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CnaakoBi MITOXOHApianbHi 3aXBOPKOBAHHA € HACMIAKOM BPOMKEHWX MOMWMOK EHEpreTMYHOro MeTaboniamy 3 Ayxe BapiabenbHUMW i 3Ae6inbLIoro
MYNbTUCUCTEMHUMU NPOSBaMU, NOTPEOYIOTb AUMEPEHLIAHOI LiarHOCTUKM i3 LUMPOKUM CMEKTPOM (DEHOTUMOBO MOAIGHUX HO30MO0rii, a iX Bepudikauis
€ CKIafiHot0 nMpo6iemMoro Ta noTpebye MynbTUANCLMNAIHAPHOTO NiAX0Ay.

OnucaHo PiaKiCHWA KMiHIYHWMA BMNAZOK [iarHOCTOBAHOI B [iBYMHKN PAHHLOTO BiKY BPOMKEHOI MITOXOHAPianbHOI MaTonorii 3 ayToOCOMHO-PeLecuBHUM
yCcnafKyBaHHAM — KOMOIHOBaHWIA AediLnT OKUCHOro droccopuntoBaHHs 26-ro tuny (COXPD-26) yHacnigok ABOX MyTauiil y reTepo3uroTHOMY CTaHi reHa
TRMT5 (TPHK meTtuntpancdepasa 5) Ha xpomocomi 14¢23. XBopoba nauieHTKi CynpoBoKyBanacs Ae6I0TOM Bifi HAPOMKEHHS 3 HE[OCTATHIM HabyBaHHAM
Baru, NposiBamMm Kapaiomionarii, NOBTOPHUMU IHTEPKYPEHTHUMY IH(DEKLINHUMI 3aXBOPIOBAHHSAMM 3 MiJBULLEHHAM aKTUBHOCTI TPaHCaMiHa3, KpeaTuHKiHasn-MB
KpOBI, renatonarieto 3 rinoanbbyMiHeMieto, CyLOMHUM CUHAPOMOM, HEMEPEHOCUMICTIO BaNbMNPOEBOI KUCNOTH, MPOrPecyyUM BiCTaBaHHAM CTATOKIHETUYHOMO
Ta NCUXOMOBMEHHEBOrO PO3BUTKY, TOBTO CUMNTOMATIKA XapakTepu3yBanacs nporpeAieHTHICTI0, MyNbTUCUCTEMHICTIO 3 MEPEBAXXHUM YLLKOKEHHAM Cepus,
MeYiHKN Ta HepBOBOI cucTeMU. [iarHOCTUYHIA anropuT™M MITOXOHAPIaNbHUX XBOPO6 € OLHUM i3 HANCKNAZHILINX Yy MeLUYHii npakTuui. MMigospinumu wono
/AMOBIpHOi MITOXOHAPIaNbHOI NaTonorii B AiTeil PaHHLOrO BiKYy MOXYTb OYyTW MEPCUCTYBanbHUIA aB0 MPOrPECYYMA MyNbTUCUCTEMHNA PO3Nad HEBIAOMOI
eTionorii, HEBIOMi MHOXWHHI CKNagHi HEBPOOTiYHi NPOSiBX a60 HEBPOMOTIYHUIA MOHOCUMMTOM i3 3aNy4eHHAM iHLLMX CUCTEM, PiALLe — CreunidHi KNiHi4Hi
CUMNTOMU; NEpPCUCTYBaNbHUA NaKTaT-allao03, iHLWi NO3UTUBHI aB0 CyMHIBHI [aHi NabopaToOpHOro CKPWHiHrY. Mpo WMOBIPHY MITOXOHAPiaNbHY NaTomorito
MOXYTb CBIJYUTI YNCNEHHI FOCNiTani3aLii, NOBTOPHI KOHCYNbTALi pi3HNUX cnewianicTi, 6araTopa3oBi JOAATKOBI TECTM Ta MHOXWUHHI CynepeynunBi giarHo3u.
JInwe noBHe ek30MHe CeKBEHYBaHHs 3pa3ka KpOBi 3 aHanisoM Bapialili 4ucna Koniil reHis Ta reHOMHUM CEKBEHYBaHHAM HOBOTO MOKOJHHSA 3 TapreTHUm
reHeTUYHUM TECTYBAHHAM [ano 3MOry AiarHoCTyBaTyi B AWTWUHU CMAZKOBE MOPYLUEHHS 06MiHY PEYOBMH 3 rpynu Led)ekTiB MITOXOHAPIANbHOMO AUXaSibHOTO
NaHuora — KOM6iHOBaHWIA fediLmnT OKMCNOBANbHOrO h0CKHOPUIOBAHHA 26-10 TUMY, PaHiLLe ONMUCAHUI NINLLE B KiNbKOX NALi€HTIB.

[ocnifpKeHH: BUKOHAHO BifNOBIAHO 40 NpUHLUMNIB MeNbCiHCbKOI Aeknapauii. Ha npoBefeHHs [OCNI[KeHb 0TPUMAHO iH(DOPMOBaHY 3rofly 6aTbKiB AUTUHN.
ABTOpPM 32BNAOTL NPO BiACYTHICTb KOHAIIKTY iHTEPECIB.

Knro4oBi cnosa: miToxoHzpianbHa naronoris, KOM6iHOBaHNiA AedhiunT okucHoro doccopunioarHs 26-ro Tuny (COXPD-26), kniHiuHniA BUNagokK.

Complications of diagnostics of rare congenita mitochondrial pathology — the combined deficit
of the oxidizing phosphorylating 26 in a child of early age: clinical case
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Hereditary mitochondrial diseases are a consequence of congenital errors in energy metabolism with very variable and predominantly multisystem manifesta-
tions, they require differential diagnosis with a wide range of phenotypically similar nosologies, and their verification is a complex problem with a need
of a multidisciplinary approach.

The article describes a rare clinical case diagnosed in a girl of early age of a congenital mitochondrial pathology with autosomal recessive inheritance — a com-
bined oxidative phosphorylation deficiency of type 26 (COXPD-26) due to two mutations in the heterozygous state of the TRMT5 gene (tRNA
methyltransferase 5) on the chromosome 14923. The patient's illness was accompanied by a debut from birth and was characterized by insufficient weight gain,
manifestations of cardiomyopathy, repeated intercurrent infectious diseases with increased activity of blood transaminases, creatine kinase-MB, hepatopathy with
hypoalbuminemia, convulsive syndrome, intolerance to valproic acid, progressive delay in stato-kinetic and psychoverbal development, that is, the symptomatol-
ogy was characterized by progression, multisystem character with predominant damage to the heart, liver and nervous system. The diagnostic algorithm for mito-
chondrial diseases is one of the most complex in medical practice. In young children, persistent or progressive multisystem disorder of unknown etiology, unknown
multiple complex neurological manifestations or neurological monosymptom with involvement of other systems, less often — specific clinical symptoms; persistent
lactic acidosis, other positive or questionable laboratory screening findings are suspicious of probable mitochondrial pathology. Numerous hospitalizations, repeat-
ed consultations by different specialists, multiple additional labtests, and multiple conflicting diagnoses may indicate a possible mitochondrial pathology.

Only whole exome sequencing of a blood sample with an analysis of variations in the number of copies of genes and genomic sequencing of a new generation
with targeted genetic testing made it possible to diagnose in a child a hereditary metabolic disorder from the group of defects in the mitochondrial respiratory
chain — a combined deficiency of oxidative phosphorylation type 26, previously described in only a few patients.

The research was carried out in accordance with the principles of the Helsinki declaration. The informed consent of the patient was obtained for conducting the studies.
No conflict of interest was declared by the authors.
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CNOXHOCTH ANArHOCTHKM PEfKOii BPOXAEHHON MUTOXOHAPNANLHOW NATONOrMM — KOMOUHUPOBAHHOIO AethuumTa
okucnutenoHoro thocopunupoBanus 26-ro Tuna y pedbeHka paHHero BO3pacTa: KNMHUYECKNiA Cryyaii

E.K. Konockoga, J1.B. Konto6akuHa, H.K. Boryukas, P.B. Tkauyk

ByKOBWHCKMIA rOCYAAPCTBEHHDBIA MEAMLMHCKMIA YHUBEPCUTET, . YepHOBLbI, YKpanHa

HacnencTeeHHble MUTOXOHAPUANbHbIE 3200M€BaHNS ABNSIOTCA CNEACTBUEM BPOXAEHHbIX OLUMGOK SHEPreTUYeckoro MeTabonm3ma ¢ 04eHb BapnabdenbHbIMM
1 MPeNMyLLECTBEHHO MyNbTUCUCTEMHBIMI NPOSBAEHNAMU, TpebylT AnddepeHLnanbHOi JUarHOCTUKNA € LINPOKAM CMEKTPOM (DEHOTUMNYECKM CXOXKUX
HO30/10TUA, @ UX BEpUUKALMSA ABNAETCA COXHOI Npo6semMoi n TpebyeT MyNbTUAMCUMNIIMHAPHOMO NOAX0Aa.

