs B Pi3HUX MAIi€HTIB, OJTHAK CUHPOM AJibliepca
3aBIK/IM 3aKIHUYETHCA (haTaIbHO.

3axBOPIOBAHHS BIIEPIIIE OIKMCAB aMEPUKAHCh-
kuii Hesposor Bernard Jacob Alpers y 1931 p.
Ha TPUKJIai 4-MiCIIHOI TIBYMHKN 3 PE3UCTEHTHH-
MU eIJIENITUYHUMU HalaJaMu, sKa HOPMaJIbHO
posBuBasacst 1o ix novatky [2]. Yepes 45 pokis
Peter Huttenlocher Bcranosus ayrocomuo-perie-
CUBHUII XapakTep YCHAJKyBaHHS I[bOTO 3aXBO-
PIOBAHHS Ta OMUCAB XapaKTepHi YpakeHHs TTeviH-
KU Ta 3MiHM B JiikBopi [ 16].

Yepes 25 pokis Harding B. Bugisms taki cum-
NITOMH 3aXBOPIOBAHHS, K HOPMAJbHUN PaHHIH
PO3BUTOK, ParTOBUIl MOYATOK PErpecy HABUYOK,
noranuii Habip Macu Tijia, emiszogu OJIOBaHHS
Ta BUpakeHa M'g30Ba TimoToHid [ 13].

Y 1996 p. Ropp PA. et al. Bigkpunu dynxii
[IHK-nomimepasu-ramma [2], a y 1999 p. rpyma
nocrigauKiB Ha 4o 3 Naviaux R. BcTtanoBuia
nedinuT aktuBHocTi MT/]HK-mosimepasu-ramma
npu cunapoMi Ambriepea [21].

Y 2001 p. onucasu Nepiioro MaiieHTa 3 MyTa-
nieio mT/IHK-1omimMepasu-ramma, y skoro Bigmiva-
Jlacs TIporpecyioda 30BHIIHS o TamIbMOILIeris [27].
¥ 2004 p. BcTaHOBWJIM B3aEMO3B'SI30K MiXK CHH/[PO-
MoM Ampriepca Ta myrtaiieio rena POLG [20].
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Tabruys 1
[iarHocTuYHI KpuTepii cuHgpomy Anbnepca

1. Tpiaga KniHiYHMX NPOSBIB: PE3VUCTEHTHI eninenTuyHi Hanagw,
perpec NCMXOMOTOPHOTO PO3BUTKY Ta YPaXKEHHS MeYiHKM

2. 3a BigCyTHOCTI ypaXKeHHs neviHky abo AOAATKOBWX AjarHOCTUY-
HWX KpUTepiiB, AiarHo3 Moxe 6yTu NiATBEpAXeHuiA 3a AOMOMO-
roto cekBeHyBaHHs reHa POLG, 6ioncii nediHku abo ayToncii

w

. Jopatkosi kpuTepii (HeobxigHO xo4a 6 2 3 11 kpuTepiis):

— BWSIBMIEHHS HA MarHiTHO-PE30HAHCHIA CNEKTPOCKOMIi rofoB-
HOrO MO3Ky 3HWkeHHs N-aueTunacnaprary, HOPManbHOro
PiBHS KpeaTUHiHy Ta MiABULLEHHA NakTaTy;

— nigBuLLEHWIA piBeHb 6inka y niksopi (>100 mr/an);

— nporpecyrodi atpodiiyHi 3MiHM rosIOBHOrO MO3KY, NEpEBaXHO
LIEHTPanbHKX, HK KOPTUKaNbHWX BigAinis, i3 pO3BUTKOM BEH-
TpWKynomerarii, 3a fJaH1M1 MarHiTHO-pe30HaHCHOT ToMorpa-
ii (MPT) ronosHoro Mo3ky;

— BUSABJIEHHA SK MIHIMYM Ha OfHi enekTpoeHuedanorpami
(EET) mynbTvchoKanbHOI napokcuamaribHoi akTUBHOCTI 3 BUCO-
KOaMMNMITYAHYM YMOBIbHEHVM fenbta-putmom (2001000 MkB)
Ta cnankamu/nonicnaikamm (10-100 mkB, 12-25 I'u);

— KOpTWKanbHa cninota abo atpodis 30pOBKX HEPBIB;

— MOPYLLUEHHS 30POBUX BUK/IMKAHWX NOTEHLiaNiB Ta HopMasbHi
pesynsTaT enekTpopeTuHorpadii;

— penneuis B MTOHK ckeneTHMx M'a3iB abo nediHku (6nmM3bko
35 % [HK);

— pediunt aktueHocTi AHK-nonimepasu-ramma (<10%) y cke-
NETHMX M'i3ax ab0 MeviHLi;

— MNigBULLEHWA piBEHb nakTaTy Yy Kposi abo nikBOpi

(>3 mmonb/n) a6o xo4a 6 oauH €emi3of rocTpoi NeviHKOBOI

He[JoCTaTHOCTI;
— i3onboBaHui gediumt komnnekcy IV MiToxoHgpin abo noed-
HaHHA gediunty Komnnekcis |, I, Ta IV (<20% Big Hopmu)

NPy OCIMKEHHI AMXanbHOrO NaHLora MiTOXOHAPIN NEYiHKY;
— CMBINIHT i3 MiATBEpIXEHNM CUHAPOMOM Anbriepca

Y 1999 p. po3pobuin AiarHOCTUYHI KpUTEPii CHH-
apomy Astbriepca (tabu. 1) [21].

[Ipu cunmpomi Asibriepca 3HUIKYETHCS aKTHB-
HicTh 1IUTOXpOM-C-0KCcH1a31 MiTOXOH/IPIll TIeUiH-
KH, 1110 IPU3BOUTD /10 IPOIPECyIOYOi rermaromera-
aii, skupoBoi auctpodii Ta Gibpo3y medinku.
BanbnpoeBa KMcCJI0Ta BUKJIMKAE AONTO3 KJITHH
TTeYiHKH, 1II0 MTPU3BOIUTH A0 (haTaTbHOTO TOKCUY-
HOTO TENaTUTY B fiTell i3 cunpoMom Asibriepca [1].
BuyTrpimmbsoBenHe BBe/ieHHd L-kapHiTHHY Ta BifI-
MiHA BaJIbIIPOEBOI KUCJIOTU MOKYTh 3MEHITUTH
MIPOSIBY TI€YiHKOBOI HEIOCTATHOCTI [J].