OnucaH pefkuin KAMHUYECKMIA Cryyail QUArHOCTUPOBAHHOM Y AEBOYKM PaHHEro BO3pacTa BPOXAEHHOW MUTOXOHAPMANbHOW NaTonorun ¢ ayToCOMHO-
PeLecCUBHbIM HACNeLOBaHNEM — KOMOWHUPOBAHHBIN feduunT OKUcaUTeNbHOro drocdopunuposanns 26-ro tuna (COXPD-26) Bcneactaue AByx MyTauui
B reTepo3nroTHoM coctosHuu reHa TRMT5S (TPHK meTtuntpaHcepasa 5) Ha xpomocome 14023. bonesHb nauneHTK CONPOBOXAANAch Je60TOM C POXAEHNS
C HeIOCTaTO4HOI NPUBaBKO BECa, NPOSBIEHNSAMU KapAMOMUONATIN, NOBTOPHBIMU WHTEPKYPPEHTHBIMI UH(EKLIMOHHBIMI 3260/1€BAHUAMI C MOBbILLEHNEM
aKTUBHOCTYM TpaHCaMUHa3, KpeaTnHKNHa3bl-MB KpoBw, rematonatueid ¢ runoanbbymMuHemMuei, Cya0poXHbIM CUHAPOMOM, HEMEPEeHOCUMOCTbIO BaNlbNpOeBoi
KNCNOTbl, MPOrpeccupytolymM OTCTaBaHWEM CTATOKMHETMYECKOr0 UM MNCUXOPEYeBOr0 pas3BuTWA, TO €CTb CMMNTOMATWKA XapakTepn3oBanach
MPOrpeaneHTHOCTbI0, MYNBTUCUCTEMHOCTBIO C NMPEUMYLLECTBEHHbIM MOBPEXAEHNEM CepAuLa, MEeYeHW W HepBHOW CUCTEMbI. [JUArHOCTUYECKWUIA anropuTtm
MUTOXOHLPUANbHBIX 3200M€BAHNIA ABASETCA OLHUM M3 CaMblX CNOXHbLIX B MEAUUMHCKOW npakTuke. [M0A03PUTENbHBIMA OTHOCUTENIbHO BEPOSTHOM
MUTOXOHAPWANBHON NATONOrMK Y [eTeil paHHero BO3pacTta MOryT ObiTb MEPCUCTUPYIOLLEE WAN NPOrpeccupytoLlee MynbTUCUCTEMHOE PAcCTPOMCTBO
HEM3BECTHOI 3TUONOTNMN, HEU3BECTHbIE MHOXECTBEHHbIE CNOXHbIE HEBPONOrMYECKUE MPOSIBNIEHUS WM HEBPOMOrMYECKNA MOHOCUMMTOM C BOBJIEYEHNEM
LPYrX CUCTEM, PeXe — Creuntuyeckne KNMHNYecKe CUMNTOMbI; NePCUCTUPYIOLLMIA NaKTaT-aungo3, Apyrie nofoXKNTENbHbIE UM COMHUTENbHbIE JAHHbIE
NnabopatopHOro CKpuHMHra. O BO3MOXHON MUTOXOHAPWANbBHONA MATONOrMM MOTYT CBUAETENbCTBOBATb MHOFOYUCIEHHbIE TOCMMTANN3ALMN, MOBTOPHbIE
KOHCYNbTaLMU Pa3HblX CMeLManncToB, MHOTOKPATHbIE [JOMONHUTENbHbIE TECTbI 1 MHOXXECTBEHHbIE MPOTUBOPEYMBbIE ANATHO3bI.

TonbKo NONHOE 3K30MHOE CEeKBEHMPOBaHMe 06pasla KpOBW C aHANN30M BapuaLui Yucna KONWii reHoB U reHOMHbIM CEKBEHUPOBAHWEM HOBOIO MOKONEHUS
C TapreTHbIM FeHeTUYECKUM TeCTUPOBAHUEM MO3BOMUMO AWArHOCTMPOBATL Y pebeHKa HACcneLCTBEHHOE HapyLUeHWe 06MeHa BELLEeCTB U3 rpynnbl SedekToB
MUTOXOHAPWANTbHON [bIXaTeNlbHON Len — KOMOMHUPOBAHHBIA AeUUNT OKUCIUTENbHOro (hocopunnpoBaHusa 26-ro Tuna, paHee OnNuUCaHHbIA TOMbKO
Y HECKONIbKNX NaLNeHTOB.

ViccnenoBaHue BbINOSHEHO B COOTBETCTBUM C NPUHLMNAMM XeSIbCUHCKON Aeknapauun. Ha npoBesieHne UccnefoBaHnii Noay4eHo NHOPMMPOBAHHOE Cornacue

poauTeneii pe6eHka.
ABTOpPbI 3a5BNAOT 06 OTCYTCTBUM KOHGNINKTA UHTEPECOB.

KnioueBble cnoBa: MUTOXOHLpUANbHAS NATONOrUA, KOMOWHWPOBAHHBIA AeMUUUT OKUCIUTENbHOrO ocdopunuposanus 26-ro tuna (COXPD-26),

KITMHWYECKUIA CRyyan.

CrasikoBi MITOXOH/IPiaJibHI 3aXBOPIOBAHHSI
(M3) — kyiHiuHO TeTeporeHHa rpyIa reHeTUIHNUX
CTPYKTYpHUX 200 GioxiMiuHuX nedeKTiB i3 pisHIM
TATIOM HAaCTiyBaHHSA, MO CIPUYUHAIOTH JIWC-
(yHKIIiT MITOXOHIPiH 3 HECTAauer0 eHePreTUYHOrO
3abesnedentst KiaiTuH. CHagKoBi TeHETHYHO
nerepMiHOBaHi M3 HasWBalOTh TEPBUHHUMU
MITOXOH/IPOTIATisIMU, BOHU € HAUTIONIUPEHINTUMEI
BPO/UKEHIMU PO3JIafiaMi MeTaboIi3My 3 TIPUOJIH3-
noto nommupenictio 1:4000-5000. Cragkosi M3
BUHUKAIOTh YHACJIIOK MyTalliil TeHiB, KOJJOBAHUX
ayepHolo i/abo mitoxonapianpaoro JHK, ta -
HIYHO CYIIPOBOJIKYIOTHCSI TE€TEPOreHHUMM, I10JIi-
OpPraHHMMM IPOSIBAMU 3 PI3HOIO BapiabesbHICTIO,
MepeBaKHO HEBPOJOTIYHUMU TIOPYIIEHHSIMU Ta
MionatisiMu (xo4a 3a JeIKMX HO30JIOTiM YIIKO-
JUKYETHCSI JIWIE OJUH OpraH i/abo cucrema).
[Tonax 99% wmiTOXOHAPiAIbHUX TIPOTEIHIB KOMY-
ortbes gpeproo JIHK (myrarii, y gkift ycmaju-
KOBYIOTHCS 32 MEH/IEJIIBCbKUMU 3aKOHOMIPHOCTS-
MU), OJTHAK YHACJI/IOK MTOTIKO/[KEHHS peaKTUBHU-
MU MOJIEKYJIaMU KHUCHIO TIBUIKICTh MyTareHe3y
came mitoxonapiambroi JIHK Buma B 10 pasis
(Taki MyTaiii yCHajiIKOBYIOTbCS TEePeBaKHO TI0
MaTepUHCHKIH JiHil).

3a MixnapoaHoio kjacudikaiieio XBopob
(MKX) 10-ro nepermsimy, M3 (E88.4) Bxomuan

B TPYIy iHIINX MeTabOIIYHMX PO3JIaiiB. 3riJHO
3 MKX 11-ro nepernsny, M3 [DS: H01427] € min-
IPYIIOI0 €HJOKPUHHUX, HYTPITUBHUX 1 MeTaboIid-
HUX XBOPOO, 30KpeMa, BPOKEHUX MOMUJIOK €Hep-
retudHOro MeTabommiamy (5C53), Kyau BXOASITDH
24 miarpynu CHajiIkoBUX MITOXOHAPIAIBHUX JUC-
ynxkiiit Ta me 10 HO30J10Tii i3 3aJyYeHHSIM MiTO-
XOH/piaJibHUX Ppo3naaiiB. Taki icTOTHI 3MiHM B
kjacudikallii cBifdaTh PO CTPIMKE HAKOMTMYEHHS
MeINYHUX 3HaHb MO0 MiTOXOHAPiaJbHOI TTATOJIO-
Til BIIPOZIOBK OCTaHHIX gecsaTtupid. Manidecraris
crafikoBux M3 MoknBa B Oy/b-IKOMY Billi, aje
Haityacrinre XBOpoOU AeOI0TYIOTh Y AUTIIOMY
Billi. Bupinsiors HeonatasbHy (panaio) dopmy,
muTsavy Ta misnio popmu M 3. 3a pannboi Manide-
craiii M3 37e0iIbIIoro crocTepira€Tbest mMporpe-
JIEHTHICTD Tepebiry 3 HEeraTuBHOW JIMHAMIKOTIO
Ta 3aIyYeHHAM PI3HUX OPraHiB i CHUCTEM, iCHYE
MiJIBUIIIEHW I PU3UK PANITOBOI cMepTi [3]. 3Bakaro-
Yyl Ha BUIIEBUKJA/lEHEe, BBAKAEMO 3a JOIJIbHE
HABECTH KJIHIMHUU 6UNA0O0K DPiIKiCHOTO CITaIKO-
Boro M3 y /iBUMHKN.

[MamienTka nmepebyBasa T/l HATJISIIOM JIiKapiB
OKHII «Yepniserpka objacHa auTsava KaiHIYHA
JIIKapHSI» Bifl HapOIKEHHS BIIPOJAOBXK KiJbKOX
POKiB Uepe3 umcJeHHi rocmitamisartii. /[utnna Bijg
JIPYToi BariTHOCTI Ta [10JIOTiB; BariTHiCTH 1epebira-
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Jsia 6e3 yCKJIaIHeHb, TI0T0TH (iziomoriuui Ha 38-My
THKHI TecTartii. BaTbku ta crapmmii cubc 5 pokis
MIPAKTUYHO 3/[0POBI, MII00 HE CIIOPiIHEH I, MaTe-
pi Ta 6arbKkoBi BigmosigHo 25 i 30 pokis. Maca Tisa
npu Hapomkenuni — 2500 kr, qoBKuMHaA Tima —
48 cMm. 3 amamHe3y BiZJOMO, 1[0 B TIEPIY TOUHY
JKUTTS JIBYNHKA KOHCTATOBAHO KOPOTKOYACHY
3YIUHKY CepIs, KUTTEMISIJIBHICTD BiJIHOBJIEHO,
JMTUHY BUTIHCAaHO Ha 3-Tio 100y. Bix HapomskeHHs
JUTUHY BUTOJOBYBAJIM TPYJAHUM MOJIOKOM, Ha
JIJIBHUII TlepeBesd Ha BUTOJIOBYBAHHS CYMIIIIIIIIO.
¥ Billi 3 TUKHIB IUTUHY BIIEPIe TOCTITATI30BaHO
yepes BiACYTHICTh HaOyBaHHS BarW 3 JiarHO30M
«bisKkoBO-eHEpTETMYHA HETOCTATHICTD TIOMiPHOTO
cTynenio. Bpomkennii 1B0OIYHUI TAKPIOTIMCTUTS.
Bapyre niBunHKY rocmiTamizoBaHO yepes 3aIUIIKY
y Bii 3,5 Mic, KoJIi BIepiie AiarHoOCTOBAHO JIHJIa-
Taliiiny Kapziomionartiio (puc. 1), mepuxapaur,
MOJIiCepPO3UT, MO0 PO3BUHYJIMUCS HA TJi TPOSIBIB
TOCTpOi pecripatopHoi BipycHoi indexkiii (I'PBI).
ITix yac 1wiei rocmitamisanii mposegeHo obcTe-
keaHsa Ha jesski TORCH-indexmii  (Tokco-
J1Ia3MO3, ITUTOMETAJIIOBIPYCHY iH(DEKIIII0, Tepriec
11 2-to Tumy, KpacHyxy) 3 BU3HAUEHHSIM pPiBHIB
[gM Ta G; pe3ynbrati BUSBUINCS HETATUBHIMM.
Bomnouac piBenb kpeatuHkinazu-M B y cuposariii
KPOBI JINTUHU BJIBIYi IEPEBUIILYBAB HOPMY Ta CTa-
noBuB 58 Oxu/n (y wHopmi — m0 25 Op/n). Bike
3a THUIKJIEHb TCJs BUMMUCKU AUTHUHY 3HOBY TOCIIi-
Tali30BaHO 3 JiarHo3oM <«/luartaiiiitHa Kap/io-
miomarist? CyOromrencoBana crazis. [lomipaa
MiTpasbHa HeJoCTaTHICTh. ['ocTpuii puHObapuH-
rit. [TomipHa 3aTpuMKa (hi3sUIHOTrO Ta MCUXITHOTO
po3BuTKy». /{51 Bepudikarii giarHosy 3a 2 THUKHI
iCJI BUTTUCKU TTPOBE/IEHO KOHCYIbTAIIiI0 Kap/Iio-
JioroM LleHTpy AUTAYOI Kap/Ai0JIoTii 1 KapioXipyp-
rii: BUSBJIEHO TIOMIPHY CHUCTOJIYHY JUCHYHKITIIO
JIiBOTO TITyHOYKA ((ppakiiisi BUKUIY JBOTO TLITY-
Houka — 49%, Hopma — 56-78%), HesHauHe
MiIBUIIIEHHS TpaHcaMiHa3 KpoBi (ajaHiHAMIiHO-
tpancdepaza (AJIT) — 35,0 On/a, Hopma —
10 33,0 On/n; aciaprataminoTpancdepasa (ACT) —
57,0 On/n, Hopma — no 32,0 Om /), miarHocToBa-
HO CTaH TICJs MepeHeceHoTo MiOKap/uTy, OHAK,
3a JIaHUMU MarHiTHO-pe30HaHCHOI Tomorpadii
(MPT) cepiist 3 KOHTpACTOM — JIAaHUX TTPO MIOKap-
it abo HiOpOo3HUX 3MiH MioKap/a He BUSBJIEHO.
Bopnouac BuABIE€HO HOPMATUBHI 3HAYEHHS
THPEOTPOITHOTO TOPMOHY Ta BiTbHOTO TUPOKCUHY
(7,09 w~mMxMO/mn  npum  Hopmi  1,36-8,8;
1,11 ar/nn npu wopmi 1,1-2 BignosigHo). 3a 3
TUKHI IUTUHY 3HOBY TOCHITaJi30BaHO /IO CTAIliO-
Hapy 3 JiarHo3oM <«AdTO3HUE CTOMATHUT,
CepeHbOTSKKIUIT Trepebir. [lumarariiitna Kapio-

Mmiomatig. TocTpmit punodapuHrit. 3aTpumka
(bizmuHOTO TA ICUXIYHOTO PO3BUTKY».