[TocTymoBo y XBOpUX fiTel PO3BUBAETHCS JINC-
(harig i mopyuIeHHS MEPUCTANIBTUKN KUIIEYHUKA
YHACJIIOK TOpYyNIeHHS (GYHKIT M'S3iB CTIHOK
IMJIYHKOBO-KUNTKOBOTO TpakTy. Ilpm aucdarii
BCTAHOBJIIOIOTh TOCTIHHUI IIJIYHKOBUU 30H]
i IepeBo/iATh IUTHUHY Ha HMapeHTepasbHe Xapuy-
BaHHg [12]. IHoAi B maimieHTiB PO3BUBAETHCA
nankpeatut [4]. Kapmiomionaris i cepiieBa Hezo-
cTaTHicTh BUHUKAIOTH y 10 % miTeil i3 cuHApPOMOM
Anpriepca, y TepMiHAJbHUX CTa/lisX TEYiHKOBA
HEJIOCTATHICTb MO’Ke ITOCUJIIOBATHCS BHACJIZIOK
TTPABONLIYHOUYKOBOI CepIieBOi HEIOCTATHOCTI.

Ilix gac ricToMOTIYHUX TOCTIKEHD MO3KY BUSI-
BJICHI ypaskeHHsI KOPHU B IUISAHIU sulcus calcarinus
y BUTJISIZI CIIOHTIO3Y, 3arn6esti HelPOHiB Ta acTpo-
IIMTO3Y, 10 TIPOTPECYIOTh Y HAIIPSIMKY BiJl TOBEPX-
Hi 10 TIGOKUX 1apiB kopu [24].
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Miouepedpoeenamonamia oumsawozo 6iky
(childhood myocerebrohepatopathy spectrum —
MCHS) — criekTp po3JajiiB, MO 3yCTPIYAtOTHCS
piame 3a cuHApPOM AJuibliepca Ta TPOSIBJASIETHCS
MEYiHKOBOIO HEJIOCTATHICTIO, 3aTPUMKOIO 200 perpe-
COM TICHXOMOTOPHOTO PO3BUTKY, JaKTAT-aI[UI030M,
MioTiaTi€elo, MOpPyIeHHsaM (isUYHOrO PO3BUTKY Ta
eHredaonaTieo, YacTo 3 emJIeNTUYHUMHI HaIlaja-
mu [28]. O6OB'sI3KOBUM € ypasKeHHS TEYiHKU
3 PO3BUTKOM 1i HEMOCTATHOCTi, HEPIIKO BUHUKAE
HUPKOBUI TYOyJISIPHMI —alluio3, ITaHKPEaTuT,
IMKJTiuHe OJIFOBAHHS Ta BTpara cayxy. Posmamu i€l
rpymu e0TYIOTh Y JIiTeil BIKOM Bijl HAPOJKEHHS
110 3 POKIB, yacTilile IPOTATOM HepInux 6 Mmic., ToOTo
panirire 3a cuHzpoM Asbiiepea [25, 28].

[Tepebir miorepebporenaronaTii BipisHAETHCS
Bii cuHapoMmy Admbliepca. 3aXBOPIOBAHHS MOKE
1e0I0TyBaTH PO3BUTKOM TI€Y4iHKOBOI HEOCTATHOCTI
Ta JIAKTAT-aIM/I03y, B TO/ATBIIOMY PO3BUBAETHCS
eHtiedasonaris, sika He 3aBXKIAN CYITPOBOIKYEThCS
eTIeNTUYHUME Hanazamu. BaskimBoro andepen-
IIIITHOTO 03HAKOIO € Te, M0 TIPU CUHAPOMI AJbIiepca
XapakTepHUMU € (hapMaKOPE3UCTEHTHI eriJIenTry-
Hi Hamaju 3 pyHHiBHOWO eHredarnonaTiero. OxHak
Ha MPAKTUIL BiAPISHUTH 00M/IBA 3aXBOPIOBAHHS He
3aBIK/IU BIAETHCS, a/pKe [ist 000X XapaKTepHe
ITBUJIKE TIPOTPECYBAHHS, 10 TTPU3BOANUTH /IO PaH-
HbOI cMepTi |21, 25].

Mioxnoniuna eninencias ma cencopna amax-
cia (myoclonic epilepsy myopathy sensory
ataxia — MEMSA) — cuextp posJiaiiB, 10 Ipo-
SBJISIETHCA CTILIETICIEI0, MIOIIATIEIO Ta aTaKCien 6e3
po3BuUTKy odTamspMmornierii. [lo 1iei rpynm
BXOJIUTH 3aXBOPIOBAHHS, paHillle oMucaHe K CIIi-
Holepebensipaa arakcig 3 eminencieio (SCAE).
Mo30oukoBa aTaKcis € MepIIuM MPOSBOM 3aXBOPIO-
BaHHS, 1[0 BUHUKAE MTEPEBAXKHO B MOJIOUX JIOPOC-
JINX, TAKOX 13 YacOM PO3BUBAETHCS CEHCOPHA
MoJliHeBpoIaTid, AUCTalbHA Ta IMPOKCUMaJbHA
MioITaTist, 3HMKEHHS TOJIEPAHTHOCTI 10 (Qi3MIHUX
HaBaHTaxxeHb. [lizHinme mpueanyoThes GoKaIbHi,
eNiJIeNnTUYHI Hamajau, Pe3UCTEeHTHI /0 Tepamii,
a 3T0JIOM — BTOPUHHOTeHepasizoBaHi [6].