Y 3B'sA3Ky 3 YacTUMU IHTEPKYPEHTHUMM 3aXBO-
PIOBaHHSIMHM, 1110 CYIPOBOJKYBAJIUCI 3MiHAMU
3 OOKy ceplls Ta 3aTPUMKOIO (DiBUYHOTO 1 TICHUXO-
MOTOPHOTO PO3BUTKY, BHUHHKJIa TOTpeda B
MOAJIBITIOMY 1000CTeKeHH] HA IMOBIPHI CIIAIKO-
Bi 3aXBOpIOBaHHS. Y Billi 8 Mic AiBYMHKY BIepIie
KOHCyJbTOBaHO B HarionanpHiil quTsdiil crie-
miamizoBanint mikapui (H/CJI) <«Oxmaraurs y
[Hentpi opdannux 3axsopioBanb (1[03),
Jle B TAIlIEHTKU BUSABJEHO ITiIBUIIEH] PIBHI aMO-
Hiio (80,0 MKMOJIb TIPU HOPMi /10 54 MKMOJIb) Ta
nakrary (2,24 MmM/a ipu Hopmi 0,9-2,2 MM /1),
a TAKOXK 32 JJAHUMM TaH/IEMHOI Mac-CIIeKTPOMETPil
IJIa3MHU KPOBI BUSIBJIEHO HOPMaJIbHUM BMICT aMi-
HOKUCJOT 1 MiABUIEHUI BMICT allUIKapPHITUHY
C8, xoua moBTOPHE 00CTEKEHHS I[LOTO He MiATBep-
mto. IIpu moganpimioMmy o6cTeKeHHi BCTaHOBIIE-
HO HOPMATWUBHI Pe3yJbTaTH JETEKIlii HaJJTUIIKY
oJlirocaxapu/liB y cedi MeTOJIOM TOHKONIAPOBOi XPO-
marorpacdii (7i30cOMHI XBOPOOM HAKOIMYEHHS ),
JII30COMHUX (pepMeHTIB (BU3HAYEHHST aKTUBHOCTI
xitorprosugasu (xsopoba lore), Geta-rIoKypoHi-
nasu, apuicyibdarasu A, rexcosamininazu), TMB-
TecTy (MyKOMOJicaxapuio3n) Ta aibda-TIoKo3u-
nasu (xBopoba [Tomrie), TOMy B TAI[IEHTKH BUKJIIO-
Y4EHO CIIaJ[KOBi MOPYIIEHHsST O0OMiHY aMiHOKKCJIOT,
anuIKapHiTHHIB, XxBopoba ITomie, Tome Ta mesiki
iHIIIi JII30COMHI XBOPOOU HAKOITMUYEHHSL.

Y Bini 1 pik AUTUHY TOCHITATi30BaHO JIBivi:
ymepiie 3 fpiarHo3oM <«EHTepoBipycHa iH(bexiis
(KJTIHIYHO: €HTEPOKOJIIT, TIHTIBOCTOMATHUT, €K3aH-
TeMa), cepeHbOTSKKNN mepebir. Excukos. Bro-
pUHHA AUJaTalliiiHa KapjaioMmionaTisd», a BAPYre
3 miarHosom <«ITosasikapHsHa IpaBoOiYHA ITHE-
BMOHisI, CepeIHbOTSKKHUII Iepebir, auxajbHa
HeJIOCTaTHICTh, eKcrKo3. CTaH Tics epeHeceHo-
ro KapauTy. biskoBo-eHepreTHyHa HEJIOCTATHICTD
MOMipHOTO cTyneHs. Jlerka 3aTpuMKa craTo-KiHe-
TUYHOTO PO3BUTKY». Y [UHAMIIl CTaH AUTUHU
roripuryBaBcs, 3a 1 MicsAIb Mic/sl BUTTMCKY JTUTH-
Ha 3HOBY MOTpamnuia 10 KapAi0OOHKOTeMaTOIOTid-
HOTO BijyTiieHHst 3 jgiarnosoM «Henudepeniriiio-
BaHe CUCTeMHe ypa)KeHHsS CIOJIYYHOI TKAaHUHU?
HenndepeniifioBana Kapmaiomiomnaris, acIur,
cliJleHoMerasis, maHkpearonarid. [emaTtut He-
yrounennii. DyHKIIOHAIbHI 3aKpeu, KOJIT?».
3a pesysbTaTaMu 00CTEKEHHS BiMiY€HO HeiCcTOT-
He Ti/IBUIIEHHST PiBHS aHTUHYKJIEAPHUX aHTUTIJI
MeTozioM imyHodepmentnoro ananizy (IDA) —
1,14 On (pesysbraT y Mexax 1,0—1,2 On € cymHiB-
HUM), HOpPMaTuWBHe 3HadeHHd aHTuTin IgG
no peocmipasibioi JJHK (10,5 MO/mi nipu Hera-
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KAIHIYHMI BUTTAAOK

TUBHOMY 3Ha4YeHHi <39) Ta kpeaTuHhochOKiHAZM
(50 On/n upu mopmi 26-308), maboparopHo
BUKJIIOUEHO JliarHo3u BipycHux rematutis B ta C,
BUSIBJIEHO HETATUBHI TECTU HA MEYIHKOBUU IUTO-
30JIbHUIN aHTUTeH TUIy 1 Ta MITOXOHpiaJbHUN
anturen M2-3E, 1110 1aJ10 3MOTY BUKJIIOUATH ayTO-
IMYHHUII TIpOIleC Ta IMPO3 TeYiHKU. XJIOPUIn
oty ctanoBun 18 MM /i1 3 200 MT HaBasKKU TOTY.
[Tig yac MyIbTUIIAPAMETPUYHOIO YJIBTPA3BYKOBO-
rO JIOCJI/I)KeHHS TIe4iHKU BOTHUIIEBUX YTBOPDEHb
He BUSABJEHO, Mudy3Hi 1HOITTPATUBHI 3MIHU —
110 THUILY TelaTuTy, FeMOJMHAMIUHI TTOKa3HUKU —
y HopMi. [TpoBezieHo aHasi3u METO/I0M TToJliMepas-
Hoi sianiorosoi peakiii (ITJIP) na Bipyc Emnmreii-
Ha—Dbappa, mnuromeranosipyc, Bipyc Trepiecy
6-ro THUIly, OTPUMAHO HETAaTUBHUN pe3yJibTarT.
3a pesysbratamMu 0OCTEKEHHSI IUTHHY TI€peBeie-
HO JI0 TaCTPOEHTEPOJIOTIUHOTO BiJIJIIJIEHHS 3 JIiar-
HO30M <«PeakTuBHUI HecmenndivHWN TeNaTHT,
MiHIMaJTbHA aKTUBHICTDH>.

3a mepiox crocTepeskeHHsI OCOOJIUBY yBary
3BEPHYTO Ha TIOCTIiiTHI pecripaTopHi 3aXBOPIOBAH-
H, Ki CYITPOBOJIXKYBAJINCS BUPA3HUM KJIIHIYHUM
nosimMopdismMoM. 3okpeMa, 3a 1 MicsaIb AiBUMHKY
3HOBY TOCIIITa/Mi30BaHOo 3 fiarHo3oMm «Ilozamikap-
HaHa npaBobiyHa BOTHUINEBA ITHEBMOHIs,
CepeHbOTSIKKIE 1epebir, nuxaibHa HEIOCTAT-
HicTbh, ekcrKo3. ['ocTpuit punodapusrit. CucreMm-
He ypaxeHHS croy4yHoi TkaHunHu. Cran micas
Cy/IOM HesicHOTO TeHe3y. HaOpsikoBuii cuHApOM
i3 acttuToM». Ilicsist Boepime AiarHOCTOBAHOTO eTTi-
30y Cy/lIOM CTaH IWUTWHU TOTipIIWBCS, ANTHHA
cTasa KBOJIOIO, [ToYaJia Tiplie XOAUTH.

Y Bini 19 wmic AiBUMHKA 3 HOBUM e€Ii30/10M
CYy/IOMHOTO CUH/IDOMY TIOTpamnusia 70 BiJliJleHHS
aHecTtesioJsorii Ta iHTeHCUBHOI Tepaltii, Jie iii Bcra-
HoBJsieHo miarHo3 <«llozasikapHsana mocraciipa-
miiftHa ABOOGIYHA ITHEBMOHis, TOCTPHUIl TEPiof.
Cynomuuii cungpom nesicioro rexedy. MDi6pos
nedinku. J[BoGiuna Hedpomaris. [uiasramiitaa
kapaiomionarisa. HemudepeniiiioBane cucremue
YPaKeHHS CIIOJYYHOI TKaHWHU, CUCTEMHUN dep-
Bonnii BiBuak? Ilosicepo3uTt (rlepuKapauT, ILIe-
BPUT, aciyT)» (IUB. PUC. 2 — PEHTTeH OpTaHiB
rpyasoi kaitku (OT'K) i yepeBHOI TOpOKHUHM
JIATUHN ). YTIPOJOBK KiJTbKOX MICAIIIB HA TJIi HOP-
MaTUBHUX 3HaueHb GimipyOiny, syskHOI docdaTa-
31, XOJIECTEPUHY Ta TPUIJINEPU/iB y AUTUHU
MOCTIHHO YTPUMYBJIUCH ICTOTHI IiIOIPOTEIHEMIsT
Ta rinoanpOymMiremist (610K CHPOBATKU Min-max —
459-58,2 r/m1, ambOymin cupoBatku — 29,3-34,4 r/1)
i migBUIIEHHS TpaHcaMmina3: min-max AJIT —
51,3-118,2 On/n (Hopma — 5—41 On/n) Ta ACT —
68,4—113,5 On/n (nopma — 5-37 On/1n).