Amaxcia 3 neeponamieto (ataxia neuropathy
spectrum — ANS) — BKJIIOYA€E 3aXBOPIOBAHHS, 110
paHiIre Ha3WBaJIN AyTOCOMHO-PEIECITBHA MiTOXOH-
apiasmbras atakcist (mitochondrial recessive ataxia
syndrome — MIRAS), a Tako C€HCOPHY aTakciio
3 HEBPOTIATIEIO, IN3APTPIEI0 Ta O(DTATBMOILIETIEIO
(sensory ataxia neuropathy dysarthria and
ophthalmoplegia — SANDO) [8]. Bawusbko
90% marieHTiB MaloTh aTaKCilo Ta HEBPOTATIIO,
75% MallienTiB — emiJenTyli Hallaan, a OJIU3bKO
50% — odrambmorierio. Miomnartis BiiMidaeThest B
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HebaraThoX TmaiienTis. Emisentnuna enmedanona-
Tig IPOrpecye MOBIJILHO Ta MOKE MaTH MOPiBHSAHO
gerkuii nepebir. HeBpomarisi Moske GyTH MOTOp-
HOIO, CEHCOPHOTO a0 3Mmitmano. Y 25% crocrepi-
raloTbCcs M'I30Bi Cy/OMM. IHIINI KJIiHIYHI TIpOsBU
BRJIIOYAIOTh MIOKJIOHYC, CJIMOTY Ta MOPYIIEHHS
dbynxkiiit mevinku, 3a3Buyail M'sike [25]. Y nartien-
TiB MOKYTh BUHUKATH MirpeHenoAiOHi mapoKcus-
M TI[€ 33/I0BTO JI0 1e0T0TY 3aXBOPIOBAHHS,  TAKOK
JenpecuBHi possiaau [8].
Aymocomno-peuecusna npozpecyroua 308-
Hiwna oppmanvmonnezin (autosomal recessive
progressive external ophthalmoplegia —
arPEQO) — xapakTepu3yeThCSA IMPOTPECYIOUOI0
c1abKiCTIO 30BHIIITHIX M'sI3iB OKa, sIKa TIPU3BOIUTD
JI0 TITO3Y Ta o TajbMoInapesy abo mapesy 30BHillI-
HiX M'sI3iB OKa 0e3 03HaK CHCTEMHOIrO YPasKeHHS,
OJ/IHaK i3 BIKOM MOKYTb PO3BUBATHUCS 1HII POSBU
ypakenns rera POLG [18, 27].
Aymocomno-odominanmna npozpecyroua 306-
Hiuns opmanvmonnezia (autosomal dominant
progressive external ophthalmoplegia — adPEO) —
MIPOSIBJISIETHCS, KPIM Oe3T0cepeiHbo 0 TaTbMOILTE-
ril, reHepaIi30BaHOI0 MIOIATICIO Ta YacTo Bapiabe/ib-
HUM PiBHEM CEHCOHEBPAJIBHOI BTPATU CIYXY, aKCO-
HAJIBHOIO HeBporaTi€elo, atakciero. Cepell 101aTKO-
BHUX TIPOSIBIB — JIETIPECist, TapKiHCOHi3M, TilloroHa-
IN3M Ta KaTapakTa (BapiaHT «XPOHIYHA MTPOTPecyio-
Ya 30BHIIIHS o TagmbMoILeris mitocs) [19, 27].
JliarHocTHKa
[ligTBepmxenns apiarnosy POLG-3anexknux
3aXBOPIOBaHb 0a3y€TbCs Ha KJIHIYHUX IPOSIBAX
Ta BUSIBJIEHHI TOMO3UTOTHOTO BapiaHTa MaTOJIOTIv-
Horo rena POLG mpu ycix mepermiueHUX BHIIe
3aXBOPIOBAHHAX, 32 BUHATKOM ayTOCOMHO-OMi-
HAHTHOI TPOTPECyI0Y0i 30BHINMHBOI 0(TAIBMO-
1Ierii, 1s IKo1 HeOOXiZIHO BUSIBUTH F€TEPO3UTOT-
He HOCITICTBO TATOJIOTIYHOTO TeHa.
POLG-3asexHi 3aXBOPIOBaHHS MOXYTb OyTH
3arizo3peni B 0ci6 i3 MoeAHaHHAM TaKUX KJiHIY-
HUX TIPOSBIB [6, 24]:

— TIIOTOHIS;

— 3arpuMka abo perpec MCUXOMOTOPHOTO
DO3BUTKY;

— emiJentuyHi Hamaau, y T.4. ¢okajgbHi abo
reHepasi3oBaHi, eMiIENTUYHNN CTATYC;

— PYXOBi TOpYyIIeHHHd, y T.4. MiOKJOHYC,
JIN3apTPisl, XOPeoaTeTo3, MapKiHCOHI3M );

— wiomarist (y T.4. IT03, 0(h TaTbMOTLIET s, CITab-
KiCTb IPOKCUMAJIbHUX YU AUCTATIBHUX M 'sI31B
KIHITIBOK, BTOMJIIOBAHICTh Ta 3HUKEHHS
TOJIEPAHTHOCTI /10 (PI3UYHUX HAaBAHTAKEHb );

— 1epebpoBacKyIsIpHi nopyients (iHCyIbTO-
noi0OHi erizoau, MirpeHs);
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— mepudepruiHa MOTOPHO-CEHCOPHA HEBPOTIA-
Tis;

— aTakcid,;

— TICUXiaTpU4Hi PO3JaaAN, y T.4. JeTpecis Ta
HIII TOPYIIEHHS HACTPOIO, TICUX03, JIEMEHITiS;

— ypasKeHHS OpTaHiB UyTTs (pEeTUHOMATIS, KaTa-
pakTa, arpodis 30pOBUX HEPBIB, HeWpOCeH-
COpHa TYTOBYXiCTh, IIPOTPECYIOYA TJIYXOTa);

— YPKEHHS TMEeUiHKN Ta MITYHKOBO-KUTITKOBO-
TO TPakTy (TOKCUYHUH renaTuT, TOpyIIeHHs
MOTOPHUKH TLITYHKOBO-KHUIITKOBOTO TPAaKTY,
GJIIOBAHHSN );

— eHjloKpuHONaTii (IyKpoBUil miaber, 1epes-
yacHe 3racaHHsg (yHKIli SE€YHUKIB, qUC-
dyHKIIis sI€YO0K);

— Kapionaris.

ITig yac GiOXiMIYHOrO AOCHIAKEHHS KpPOBi
MOKHA BUSIBUTH Ii/IBUIIIEHHS PiBHS TPaHCaMiHa3,
0co6simBO Ha (hOHI 3aCTOCYBaHHSI AaHTUKOHBYJIb-
canTiB. [Topymmennsa cuareTnynol GyHKIIIT Mevin-
KU TPU3BOJIUTH /IO TiNOTJIiKeMil, rirepaMoHieMii,
IiIBUIIEHHST PIBHST TJIyTaMiHy B KPOBi, 301/IbIIEH-
HS TPUBAJOCTI KPOBOTeUi, rimoaibOyminemii ta
3HIIKEHHS XOJIECTEPUHY.

Ha mouatky 3axBOpioBaHHS CTPYKTYPHI 3MiHU
B TOJIOBHOMY MO3KYy MOXYTb He€ BHUSBJIATHCH,
MpoTe MPU MPOrpecyBaHHI 3aXBOPIOBAaHHS Ha
MPT romoBHOTO MO3KY MOKYTb BUSBJISATHUCS BOT-
Hum@a 103y (OB BUPasKeHi B MOTUIMYHUX
MiTIHKaX), a TaKoX TeHepasizoBaHa aTpodis
BEJINKUX MiBKYJb. [Ipy pesucTenTHUX emienTuy-
HUX Hanajax Ha MPT BUABISIOTBCS 30HU TIOMIp-
HOTO TITIePiHTEHCUBHOTO CUTHATY B TaJaMyci Ta
JIOBracTOMY MO3KY, TIporpecytouda arpodisa B
JUISTHIN Ga3aJbHUX TaHIJIIB Ta CTOBOYpa MO3KY,
piaie — M030YKa, B KiHIIEBill cTazil 3 aTpodieio
cipoi Ta 6iJI01 PEYOBUH MO3KY i PO3BUTKOM BTO-
puHHOI Tigpotedatii [1].