Puc. 1. PeHTreHorpama opratis rpyfHoi KNitku (AutuHi 3,5 mic,
Kapaiomerarnis)

Puc. 2. PeHTreHorpama OpraHiB rpyaHoi Knitku (amtudi 19 wmic,
Kapaiomeranis, 4BO6GIYHI BOTHULLEBI 3MiHW Y JIEreHeBi NapeHximi)
Ta 0rnsgoBa peHTreHorpama rpygHoi Ta 4Y4epeBHOI MOPOXHUH
(piavHa B 04ePeBUHHIN NOPOXHUHI)

Ha nouarkogiit EKI" Ha MomeHT rocritasmisaitii
BusiBieHo Hecneludiuni sminn — QTc 408 mcex,
TOPYIIEHHS Penoagpu3aliii Miokap/ia Ta 3HUKEH-
HJ BOJBTAXY B CTAHIAPTHUX BiIBEJICHHIX
(puc. 3). Cynomu B AWUTUHU BIPOMOBK THKHS
Oysi pe3aucTeHTHUMU J10 eHobapOiTasy, y 3B's13-
Ky 3 I[MM SIK TIPOTHCYJIOMHUIN 3aci0 3aCTOCOBAHO
BAJIBIIPOEBY KUCJOTY, IO CYIPOBOJXKYBAIOCS
HeraffHUM TOTiPHIEHHSIM CTaHy JAMTUHU Ta iCTOT-
HUM TIofIoBKeHHAM iHTepBany QTc mo 849 mcek
npu HopMmi 10 440—-470 mcek. Tomy BambIIpoEBY
KHCJIOTY BiIMIHEHO, a B TIO/IAJIBIIOMY 3 TIPOTHCY-
JIOMHOI0O METOI0 IPU3HAYEHO JieBeTHpaIeTaM,
AKUU MalieHTKa OTpPUMyBaJia Iife NpUHAWUMHI
BIPOAOBXK Micsang. Ha 6-ty n00y micias Bigminu
BasbripoeBoi kuciaotu QTc HopmamizyBamocs 1o
444 mcek. Perysipui ITJTP-o6¢Teskents Ha SARS-
CoV-2 mip yac rocnitasizaliii AMTUHA TTOCTIHHO
Oy HETATUBHUMHU.

Yepes mimo3py Ha HexudepenililioBane
CHCTEMHE YITKO/)KEHHS CIIOJYYHOI TKAHUHU 3/[i1-
CHEHO crpsmoBaHe noo0crexenns. IIpu mabopa-
TOPHOMY OOCTEKEeHHI KPOBI AUTHHU HPU HOP-
MaTMBHUX 3HAaUYeHHSIX TpaHcaMiHa3z, OimipyOiHy,
MetosoM [MDA BusgBIeHO TO3UTUBHUN PiBEHb
AQHTUHYKJICAPHUX aHTHUTLI 0 PUOOHYKIEOPOTei-
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Pue. 3. Enektpokapgiorpama AUTUHK Bikom 19 Mic, Ha MOMeEHT
rocnitanisauii 4o crauioHapy B CTaHi MeTabo0nivyHOI KpPU3u:
3HMWKEHHA BONbTAXy B CTAHAAPTHUX BiABELEHHSX, MOMipHe
NopyLLUEHHA penonapusawii miokapaa

ny 1gG 2,8 (>1,0 — no3uTuBHE 3HAYEHHS) NPU
HEraTUBHUX 3HAYEHHSIX aHTUTIJI /10 IBOCITipaJIbHOI
JTHK, xpomatuny, prub0OCOMaIbHOTO MPOTEIHY,
SS-A 52/60, SS-B, Sm, Sm/RNP, Sci-70, Jo-1
Ta lleHTpoMepy B, BOBUAaKOBOIrO aHTHUKOATYJISHTY.
Bomrouac mpo1oB:KeHO MOTTYK iIMOBIPHOT CIAIKO-
BOi maroJiorii. 3a JaHUMHM MeIUKO-TeHEeTUUHe
nocaipkenns 3paska kposi autuan (Invitae Cor-
poration) BWSABJIEHO JBa MAaTOTEHHI BapiaHTH
myTaitii c.-119_116del y reni GALT (romosuro-
Ta), MO acoIlioe 3 rajgakrozemico /lyapte (ayTo-
COMHO-PelleCHBHUI BapiaHT AeilluTy rajJakTo30-
1-cochar ypunuannrpanchepasn). Hasgasuicts y
HaIlIo1 NMalliEHTKU JIKIIIEe IBOX TATOTeHHUX MyTalliil
c.-119 116del Bapianty [lyapre B reni GALT 3a
Bi/ICYTHOCTI iHIIINX MTATOTEHHUX BapiaHTiB TMOBIp-
HO acolliloBaTuMe 3 npuOaAn3HO 50-BifCOTKOBUM
piBHEM aKTUBHOCTI depMeHTy, 10 He Tif-
TBEP/XKYE MiarHo3 rajakrtosemii /lyapte. /lificHo,
BUSIBJICHO HOPMATHUBHY aKTUBHICTb TJIIOKO30-1-
dochar ypugauauarpancdepasu KpoBi JUTHHA —
8,4 On/rHb. Kpim TOro0, BUSBJIEHO OANH 3 IMOBIp-
HO TATOTeHHWX BapiaHTiB myTtaiii c.1844C>T
(p.Pro615Leu) y reni GLDC, 1o acoriitoe 3 ayTo-
COMHO-peIleCUBHUM BapiaHTOM TJIIMHOBOI eHIle-
(anonarii. OnHak y IUTUHUA MYTaIlil0o BUSIBJIEHO
B TE€TEPO3UTOTHOMY CTaHi, MO He a0 3MOTH
Bepu(ikyBaT OCTATOUHUI JiarHO3 TJIIMHOBOI
ennedasonarii. BojgHovyac HasiBHY KJIIHIUHY CHUM-
[NTOMATUKY TAI[iEHTKU He MOKHA IOSICHUTU BU-
SBJIEHUMU MYTAalliSIMU, TOMY MTPOJIOBKEHO /liaTHO-
CTUYHUH TOIIYK.