MounexkyaspHo-TeHeTHYHe TeCTyBaHHS MOJKHA
BUKOHYBATU B JIeKLJIbKA €TaIliB:

e MoHorenHe TtectyBaHHs TeHa POLG maa

inenTudikailii roMO3UTOTHUX MYTaIlili;

e MYJIBTUT€HHI [TaHeJ, 1110 BKJII0YAIOTh JEKLJIbKa
reriB, 30kpema, POLG ta TWNK (mmepesnik
reHiB MOKe PI3HUTHCS B PI3HUX JIaO0PaTOPisX);

e [TOBHE TEHOMHE JOCTi/KEeHHS, IO MOXe
BKJIIOYATH CEKBEHYBAHHS 4/IepPHOTO TeHOMa
ta mT/IHK.

HaBomnmo anropuTM MOJIEKYISPHO-TEHETHY-
HOTO OOCTEKEHHsI TIPH MiTOXOH/PIaTbHUX 3aXBO-
proBanHsx (puc. 1).

JlikyBaHHS

Jlitn 3 POLG-3ane;xHuMU 3aXBOPIOBAHHIMU
noTpebyioTh aKTUBHOTO BiJIHOBHOTO JIIKYBaHHS 3
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OutnHa 3 nigospoto
Ha MITOXOHApIaNbHE 3aXBOPIOBaHHS

v

KniHiyHuiA ornsg,
BM3HAYEHHS! METAOOMIYHNX NMOKA3HWKIB,
HelpoBidyanisayia

\

Bu3HaueHHs reHeTU4HMX MyTaLin
MTOHK BignoBigHO [0 KIiHIYHMX 03HaK

\

CuHapom EHueda- Enuedpa- Enuedpa- Eapgggims;
Tes nokapgio- MNGIE norena- noHepo- otTansMo- Mionartis
mionaris Tonaris naris .
nneris
\ \ \ \ \ \ \
POLGH BCSIL POLGH
DGUOK TK2
PDHC COX 10 POLG2
SCO2 MPV17 POLG
reHu TYMP PDSS2 SLC25A4
TAZ C10orf2 SUCLA2
(SURFA1 SCO1 CcOoQ2 C10orf2 mMiDNA
BCS1L RRM2B OPA1

Pue. 1. Anroputm BiarHOCTKM MITOXOHAPianbHUX 3aXBOPLOBaHb (aaantoeaHo 3a Wongetal L.C., 2010)

METOIO TIOTEPEKEHHS TSLKKUX 1HBAJIIU3YI0INX
VCKJIQJIHEHD, 10 MOBUHHO BKJIIOYATH €pPro- Ta
disioTepario, MOBHY Ta JIOTONEANYHY KOPEKITITO.
MennkaMeHTO3HE JIiKYBaHHSI € CUMIITOMATHYHUM
Ta CIPSIMOBAaHE HA KOPEKIIIO MOPYIIEHb TIEYiHKH,
nepenbadae TMPOTUCYOMHY Tepariio Ta 3acTo-
CyBaHHS MiopejakcartiB Npu crnacTuyHocTi. s
3arobiraHHst ypasKeHHsIM TI€4iHKKH 3aCTOCOBYIOTh
MiHIMaJIBHI 03U TIpernaparisb.

Uepes pusuk (HaTalbHOTO YPaKEHHST TMEYiHKU
YHUKAIOTH TIPETapatiB BaJIbIIPOEBOI KUCTAOTH. KoH-
TPOJIb PIBHS TPAHCAMiHA3 TPOBOJATD Uepe3 2—4 THIK.
TTiCJIs BBEJIEHHS] HOBOTO aHTUKOHBYJIbCAHTY.

[ns mominmenHsa enepreTHdHoOl (BYHKITT MiTO-
XOHJIPi iTsIM Tipu3HavaioTh: Koensum Q10 (y6ixi-
HONM) — 2-8 wmr/kr/moby; pubodiaBiH —
50-400 wmr/mo6y; L-xpeatmn — 0,1 r/kr/moby;
L-kapuitun — 10-100 wmr/kr/mo6y; aprinin —
150-300  mr/kr/moby,  Bitamin @ E = —
1-2 MO/xr/noby, sitamin C — 5 mr/kr/mnooy,
anbda-ninoeBy kuciaory — 50-200 wmr/moby,
domieBy kuciory — 0,5—1 mr/kr/mnody [15].

Kuiniyauii BUnazox

Hisuunxa K. y 2 poku nepebyBaia Ha oOcTe-
JKeHHI Ta JIKYBaHHI y BiIJIEHHI MOJIOAIIOTO
nutuHcTBa 1Y <«lHCTUTYT Iemiarpii, akyiiepcTBa
i rinexosorii iM. akan. O.M. Jlyk'suosoi HAMH
Ykpainu» 3 NPUBOJY 4acTOTO OJIFOBAHHSI, HECTiii-
KUX BUTIOPOKHEHb, BIIMOBU BiJl BXKUBAHHSI
i, 3HMKEHOTO HAOOPY MacH TiJjia, 3aTPUMKH CTa-
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TOKIHETUYHOTO Ta TICUXOMOBJICHHEBOTO PO3BUTKY,
eni3o/iB rinoriikemii (70 1,68 MMoub /7).

CywMmicHO 3 HEBPOJIOTAMH TIPOBETN KOHCHUIIYM
Ta KJIHIYHO 3amliflo3puian MIiTOXOHJpiajbHe 3a-
XBOPIOBaHHS: MIiTOXOH/[piaJIbHy TacTpOiHTe-
CTUHATBHY eHTedaToMionaTiio — BPaXOBYIOUHN
YPasKeHHS HEPBOBOI CUCTEMH, TIIJTYHKOBO-KUIITKO-
BOTO TPaKTy, MEUYiHKU, 3aTPUMKY CTATOKIHETHY-
HOTO Ta TCUXOMOBJIEHHEBOTO PO3BUTKY, HASB-
HICTb M'g30BOI €JIAOKOCTI 3 TiIIOTOHIEI0, €Mi30/iB
OJioBaHHs, BTpaTy Barm (Maca Tija — 8 Kr).
Jlutuny mepeBesiu st T00OCTEKEHHS i yTOUHEH-
H JIIarHO3Y J10 BiJIJIIJIEHHS TICUXOHEBPOJIOTII.

3 aHamMHe3y BiIoMO, IO AWUTUHA HAPOIUJIACH
Biz I BaritHOCTI, sika epebirasia Ha (oHi 3arposu
nepepuBaHHs Ha 3—8-My TWXHI, MeroHeppuTy —
Ha 30-my TmxHi. [Tosorn BigOy/Mcs TPUPOIHUM
NIIXOM y TepMiHi 41-42 Tux., IpoBejieHa MeJIu-
KaMEHTO3Ha CTUMYJiALiss. Maca Tijia mpu Hapo-
mxenni — 3350 1, 3pict — 51 cM. 3akpuyana mHe
Bifipagy, rpyau Bigpady He B3dia. [Ipukmianena
10 Tpyeii Ha 3-Tro 100y, cMoKTasa B'siio. Bumnuca-
Ha jogoMy Ha 8-my 100y. IlepeOyBaja Ha 3mila-
HOMY BUT'O/IOBYBaHHi, CMOKTaJIa B's1J10, BiIMiuaJiu-
cs yacTi 3puryBanHg. [osoBy yTpumMyBasa 3 4 mic.
micsist Kypcy mMacaky. 3 5 Mic. HEBPOJIOT JliarHO-
CTyBaB CHUHJIPOM M'SI30BOl TiIIOTOHil, 3aTPUMKY
CTATOKIHETUYHOTO PO3BUTKY. 3 6 Mic. 3'aBuimcs
nonepxyBaHHs 1pu roxyBanHi. Cina caMocTiiiHO
B 1 pik, crana Ha Horu Gins onopu B 1 pik 3 mic.
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Xoanaa TiBKYM 3 MATPUMKOIO, X01a OyJia mopy-
ImeHa 3a TUNoM crenaxky. B 1 pik 4 mic. micasg
[IePeHeCceHol TOCTPOl peclipaTOpPHOI BipyCHOI
ekl mepectana BcraBaTi OiJist OIOPY HA HOTH.
3 1 poxy 1 mic. — mijBUIlleHHS TpaHCaMiHAa3
y Meskax 2 HopMm. IIpoxommia crarionaptae obcre-
KeHHs B 1 pik 6 Mic. i3 miarHo3om «KpuntoreHHmi
rernaTUuT, MIiHIMAJbHOTO CTYIEHSI aKTUBHOCTI.
3aTpUMKa CTATOKIHETMYHOTO i TICMXOMOBJIEHHE-
BOTO PO3BUTKY, Tifipotiea bHUNl CUHIPOM, CTaH
cyOkomreHcariii». 3a manumu EHMI Bussuin
O3HAKM 3HWKEHHS IIBUJAKOCTI TPOBEIEHHSI
iMIysibey 1o nepudepiitaux Hepsax. B 1 pik 7 mic.
JluTrHy 00CTEKUIM B HEBPOJIOTIYHOMY CTaIlioHa-
pi, Je 3amijio3pujn CliHajJbHy amioTpodiio.
OG6CTeRIIN FeHETHKK: BUKJIIOUWIIN JeJIEIIiI0 TeHiB
SMN1, SMNZ2. TangemHna Macc-CIeKTPOMETPis
MaTOJIOTIYHUX BiIXUJIEHb HEe BUIBUJIA.

Ilix yac orssiny B cOMaTUYHOMY CTATyCi BiJIMi-
gaBcst gedinur macu Tisa (10,5 Kr) 6utigicTs mKip-
HUX IOKPUBIB. ¥ HEBPOJIOriYHOMY cTaTycCi —
TTOMipHa 3aTPUMKa MOBHOTO PO3BUTKY (TOBOPUTH
2-3 cyoBa). IlnakcuBa, jpaTiB/ivBa, Ma€e MPOSIBU
HeraTuBidaMy. Maiixke MOCTiiiHO BigMiYaeTbCsA
6omicamii Turad. IHCTPYKIi BUKOHYE BHUOIPKOBO,
JIAIIIE TIPOCTi, MaJIO IiKaBUThCS irpamkamu. I'oso-
Ba Makpouedanbnoi Gopmu (00Bix — 48 cm).
Yepenni vepsu — 6e3 Bigxusenn. He cigae camo-
crifiHo, cuauth He criiiko. He xomutb. OO6csr
aKTUBHUX PYyXiB y JIBUX KIHIIBKAX 3HUKEHUH.
M'g30Buil TOHYC y KiHIiBKax 3HmKeHuit, D>S.
Omopa Ha HWXKHI KiHIIBKM He cTifika. Kpokosi
pyxu BuKonye. CyXOKUIKOBI pediekcr 3HIKEHi,
D=S. Yepesni pediercn nozutusHi. CumMnToMm
Babunchkoro no3uTuBHMiA 3 060X cTOpiH. MeHiH-
reasbHi cumnromu BigcyTHi. DyHKIT Ta3oBUX
OpraHiB He KOHTPOJIIOE.

Y zaragpnomy anamizi KpoBi — ToMipHUI
JIEWKOIIMTO3, 3CYB JIeHKoIUTapHoi (hopMyJiu BJIiBO,
migsumnienus [IIOE (no 37 mMm/Toz.), miaABUIEHHS
piBas Tpancaminas (AJIT — 10 93 on/a1, ACT — o
133 oa1/1), 6inipy6iny (10 46 MKMOJIb/JT), THMOJIO-
Boi mpobu (mo 18,3), makrary (2,97 mMmoub/J,
HopMma — 710 1,24 Mmmoms /).

3araJpbHUI aHATI3 cedi, PiBeHb TOPMOHIB IITUTO-
moiOHOT 327103, 1HCYJIIHY, COMAaTOTPOITHOTO TOP-
MOHY Y KPOBi, KOHI[EHTpAIlid OPraHiyHUX KUCJIOT
y ceui — B Mekax HOpMU. AHasti3 kposi Ha BIJI —
HeratuBHUH. 3a ganumu Y 3/] opraniB depeBHOI
TTOPOKHUHYU — O3HAKHU PEaKTUBHUX 3MiH MTapeHXi-
MU TI€YiHKH, HiJIIITYHKOBOI 3a7103H, CIJICHOMera-
aii.  Ha esodarodibporacTpomyomeHocKoii
(EDT/IC) — o3naku e3odarity, MerajyoieHyMy,
nmyoneHoracTpaibHoro pedmokey. Ha Y 3/ muryn-
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Ka — O3HaKW (YHKIIOHAJBHOI HETPOXiJHOCTI
HITyHKA.