JIJist OabInoro KOHCYJIbTYBAaHHS, 1000CTe-
JKEHHS Ta JIIKyBaHHA JUTHUHY BiKOM 22 Mic CIIps-
moBano g0 HJCJI «OXMAT/AWUTs»>, m. Kuis.
3a panumu MPT, y rosoBHOMY MO3KYy AUTHHU
BUSBJIEHO: AU(DY3HI aTpodiuHi 3MiHU Ta SBUIIA
rinmomiesntinizaiii 60l PEYOBUHU IMIBKYJIb TOJIOB-
HOTO MO3KY, OJINX KyJib MO30YKY, 3 O3HAKaMU
MOMIUPEHNX HAOPSKOBO-1IIEMIYHUX 3MiH 0iJ0i
PEYOBUHU B IIEPUBEHTPUKYJSPHUX Bi/IiIaX, Ha
PiBHI ZI0p3aJIbHUX HI’KOK BHYTPIITHBOI KaICyJH,
MO30JIMCTOr0 Tija, (iMOpiil TimoKaMmIiB, y 30HI
JIOP3aTbHUX TPAKTIiB MOCTa, IO MOJKe BiITIOBI/IaTH
ArCcMeTaboIIIHUM 3MiHaM, HellpO/iereHepaTUuBHO-
My tiportecy. ITix yac 100OCTEKEHHS B TAI[IEHTKI
BCTAHOBJIEHO HOPMATHBHI 3HAYe€HHS THUPEO-
TPOIIHOI'O TOPMOHY Ta BiJIBHOTO THUPOKCUHY
(3,75 MxMO /M tipu Hopmi 0,7-3,97; 1,45 ur/mn
nipu HopMi 0,96—1,77 BinnosigHo), anbda-1 anTu-
tpunicuny (1,02 t/1), TeHAEHIIS M0 TIMOTIiKeMil
(narme — 3,3 MM /i1, yepe3 12 rog — 2,7 MM /),
rinokoptusosiemiga (28,17 HMOJb/N TIpU HOPMI
171-536, yIpoioBK OCTaHHIX MiCSI[iB OTPUMYBa-
Jla TIPEeIHI30JI0H) 1 rinoTpoTreiHeMis 3 rimoanboy-
Mminemieo (32,2-33,8 r/m). Bwmict IgA, IgM
y CHPOBATII KPOBi Ta CyOmoImy isiii JiM(onTiB
KkpoBi Oynu 6e3 ocobiusocteii, Bmict IgG —
i3 TEHAEHITIEI0 /10 3HVKeHH (3,4 /1) Ha TJIi TIpe/I-
Hi30JI0HOTEpaIllii, CKpUHIHTOBE JOCTiAKEHHS BMi-
CTy aMIHOKHUCJIOT Ta alleTUJIKAPHITUHIB y CyXiil
MJISIMi KPOBI METOZIOM PiIMHHOI XpomaTtorpadii
tanzemMHoi Mac-crnektpomeTpii  (LC-MS/MYS)
MaTojorii He BUSBWJO, KpPEaTWHiH cedi —
2,29 MM /11, TOMipHO TiIBUIIEHN PiBEHb JaKTATy
KpoBi (2,54 MM/x). [/liarHo3 Ha MOMEHT BUITHCILI
3 HIACJT «OXMAT/INT»: «Hetliponerenepatus-
He 3aXBOPIOBaHHS HEYyTOYHEHOTO TeHe3y. BTopuH-
Ha KapjioMiomnarisg. 3aTpuUMKa CTaTO-MOTOPHOTO
Ta TICUXOMOBJIEHHEBOTO PO3BUTKY. CUMIITOM Hep-
BOBO-pehJIEKTOPHOI 30YINBOCTI, CUMIITOMATAY-
Ha elliJIercisgy.

[Tizuinie 1oBHE eK30MHe CEKBEHYBaHHS
(CENTOGENE GmbH) BusiBuio B autuau 1si
myrtaiii rera TRMTS5 y rereposurorHomy crai,
3okpema ¢.1503 1504del (imoBipHO maTOTEHHMIT
BinmoBingno no pexomenaanii CENTOGENE
ta ACMG) ta ¢.312_315del (matorennuii Bizmrmo-
Binno 10 pexkomenpaniii CENTOGENE Ta
ACMG). 3a yMOBU 3HAXO/I>KEHHS TeTePO3UTOTHUX
IMOBIPHO TIATOTEHHOT'O Ta NMATOTEHHOI'O BapiaHTIB,
ineatudikoBanux y reri TRMTS, y crani kom-
MayHA-TeTepo3uroTu (y TPaHC-) y JAUTUHU Bipo-
[iJIHO HAagBHUI TeHEeTUYHUI J[iarHO3 ayTOCOMHO-
PEIeCBHOTO KOMOIHOBAHOTO J1eillUTy OKUCHOTO
dhochopumoBanns 26-ro TrIly, TOMY /7151 OCTATOY-
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HOIO JiarHo3y IOLJIbHO J000CTEXUTH OGaThbKiB.
OcrarouHo BctanoBjeHo B I11O3 miarnos 1iBUMHKN
«CrmagikoBe  mopyiieHHs:  0OMiHY — Pe4OBUH
3 TPy JieheKTiB MiTOXOH/IPIaTbHOTO IUXATBHOTO
JaHIora: KombiHoBaHWil AedilluT OKUCHOTO
(ochopumoBannsa 26-ro tuiy. AyTocoMHO-pelie-
CUBHUM THUII yCHaJKyBaHHs. BTopuHHA Kapaio-
Miomatig. 3aTpMMKa CTAaTO-MOTOPHOTO Ta TICH-
XOMOBJIEHHEBOTO po3BUTKY. CHMIITOMAaTUYHA €Ili-
stericig. lenatut, cunapom renatomeraniiy. Hamani
creriagicramu  [lenTpy pekomenjailii 110710
MOJAJIBIIIOTO  BEJEHHS JIUTHHU mepeadadasiu
CIIOCTEPEeKEHHS ~ Kapiosiora, HEBpoJora Ta
mefiaTpa, KOHCYJbTaIlifo O(TaabMOJIOTa, JAMHA-
MiuHe crioctepeskenas B 1103, pekoMmeHmoBaHO
MO BPOKY TIPOBOINTH eJieKTpoentiedanorpadiio,
ejiekpokap/iorpadiro, exokapiorpadiio, BUsHaua-
TH BMICT OLJIKa, PIBHIB IJIIOKO3M, CEYOBUHMU, KPEaTH-
HiHy, JiMas3w, TpaHcaminaz, KpearnHdochokinasm,
IOPIYHO TTPOBO/MTH ayaiorpamy. [IprsHaueHo cum-
MITOMATUYHE JIKYBaHHS, JIKYBaJIbHY (DI3UUHY KYJIb-
TYPY, Macak i MEIMKO-COIiajibHy peadisiTaitito.
PinkicuuM BapiaHTOM CIaJIKOBOI MiTOXOH/IPi-
asbHOIl matosorii [DS:H01427] € kombGinoBaHwMit
nedinut okrcHoro ochopmmoranms (COXPD) —
rpymna 3 50 MyJsbTHCHCTEMHUX XBOPOO i3 Bapia-
GeTbHUMM TTPOSIBAMM, 1[0 BUHUKAIOTH YHACJIIOK
nedekTiB y cucreMi OKUCHOTO (hochoprIroBaHHS
MITOXOH/IPif. Y HayKOBiil JiTeparypi monepeaHbo
OIIMCAJIH JIUIIIEe YOTUPH KITIHIYHI BUITAAKN 3 KOMOi-
HOBaHUM JieillATOM OKUCHOTO (hochoprmoBan-
Hs1 26-ro tuny (COXPD-26) 3 nopibHuMu maro-
reHHUMM Bapiantamu MyTaiiii y reni TRMTS
(tPHK wmerunrpancdepaza 5) Ha XpomMocomi
14923 i3 BucokoBapiabeabHUM (DEHOTHUIIOM Ta
ayTOCOMHO-periecuBHUM ycnagkyBanuam. C.A. Po-
well Ta cmiBast. (2015) [8] omucanu 1e 3axBopio-
BaHHS Y JIBOX HeCHOpifiHeHuX mnaiieHTiB. IIpo
HePITy MalieHTKY, JKiHKy BiKOM 25 POKiB, paHilie
nosigomuan Haller Ta cmiBaBr. (1989) [5]. ¥V
HAIEHTKU BIIPOJOBXK JKUTTST OyJIN HENepeHOCH-
MicTh (biBUYHUX HaBaHTAKeHb i3 BUPAKEHOIO
3aJIUTITKOIO, JTAKTaT-aIfu/103 1 Imporpecyioda Miora-
Tis, Mi3Hile B Hel PO3BUHYJIACh €K30KPUHHA HEJI0-
cTaTHIiCTh 13 MasjbabcopOIli€o, Timepriikemis,
HUPKOBA TyOyJIOTATIsI, IIUPO3 MEYiHKH, CHACTHY-
HicTh i3 rineppedJiekcieio Ta Jierka JAUCTabHa
rnmapecresisg, cMepTh HacTajJa yBi cHiI y Bimi
55 pokiB. THiMM namieHToM GyB XJIOMUUK BIKOM
7 POKIB i3 3aTPUMKOI0 POCTY Ta HEIOCTATHbOIO
Baroio, MioIaTi€lo, TITOTOHIEIO 3 TinmopedeKiero,
CIIOBiJIbHEHHSIM HEPBOBOI IIPOBIHOCTI, TillepJaK-
TaTeMi€lo, TinepTpodiuHo0 HEOOCTPYKTHUBHOIO
Kap/lioMionari€io, TopylnieHHIM MOTOPUKY Ty H-