Ha xomm'torepHniii Tomorpadii (KT) opranis
yepeBHOI HMOPOKHUHU — O3HAKK abIoMiHAIbHOI
gimdazieHomnarii, BapiaHTa PO3BUTKY CeJIe3iHKU
y Burssaai il pomatkosoi mpodii. [Ipu EKT ne
BUABJIEHO TIATOJIOTIi MioKap/a, KJIamaHiB CepIid.
Ha enexrpoenrnedasorpadii — nomipui audysni
3MiHKM GiO€JeKTPUYHOI aKTUBHOCTI TOJOBHOTO
MO3KY y BUTJIGI Ie30praHisallii KipKoBOI pUTMi-
KU, YIIOBLIbHEHHS KipKOBOI PUTMIiKHU, MOMipHUX
perioHaJIbHUX 3MiH y JIOOHO-TIEHTPAJbHUX BiiBe-
JIeHHSX 3 akiedToM 3iiBa. Ilix wac MPT rosos-
HOI'O MO3KY He BUSIBJIEHO BOTHUIIEBOI MMaTOJIOTi1
TOJIOBHOTO MO3KY.

Y BipineHHi AiBUMHKA OTpUMYyBaJia iHY3iliHY
Ta aHTUOIOTUKOTEpaIio, aHTHKOHBYJbCHBHY
(nmeBerupaneram 50 Mr/kr/moby) Ta aHTHOK-
CUJIAHTHY TEpariio, CIPsIMOBaHY Ha IiJATPUMKY
ereprernaHoro oominy (L-kaprituh, uroxpom C,
koeHsnm 10, Bitaminu rpynu B, xopuiin), Ha
doni gxoi BimMmivazacsd TO3UTUBHA IUHAMIKA
cTaHy: HOpMaJIi3allisl 3araJbHOro ta 6ioXiMiuHOTO
aHaJIi31B KPOBI, MOJIIIIEHHS alleTUTY, BI/ICYTHICTD
GJIIOBaHHST 1 TIOTepXyBaHHs, 301/IbIIEHHS aKTHB-
HOCTI, 3HUKHEHHSI TPEMOPY KUCTEeN, MOKPaIleHHs
TOHYCY B KiHI[IBKaX, 3'sBUJIACSI OlOpa Ha HUIKHI
KIHIIBKM, T0YaJa CTOATH OiJsi OIOPH, XOAUTH
3 MATPUMKOIO 3a Ty 1y0 i 3a ZIBi pyKu, IoYaJia mika-
BUTHCSA  irpamkaM¥, BHUKOHYBaTU  IPOCTi
iHCcTpyKIIii, roBoputu 7—8 ciis. [llogerHo mposo-
JIAJIM KOHTPOJIb TJIiKeMil — BiIXWJIeHb BiJl HOpMU
He BUSABJEHO.

Yepes MicAllp MiCas BUTUCKU B TUTUHU CTABCSI
iHcysibTOTONIOHMI emizon y OaceiiHi 3aiHBOI
MO3KOBOI apTepii crrpasa (puc. 2), yHacJailoK 40T0
PO3BUHYBCS JIIBOOIYHUI reminapes, moyacTiiaim
MioksoHiuHi Hanaau. Yepes 1 pik na MPT — o3na-
Ki aTpohiuHUX 3MiH KOpH Ta 6iT01 pe4OBUHM TIpa-
BOI HMIKHBOI TiM'SIHOI IJISTHKU SIK HACJIJIOK Tiepe-
HECEHOTO IIUTOTOKCUIHOTO HAabpsKy (puc. 3).

[Tixg yac MyJbTUTEHHOTO OOCTEKEHHST MyTarlii
SJIEPHUX T'eHiB, TTOB'I3aHUX 13 MITOXOHAPIaTbHUMU
3aXBOPIOBAHHSIMHY, B TUTUHU BUSBUIN ABI MyTaIlil
rena POLG y KoMIayH/I-TeTEPO3UTOTHOMY CTaHi:
C1760T: p.P587Ly 10-my ex3oni rena, Ta A2591T:
p.N8641 y 16-my ex3owni. IIpsme cekBeHyBaHHSI
rerka POLG migrBepauio BuUSABJEHI MyTarlii.
[Tomasbine 06CTeKEHHS y MaTepi AUTHHI BUSIBUIIO
HociiictBo myTartii C1760T: p.P587L, a y 6arbka —
A2591T: p.N8641 y reTepo3auroTHOMY CTaHi.

O6rosopeHHst

Binomo, no nartientu 3 myraitisimu B reni POLG
MO’KYTb MaTH IMAPOKUH CTIEKTP KITIHIYHUX TTPOSIBIB,
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Puc. 2. MPT ronoBHOro Mo3ky AutuHu 3 mytauigmu reHa POLG.
O3Hakm iHCynbTONOAIGHMX €ni30AiB Y NPaBiii NOTUNWYHINA Ta NiBIN
CKPOHEBIN JinsiHKax

Puec. 3. MPT ronoBHOro Mo3ky AutuHu 3 mytauigmu reHa POLG.
O3Hakm aTpodivHUX 3MiH KOpu Ta 6if10i pe40BUHU NPABOi HUKHBOI
TIM'IHOT AiNSHKK K HACNIA0K NePEHECeHOro LMTOTOKCMYHOro Hab-
paky

O/IHAK CITiBBiIHOIIEHHS MiK T€HOTHUTIOM Ta (heHo-
TUIIOM Ha CbOTOAHI J0 KIHIST HE 3PO3YyMiJIi.
Ha nymky nesikux pocignukis [9], MoskHA BUIITH-
TN 4 ocHOBHI KiiHiuHi Bapiantn POLG-3amexHmnx
3axBopioBanb: 1) remnaroeniiedasonaris; 2) exie-
damnonatis; 3) mporpecyioua 30BHITIHS 0TATBMO-
Tierig; 4) iHmT KJTHIYHI TPOSBH, Yy T.4. aTakKcid,
nmucdarist, HeBpoIatis, MiomnaTis, KapJioMionaris,
KOPTHUKAJIbHA CIITIOTA, eMiJIeNTHIHI TTPUTIAIKH, Mio-
KJIOHYC, miabet, aeMeHIlist, AUCHYHKILS MUTOIO-
HiGHOT 3a71031, BTparta CJIyXy Ta CepiieBi GJIOKAIu.
Cepen Buzisienux (heHOTHUTIIB y AiTEl yacTitie Bifl-
MiYa€eThCs renaToeHIedanonaris, To/i K y 10poc-
JIUX — TIPOTPecytoua 30BHITITHS 0(DTaTbMOTIIETiS Ta
MioIIaTisl, 4acTo B IIOEHAHHI 3 aTaKCI€lo Ta aKco-
HaJIbHOIO CEHCOMOTOPHOIO MTOJTIHEBPOTIATIEIO.

Mu waBenm KIIHIYHUNA BUNAAOK [IUTUHA
3 JBOMa TETEPO3UTOTHUMU MiCeHC-MYyTallisaMu
rera POLG1. Y qutunu BusgBUIM ABI MyTallii reHa
POLG y xommayHa-reTepo3uTroOTHOMY CTaHi —
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C1760T, A2591T. Takum unHOM, HAETHCS PO ABI
pi3Hi MyTanii B OAHOMY TeHi, ofHa 3 SAKUX —
BiJl MaTepi, a iHIIIa HaTOJIOTiYHA anejib — Bij| OaTh-
ka. Ili myramii ommcani B HayKoOBi#l JiTepaTypi
nanexko He Bruepiie. Bimomo, o myTartis C17607T,
posramoBana y 10-my ex3oni rera POLG, moxe
noeHyBaTucs 3 inmumu MyTtariisivi. Kurt B. et al.
MOBIJIOMUJTH TIPO 5-MiCSIYHY JIUTUHY 3 TIOEHAH-
uam wmyTanii C1760T ta wmytamiit G3406A
(21 ex3on) i C752T (13 ex30H), B IKO1 PO3BUHYB-
¢ indaHTUIbHMIL TeraTonepeOpaIbHIil CUHAPOM
nemrertii MmT/IHK. B inmioi mamientkn — 35-piunoi
Kinku 3 noeaHanusam mytariin C1760T, G3616A
(21 exson) ta C752T (13 ekson) Bimmivamacs
MPOrpecyiova 30BHINTHA O(TATBMOILIETIS Ta Mio-
natis [17].

Harris et al. HaBesin BUtajok po3BuTKYy y 4-pid-
HOTO XJIOITYMKA 3aXBOPIOBAHHS, CXOKOTO KJIIHIYHO
Ha Ppo3cigHuil entedasoMiesniT, TPU SIKOMY
MABUNUBCS JaKTaT y CHUPOBATII KPOBi, IO
CBIZIUMJIO TIPO MITOXOH/IPiaJibHY AMCOHYHKIIIIO.
CexBenyBanng rera POLG BusABMIO KOMIAyH/I
rerposuroThi myTtaitii C752T (T2511) ta C1760T
(P587L) [14].

Filosto et al. onmcas aBOX marieHTiB i3 MyTa-
miero C1760T. B oxHOro 3 HUX — YOJIOBIKAa BIKOM
61 pik, Bigmivamacsa M'si3oBa caabKicTh, HPO-
rpecyioda 30BHINIHA O(MTATbMOIIETIS, aTaKkcis,
3HUKEHHST TOJIEPAHTHOCTI 710 (Di3UYHUX HABaHTa-
JKeHb, a TAKOX AUCHYHKITIA MITYHKOBO-KUATITKOBO-
ro TPaKTy y BUIJISAI 3aKpeliB, [Iiapei Ta cla3MiB
y »kMBOTI. B iH1I0TO MaiienTa 3 7 pokiB BijiMivyaJjia-
cs BTpata CJIyXy, Mi3Hille PO3BUHYJINCS TTOPYTIEH-
Hs KOOPMHAILII Ta AUILIOMIs, TIIIOTOHAU3M, CJ1a0-
KicTh opodapuHreasbHuX M'a3iB, ABOOIYHUIT 1ITO3
Ta odrajbMoIapes, cirabkicTh y kinmiskax [10].

Pereira et al. nasesin C1760T y nepesniky Bigo-
mux wmytamii gaeproi [JHK ta 3azmaunam, mo
BOHa BijMiuasacs B JIEKIJIbKOX CIMEMHUX BUIIA-
KaX, Takoxk y 2 cubcis. Taky myraiiiio MoB'si3ann
3 po3BUTKOM cuHapomy aerertii MmT/IHK, 3a xii-
Hikoro cxokoro Ha MNGIE (Mitochondrial DNA
depletionsyndrome4B (MNGIE type). Myrarito
A2591T BusgBUIN y IBOX CecTep i3 UM 3aXBOPIO-
BaHHAM [22].

Bimomo, mo MiToxoHApiaTbHa HEHPOTACTPOIH-
TeCTUHAJbHA eHIledanonartia — ayToCOMHO-pe-
IleCUBHE Hepo/ieTeHepaTUBHE 3aXBOPIOBAHHS,
nos'sizate 3 gedinurom tuMignHdoOCchoOpUIasH,
1[0 TIPU3BOJIUTH /IO BUCOKOTO PiBHS TUMIUHY B
MJa3Mi Ta XapaKTEepPHOTO KJIIHIYHOTO (heHOTHITY.
XBopoba XapaKTepuUsy€eThCs KJIIHIYHO TITO30M,
MPOrPECYI0YNM 30BHIITHBOIO O(TATBMOILIETIEL,
MOPYIIEHHAM MOTOPUKHU TIIYHKOBO-KUATIKOBOTO
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TPaKTy, KaxeKciero, nepudeprnaHoio HeHPoIaTien
Ta JeiikoeHnedanonariero. Kiacuany MiTOXOH/Ipi-
aJIbHy HEHPOTaCTPOIHTECTUHAJIBHY eHIledasorna-
Tif0 BUKJINUKaOTh MyTailii rena TYMP, ognak omnm-
CaHO PiAKiCHI BUmanku (HEHOTHUILy, HOAIOHOTO 10
1IbOTO 3aXBOPIOBAHHS, TIOB'SI3aHi 3 MyTaIlisIMU TEHIB
RRM2B Tta POLG (C752T, C1760T, A2591T).
Cepen 92 malilieHTiB i3 PENEeCUBHUMM MYTAIlisIMU
rena POLG y 3,3 % mnartienTiB BiamMiTuim nposiBu
MITOXOH/IPiaJIbHOI  HEWpPOracTpoiHTeCTUHAIBHOI
entedaonarii, ogHak 6e3 03HaK JieiikoeHiedano-
matii. Y il rpymi MamieHTiB BUABWINA MYyTaIlil

W748S, R953C, W748S ta A467T [11, 26].