KOBO-KHIIIKOBOTO TPAKTy, 3 HEBUPAKEHUMU [NC-
MopdivHUMEU TposiBaMu  (TPUKYTHE OOTUIUS
3 MQJIEHBKUM POTOM, OJIAKWTHI CKJIEPU Ta 3JTUTTSI
MEePBUHHUX BEPXHIB PI3IliB), JIETKOI aTpoieio
MO3KYy Ta 3aTPUMKOIO Mi€JiHi3allii, 1o CyInpoBO-
JUKYyBAJIMCA ~ 3aTPUMKOIO  TICUXOMOTOPHOTO
PO3BUTKY: Y Billi 7 POKiB XJIOITYUK HE MIT CUITH,
crositi 260 XOUTH O€3 T ITPUMKU, MaB 3aTPUMKY
MOBJIEHHEBOTO POo3BUTKY. M.A. Tarnopolsky
Ta criBasT. (2017) onucamnu 1e ABOX MAIIEHTOK —
cectep Bikom 46 ta 51 pik, B IKMX 3 JAUTHHCTBA
criocrepiraan noAibHy 10 BiKe OIMUCAHOI CUMIITO-
MaTUKW, 30KpeMa, HeNepeHOCHUMiCTh (hi3UmIHUX
HaBaHTa)KeHb 13 3aUINKOI0, M'SI30BY CJIaOKiCTB,
CIACTUYHUI Tapamnapes, aKCOHAJIbHY CEHCOPHY
HeWpoIariio, 3aTPUMKY PO3BUTKY, IiJ[BUNIEHHS
JIAKTaTy KPOBI, a y CTApIoi ;KiHKK MaHi(ecTyBaIn
me W iHnm mposiBU — BTpaTa 30py 3 aTpodieio
30POBOro HepBa, eHIedatonaris 3 iIHCYIbTOIOLI0-
HUMM €ITi30/IaM U, TICUX03 1 /ienpecis, cymomu [9].
[MiarsocTnunuii aaroput™m 3a MJ3, HaleBHO,
€ OJIHUM 13 HAWCKJIAHINUX Y MEeJIMYHIN TTPAKTHIL
[1]. MiToxonapiaibHi XBOPOOU MOXKYTh CYIIPOBO-
JUKYBATUCS PI3HUMU TTPOsIBAMHU, 3ajydaTd Pi3Hi
OpraHu Ta CUCTeMH i 1eOITyBaT B PisHOMY BIlli,
OJTHA i Ta JK MyTallis peJieBaHTHUX reHiB M3 Moske
CIPUYMHATUA Pi3HI (eHoTunu, BojHOYAC TOU
camuii perorunn M3 Moke CyNpPOBOKYBAaTHUCS
MyTallisiMi B pisHuX reHax [3]. Beebiununii anam-
He3 HeoOXiHO JOIIOBHIOBATH He JIMIIe Horanb/ie-
HUM 3arajJbHOKJIIHIYHAM OOCTEKCHHAM, aJie
it BHOOPOM TIEBHUX CITEIIATI30BAHUX HEBPOJIOTIU-
HUX, 0(pTaJbMOJOTIYHUX, OTOJOTIYHUX, €HIO-
KPUHOJIOTIYHUX, KapAioJIOTIYHUX, TacTPOEHTEPO-
JIOTIYHUX, HEMPOJOTIYHUX, TeMATOJOTITIHUX [0C-
Jdimpkensb [6]. BiacyTHicTh KIITHIYHMX MATOTHOMO-
HIYHUX O3HAaK MOTpeOy€e JAMHAMIYHOTO HATJISILY,
a TaKOK BU3HAYAE HEOOXITHICTD MOIIYKY BUCOKO-
qyTIUBUX 1 crernuivHnx OioMapKepiB JJIst Tijl-
TBepisKeHHst giarHosy M3. Cepen 1abopaTopHUX
JOCJI/IKeHb JIaKTaT KPOBI BUKOPUCTOBYETHCS SIK
OCHOBHUI OiOXIMIYHUI MapKep sl CKPUHIHIY
M3, oanak HOpPMaJAbHUI pPiBEHb MOJOUYHOI
KHCJOTU B KPOBiI HE BUKJIIOYAE MITOXOH/IPIaJIbHO-
r'O po3Jiajly, a Horo MiIBUIIEHHS [IPUTAMaHHe 1 11
6aratboX iHIIKUX XBOPOO. [HOMI JOCHIIZKEHHS JIaK-
TaTy 3/1HCHIOITh Y BiINIOBI/Ib HA OpaJibHEe HaBaH-
TOKEHHS TJII0K03010. /[iarHOCTUYHO 3HAYYIIUM
MOske OyTH TiIBUIIEHE CIiBBIAHOIIECHHS JlaKTaT /
mipyBaT y KpoBi Ta JikBopi. OCKiTbKY JTaKTaT-aIu-
7103 TpUTaMaHHUN 1 I IHIIUMX MeTabOoJIuyHUX
po3ianiB, TO AJas1 AUEPEHIINHOI MiarHOCTUKHI
JOIIJIBHO TIPOBOAUTH MeTAOOiYHMI CKPUHIHT
13 BUMIpPIOBAaHHSIM CITiBBiITHOTIICHHS KETOHOBUX TiJI
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(3-OH 6yTupar / arieroarerar) TLIa3Mi, CHPOBAT-
KOBUX TpaHcaMiHas, KiJIbKicHe BU3HAYeHHS aMiHO-
KHUCJIOT y IJIa3Mi, TaH/JeMHA Mac-CIeKTPOMeTpis
(MS/MS), nocaijkeHHd alUIKAPHITUHOBOTO
npodifio MIa3Mu Ta OPraHiYHUX KUCJIOT ceui
tomo. Hefiposisyasnizaiiia 3a pornomoroio MPT
TOJIOBHOTO MO3KY Ta CepIld € creludivanm MeTo-
JIOM [IiaTHOCTUKH OKPEMUX KJIHIYHO (DEeHOTHUIIO-
BUX M3, a TaKOK BaKJUBUM 3ac000M audepeH-
IIIHOT JliaTHOCTUKW Ta MOHITOpuHTY. Mopdo-
JIOTIYHe JOCJKeHHs1 GionTariB M'sI3iB 3a 10110~
MOT0OI0 CBIiTJIOBOI Ta €JEKTPOHHOI MiKPOCKOIIii
€ JIONTOMI’KHUM METOJ[OM J[IaTHOCTUKU M3, KOM-
TJIEKCHUH (DepMEHTHUI aHaJi3 MiTOXOH/IPiaJIbHO-
ro JIMXaJbHOTO JIAHIIora 6ionTOBaHUX M'si3iB abo
mKipHUX (Hi6po6IACTIB KOPUCHUIT IS MiATBEP-
JUKEHHST BifmoBigHoro medekTy abo IOLIYKY
npuunHHOro aktopa myTaiii gaepuoi /JHK.
IcHyTOTDH pi3HI KOHCEHCYCH TIOAO0 AIarHOCTUIHWIX
ainroput™miB M3 y quTtauomy Billi B 11iI0My, 3MiHe-
Hi KpuTepii Yokepa Ta 3a OKPEMUMH CIIEIiaTbHO-
CTSIMM B IIeZliaTpii Ha ImijcTaBi KOMILJIEKCHOI OIiH-
KM K HIYHKIX, G10XiMIYHUX Ta MOJIEKYJISIPHO-T€He-
TUYHUX OCHOBHUX 1 JPYrOpsiIHUX KPUTEPIiB,
TaKOK 3allPOTIOHOBAHI OKpeMi HalliOHAJbHI Jiar-
HOCTWYHI alTOpUT™MH [7].