BucHoBKM

Myranii rena POLG 3pathHi BuUKIUKaTh
HIMPOKUI CIIEKTP PO3JI/IiB 31 3HAYHO BapiabGeIbHIM
(eHoTumnoM, y T.4. 3 ypaskeHHSIM TILJIYHKOBO-KUIITKO-
Boro TpakTy. DEeHOTHIT MiITOXOHIPIaIbHOI Helipora-
crpoinTectuHaibHoi eHiedanonatii (MNGIE)
€ HEeTUIIOBUM JIJIsI MyTallill 3a3HaU€HOT0 TeHa, IIPOTe
Ma€ Micle B PiIKiICHUX BHUMAAKaX. Taki posaam,
3 0[IHOTO OOKY, HEOOXiIHO nhepeHITIIOBATH 3 HIITH-
mu POLG-3ae:kHuMY 3aXBOPIOBAHHSMU, TTEPELYCIiM
i3 cuHIpoMOM AJibliepca, a 3 IHIIOTO OOKy, —
3 KJIACUYHOIO MiTOXOH/IPiaJIbHOIO HeliporacTpoiHTe-
CTUHAJIBHOIO eHIledaronari€ro, Mo BUHUKAE BHACITI-

JIITEPATYPA

nok myTarttii rera TYMP. Y naBenenomy namu K-
HIYHOMY BUIIQJIKy, HE3Ba)KAIOUM Ha IiABULIECHHSI
TpaHcaMiHa3 y Malli€eHTa B aHaMHe31, y MOJaJbIIOMY
He BUABUIAN YPaKeHHS TICUiHKHM, XapaKTepHe
1t cunzipoMy Asbriepca. Takoxk y IMTUHU HE PO3-
BUHYJIMCS KaTacTpodidHi PE3UCTEHTHI 0 Teparil
eTiIeNTUYHI TTPUTIAZIKHY, TTPOTE BiZIMiYaBCs TIOPiBHS-
HO M'SIKUI TIepebir erJienTuyHoi eHeredantonarii.
HatowmicTtp, y kJiHilmi AOMiHYBaso perunBHE
GJIFOBaHHSI, BTpaTa Bard, BiMOBa BiJl BXKMBaHHS
Ki Ta 03HAKW AUCHYHKIIII MTYHKOBO-KUITKOBOTO
TPaKTy 3a JaHUMK IHCTPYMEHTAIBHUX OOCTEKEeHb.
Bupinanbie 3Ha4eHH J171s1 BCTAHOBJIEHHS /1iarHO3y
B T[HOMY BUMAJKY Majl0 MOJEKYJSPHO-TEeHETHYHE
JIOCJTIPKEHHS.

Ha nammy gymky, jiikapi negiaTpuaaoro mpodisio
MaIOTh TIPOSIBJIATH TIEBHY HACTOPOKEHICTh Ta CBOE-
YaCHO CIIPSIMOBYBATH JI0 AUTSYOTO HEBPOJIOTA JIiTeH
3 Mi/I03POI0 Ha MITOXOH/IpiaJibHE 3aXBOPIOBAHHSI.
3 OISy Ha TPaTiYHUN MPOTHO3 AETKNX MITOXOH-
JIpiaJIbHUX 3aXBOPIOBAHb, TIOMUJIKU Y BCTAHOBJICHHI
miarHo3y Hempuityctumi. Tounuii giartos mae OyTu
BCTAHOBJIEHUN gKHavpaniie. Ha cboromHimHii 1e
MOKJIMBO JIMIIIE 34 JIOIIOMOTOI0 HEeHpopamiosoriv-
HUX | MOJIEKYJIIPHO-TEHETHYHNX METOIIB.
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IITanoBHI KoJ1eru!

XXI Beeykpaincpka HAyKOBO-PaKTHYHA KOH(DepeHIrist
3 MIKHAPO/IHOIO yYacTIO «AKTyaJIbHi IUTAHHS NeiaTpii»

18-20 Bepecus 2019 p., m. JIbBiB

3anponryemo Bac B3gatu ywacth B pobori XXI Bceeykpaincbkoi HayKoBO-
MPaKTUYHOI KOH(epeHIil 3 MiXKHAPOAHOIO y4YacTio <«AKTyasJbHI NHTAaHHS
nexiaTpiiy, npucBsuenoi mam'siti wiena-kopecnonzenta HAH, AMH VYkpainuy,
npodecopa B.M. CigenbnukoBa Ta 75-piudio kadenpu memiarpii  Ne2
Hamionanbnoro  mexununoro — yuiBepcutery imeni O.0. Boromoubiis
(CineTbHNKOBCHKUX YUTaHb ), TKa BHECEHA /10 TPOeKTy PeecTpy 3'1371iB, KOHTpeciB,
CHMIIO3iyMiB Ta HAayKOBO-NPAKTUYHHUX KOH(EpEeHIliii, aki OyayTh MPOBOANTHUCDH
y 2019 pori MO3 Ykpainn ta HAMH Yxkpainn.

Kondepenuist Bindynernes 18—-20 sepecus 2019 poxy na 6asi JIbBiBCbKOTO
HAIlIOHAJILHOTO MeTMYHOTO yHiBepcuTeTy imewi /I. [ammibkoro.

ITig wac uywuranb 18—19 Bepecus 2019 poky OyayTh PO3IVIAHYTI MUTaHHS
MEePBUHHOI MEJMYHOI JOTIOMOTH [iTSM; CY4YacHi MiIXOAW /0 MiaTHOCTUKU,
JIIKYBaHHS Ta MPOGIiTaKTUKI MOINTUPEHNX 3aXBOPIOBAHD JIUTSAYOTO BiKy Ha 3acazax

- : JI0Ka30BOI ME/JIUIIMHM; MIPIOPUTETHI 3aBAAaHHS MeIiaTPHYHOI HAyKN Ta IIPaKTUKY,
aKTyaJabHi MUTaHHS IMyHOIPOMITAKTUKY, aHTHOIOTMKOPE3UCTEHTHOCTI, 3ao0iraits moJrinparMasii a ix.

Jlo yuacri y Beeykpaincbkiil HayKOBO-TIpaKTHUHINT KOHMEPEHTIil 3aponTyoThes JiKapi-TieiaTpu, JTiKapi 3i crieriaTbHOCTi
«3arajbHa MPAKTUKa — CiMeHHA MEIMIIMHA», JTiKapi iHMNX MeiaTPUYHNX CHelialbHOCTel, OPraHi3aTopu OXOPOHU 3/10POB 'S,
3aBijyBaui Ta CHiBPOGITHUKM TrepiaTpruHuX Kadeap Ta Kadeap ciMeiiHOI MeAUIMHU 3aKjajiB BUINOI OCBITH Ta 3aKJa/iB
MiCISANTIIIOMHOT 0CBiTH, TPodibHuX HayKOBO-1ociAHuX yeranos MO3 Ykpainu ta HAMH Ykpainu.

Y BifnoBiHOCTI 10 YMHHOTO 3aKOHO/IABCTBA, YIACHUKN KOH(EPeHIlii B yCTAaHOBJIEHOMY MOPSIIKY OTPUMAIOTh cepTudikar,
SAKWIT HaZla€ BIAMOBIAHY KinbKicTh OamiB A arectaiiii Ha TPUCBOEHHA (TATBEPAKEHHS) JIKapCchbKol KBasmidikariinoi
KaTeropii.

3 Ginvw demanvioro inopmayiero MosicHa osnaiomumucs hitp://www.conference-sidelnikov.org.ua/
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