Hacamkinenn miaTBep/skeHHs JiarHozy M3
MOJIEKYJISIPHO-TEHETUYHUMHU METOJlaMH  4acTo
BaJIUMIAETHCA  MPOOJEMHUM: 32 BU3HAYEHOTO
(enotuny cungpomHux M3 mepmuM KpOKOM
€ CKPUHIHT 3araJIbHUX TOUKOBUX MYTalliif, 3araib-
HUX generiii y wmitoxouapiampuiit [[THK abo
crienndivanx mytariit y aaepuin JJHK, moxium-
BU TIONTYK MyTallili TIPUYNHHWX TE€HIB Ha SepHIT
JIHK MeTosoM mpsaMoro ceKBeHYBaHHS, BUMIipIO-
BaHHs BMicTy MiToxonapianbpaoi JJHK yirkomske-
HUX TKaHWH, B iHIINX BUMAaAKaX HEOOXiIHI 101aT-
KOBI CYYacHIilli MOJIEKYJISIPHO-TEHETUYHI METOn
JocaijipkenHs. Y piarHocTtuili M3 Hamol naiienT-
KM 3aCTOCOBAHO METO/] TIOBHOTO €K30MHOTO CeKBe-
HYBaHHS 3pa3ka KpoBi (y TOMY 4KCJIi aHaJi3 Bapia-
il Yncsa KOIMiil TeHiB Ta TeHOMHE CeKBEeHYBaHHS
HOBOTO TOKOJiHHS) 3 TapreTHuM CentoMito®
TeHeTUYHUM TeCTYyBaHHS /IS JIIaTHOCTUKHU came
M3. ¥V putuHu BUSBUIM [[Bi Pi3Hi MyTaIltii (1aro-
reHHy Ta iimMoBipHO matorenny) reny TRMTS
y TeTepO3UTOTHOMY CTaHi, TOMY JIJId OCTaTOUYHOI
Bepudikarii miarHody KombiHOBaHOTrO medinuty
okucHOro dochopuioBantsg 26-ro TUITy HEOOXi-
He ToIaJIbllle TeHeTHYHe 00CTeKeHHsT GAThKIB /11T
MiITBEP/UKEHHS CTaHy KOMTAYH/-T€TEePO3UTOTH
(y tpanc-). JKoaHUX KJIHIYHO peJieBAaHTHUX
BapiaHTiB y MiTOXOH/IpiaJlbHOMY T€HOMI, sIKi O BiI-

MoBia (heHOTUTY B IUTUHU, He BUSIBUJIN, OJTHAK
reTeporia3aMaTUdHi MiTOXOH/piaJibHI BapiaHTH
3 HUM3bKOIO YaCTOTOI MOXKYTbh HE BUSBIATUCS
y 3pa3Ky KpOBi.

[ToxazanusgAMM [0 TaKOTO MAOCJIIXKEHHS 3a
mizo3pn Ha M3 y iTell paHHBOTO BIKY MOXKYTh
OyTH MEPCUCTYBAIbHIIT 200 TPOTPECYI0YNH MYJIb-
TUCUCTEMHUH PO3Jajl HEBIZIOMOI €TioJIoTii, HEBiI0-
Mi MHOKMHHI CKJIa[HI HEBPOJIOTIUHI TIPOsiBU abo
HEBPOJIOTIYHUN MOHOCUMIITOM i3 3aJy4eHHSIM
IHIIUX CHUCTEM, pijtine — crenudiuHi /IJid TeEBHOTO
M3 xkJjiHIYHI CHUMITOMHU; TIEPCUCTYBAJbHUI
JIAKTaT-alK/03, iHIII TO3UTHBHI a60 CyMHIBHI HaHi
Jab0paTOPHOTO CKpUHIHTY TOMIO. JlJIs1 mostimmen-
H& KJIHIYHOTO po3iizHaBaHHd M3 Ha paHHIX eTa-
nax MeJJM4YHOI JOTIOMOTH, PO3IINPEHHST MOXKINBO-
CTi 3aCTOCYBaHHSI CKPUHIHTOBUX [[IaTHOCTUYHUX
TecTiB, MO0 BU3HAYUTUCA 3 HEOOXiJHICTIO
CTIPSIMYBAHHS TTAITIEHTA /IO CTIEIiaTi30BaHOTO T1€H-
TPy, Hapa3i € aKTyaJbHUM ITUTAHHS yIOCKOHAJICH-
H$ Ta CIPOIIEHHS aJITOPUTMY 3 TIEPEJTIKOM CIIeIn-
(biyHNX <«4epBOHUX IPANOPIiB» KIIHIYHUX IIPO-
ABiB Ta 6a30BMX JOCTYIIHUX MeTaOOJIYHUX CKPH-
HUHT-TECTIB TTOYaTKOBOTO JIarHOCTUYHOTO TOITY-
Ky M3 y panHbOMY AUTSYOMY Billi [4].

[Ipo #iMoBipHY oOpdaHHY MITOXOHIpiaJbHY
MaTOJIOTII0 MOKYTh CBIJ[YMTU YWCJIEHHI TOCIITa-
JIi3allii, TTOBTOPHI KOHCYJIbTAIlll PiI3HUX CITeriari-
CTiB, 6araToOpa3oBi JOJATKOBI TECTU Ta MHOKMHHI
CyIepeusnBi /liarHO3W TMAIi€EHTIB, MIJIAX /0 OCTa-
TOYHOrO [[iarHO3y € He JIUIIe CKJAJHUM 1 Pi3-
HOBEKTOPHUM I JiKapiB, aje W TPUBAJIUM Ta
BUCHAKJIUBUM JJIsI poAWHU 1 marienta. Bikosa
BapiabesIbHICTh 1€0I0TY Ta MoJiMOPGHICTD KITiHIY-
HuX 1posiBiB M3, moTpeba andepeHItiiiHoi giarno-
CTUKM i3 IIMPOKUM CHEKTPOM OLJIbII IIOIIUPEHUX
(HEeHOTUIIOBO TOAIOHUX HO30JIOTIH, HeJOCTATHS
iH(pOPMOBaHICTD MUPOKOTO 3aTay JiKapiB PisHUX
creliaJbHOCTeH, Bi/ICYyTHICTD HAJIMHUX Yy TJIUBUX
i ciennudiuHUX CKPUHIHTOBUX Ta/ab0 AiarHOCTUY-
HUX GiOMapKepiB YCKIAHIOE BUSIBJIEHHS Ta CBOE-
YyacHy jiarHocTuky M3.

OT:ke, XBOpoOa HAIIOIL MAI[IEHTKY CYIIPOBOLKY -
BaJlacsl paHHIM e0I0TOM, TPAKTUYHO 3 HApO-
JUKEHHS, KOJIW BIZIMITHJIA PAITOBY 3YIIUHKY CEpIid,
MOTaHy JIMHAMIKY Baru, 3a KiJIbKa MiCs11iB BCTAHO-
BWJIM JiarHO3 Kapzaiomionatii. Hesmossi Ha Tui
MMOBTOPHUX 1HTEPKYPEHTHUX 1H(MEKIINHNX 3a-
XBOPIOBaHb y JWUTWHW BUSBUJIMN ITiABUIIEHHS
aKTUBHOCTI TpaHcaMiHa3, KpeaTwuHKiHazu-MDB
KpoBi (110 nputamanHo M3, nedexram OKHNCHEH-
Hd JKMUPHUX KHUCJOT 1 TJKOJI3Y), Ternaronartiio
3 rinonpoTeineMi€eio Ta rinoaabOyMiHEMIEIO, eHIle-
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(hamomarito Ta CyIOMHWI CHHAPOM, TOTipIIaHHS
cTaHy Ta nojoBxeHHs iHTepBasty QT y BiAnoBiAbL
Ha 3aCTOCYBaHHS BaJIbIIPOEBOI KHUCJIOTH, IPO-
IPECYBaHHS Yy BiJICTAaBaHHI CTATOKIHETUYHOTO Ta
TICUXOMOBJIEHHEBOTO PO3BUTKY, SIKi HA TJIi CYITyTHIX
3aXBOPIOBaHb MaHihecTyBalIM y BUTJIAI €ITi3071iB
JIeKOMIIeHcarlii — Metabosiunol Kpuau. J{nHamika
KJIIHIYHOT CUMIITOMATUKHU PiZikKicHOoro M3 y 1iBUnH-
KM XapaKTepusyBasacsl IPOrPeliEHTHICTIO, MYJIb-
TUCUCTEMHICTIO 3 IepeBaKHUM YIHIKOKEHHSIM
ceplls, IevYiHKK Ta HePBOBOI cucTeMU. JInlie 3aB/isi-
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