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CnaakoBi MITOXOHApIaNbHi 3aXBOPIOBAHHA € HACNIAKOM BPOMKEHWUX MOMUIOK EHepreTMYHOro Metabonismy 3 Ayxe BapiabenbHUMM | 34e6inbLIoro
MYNTUCUCTEMHUMM NPOSiBaMKM, NOTPeOYOTh ANEPEHUINHOI AiarHOCTUKK i3 LUMPOKAM CNeKTpoM (PeHOTUNOBO MOAIGHUX HO30MOrIA, a iX Bepudikauis
€ CKJ1a[|HOt0 Npo61emMoto Ta noTpebye MyNnbTUANCLMNNIHAPHOTO Nigxomny.

OnucaHo PigKiCHWA KAiHIYHWA BMNALOK [iarHOCTOBAHOI B [AiBYMHKW PaHHLOTO BiKy BPOMXEHOI MITOXOHAPianbHOI MaTonorii 3 ayTOCOMHO-PELLECMBHUM
ycnafKyBaHHAM — KOMOiIHOBaHUIA AediumnT OKMCHOro thocthopuntoBaHHs 26-ro Tuny (COXPD-26) yHacnifok ABOX MyTauiil y reTepo3uroTHOMY CTaHi reHa
TRMT5 (TPHK meTtuntpaHcdepasa 5) Ha xpomocomi 1423. XBopo6a nauieHTKU CynpoBoKyBanacs Ae6t0TOM Bif, HAPOIKEHHs 3 HEAOCTATHIM HabyBaHHAM
Bary, NposiBamMu kapgiomionarii, NOBTOPHUMI IHTEPKYPEHTHUMU IH(DEKLIINHUMI 3aXBOPHOBAHHSAMU 3 MiABULLEHHSM aKTUBHOCTI TpaHCaMiHa3, KpeaTuHkiHasnu-MB
KPOBI, renatonarieto 3 rinoans6yMiHeMieto, Cya0MHUM CUHAPOMOM, HENEePeHOCUMICTIO BabMPOEBOI KMCNOTH, MPOrpecytodnM BiCTaBaHHAM CTaTOKIHETUYHOMO
Ta NCMXOMOBEHHEBOrO PO3BUTKY, TOOGTO CUMNTOMATUKA XapakTepuayBanacs nporpedieHTHICTIO, MyNbTUCUCTEMHICTIO 3 NePeBAXHUM YLIKOIKEHHSM CepLs,
MeYiHKM Ta HepBOBOI CUCTEMU. [iarHOCTUYHWUIA anropuT™M MITOXOHAPIANIbHUX XBOPOO € OHUM i3 HACKNAZHIWMX Yy MeAuyHiin npakTuui. Migospinumu wono
1AMOBIPHOI MITOXOHAPIanbHOI NaTonorii B AiTell paHHbOro BiKy MOXYyTb OYTW NEPCUCTYBANbHWA ab0 NPOrpecYdnii MynbTUCUCTEMHUIA PO3Nag HeBiaoMOi
€eTioNorii, HeBiAOMI MHOXWHHI CKNAAHI HEBPOMOTiYHI NPOSABK 260 HEBPOOTiYHNIA MOHOCUMMTOM i3 3any4eHHAM IHLWIUX CUCTEM, PifLLe — CreundivHi KNiHiYHi
CUMNTOMU; NEPCUCTYBANbHUIA NakTaT-aunao3, iHWi NO3UTUBHI ab0 CYMHIBHI [aHi NabopaTopHOro CKPUHIHrY. Tpo AMOBIPHY MITOXOHAPiaNbHY NaTonorio
MOXYTb CBIA4NTI YACAEHHI rocniTanisalii, NOBTOPHI KOHCYNbTaLii pisHWX cnewianicTi, 6aratopa3osi JOAATKOBI TECTU Ta MHOXUHHI CynepeYnBi giarHosu.
JInle noBHe eK30MHe CeKBEHYBAaHHA 3pa3ka KPOBi 3 aHasi3om Bapiauiil 4yncna Koniid reHiB Ta reHOMHUM CEeKBEHYBAHHAM HOBOrO MOKOJIHHA 3 TapreTHUM
FeHETUYHUM TECTYBaHHAM [ano 3MOry AiarHoCTyBaTit B AUTUHW CNALKOBE MOPYLUEHHS 0OMiHY PeYOBMH 3 rpynu Aed)eKTiB MITOXOHAPIANbHOM0 AWXaNbHOMO
naHura — KOM6iHOBaHMIA AeilnT OKMCMIOBANBHOTO (DOCKHOPUIIOBAHHS 26-10 TUMY, PaHILLE ONNCAHWIA NINLLIE B KiNbKOX NALiEHTIB.

[locnimKeHHs BUKOHAHO BiNOBIAHO A0 NpuHLMNIB MenbCiHCLKOI fAeknapayii. Ha npoBeeHHs AOCNILKeHb OTPUMAHO IHGOOPMOBaHY 3rody 6aTbKiB AUTUHN.
ABTOpY 3a7BNSAIOTb NP0 BiACYTHICTb KOHMIKTY iHTEPECIB.

Knro4oBi cnosa: mMiToxoHapianbHa natonoris, KOM6iHOBaHNiA AechiuT oKncHoro dhocdopuntoBans 26-ro Tuny (COXPD-26), KniHiYHNiA BUNALOK.

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 14q23. 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 ANArHOCTUKN PeKON BPOXAEHHOW MUTOXOHAPUANLHON NATONOrMN — KOMOMHMPOBAHHOrO AeuuuTa
okucnuTenbHoro pocchopunupoBanus 26-ro Tuna y pebeHka paHHero BO3pacTa: KIMHUYECKUI CnyYail

E.K. Konockosa, J1.B. Konto6akuna, H.K. Boryuxas, P.B. Tkayyk

BYKOBWUHCKNIA rOCYLApCTBEHHBI MEAULUHCKNIA YHUBEPCUTET, . YepHOBLbI, YKpanHa

HacneacTBeHHble MUTOXOHAPUANbHbIE 3260M1eBaHNS ABNSIOTCS CNELCTBUEM BPOXKAEHHbIX OLUINOOK JHEPreTU4eCKOro Metabonnama ¢ 04eHb BapuabenbHbIMU
1 NPEUMYLLECTBEHHO MYJBTUCUCTEMHbIMI MPOABNEHUAMU, TPEOYIOT AncdepeHunanbHoin UarHoCTUKA C LUMPOKUM CMEKTPOM (DEHOTUMUYECKM CXOXNX
HO30M0rNIA, @ X BEpUNKALMS ABNSETCH CNOXKHOA NPO6NEMON 1 TPEBYET MyNbTUAMCLMMNMHAPHOMO NOAX0AA.

OnucaH peakuin KNMHUYECKMIA Cryyal LUarHOCTUPOBAHHOW Y AEBOYKM PAHHEro BO3pacTa BPOXAEHHOW MUTOXOHAPUANLHOA NATONOrMM C ayTOCOMHO-
peLecCUBHbIM HacnefoBaHNEM — KOMOWHWPOBAHHBIA AeuunT oKucnuTensHoro gocdopunuposanns 26-ro tuna (COXPD-26) BcneacTsue AByX MyTauuii
B reTepo3nroTHoM coctosHum reHa TRMTS (TPHK meTtuntpaHcdbepasa 5) Ha xpomocome 14023. bonesHb naumneHTK ConpoBoXaanach 4e6i0TOM C POXAEHUs
C HefoCTaTo4HON Npu6aBKoi Beca, NPOABIIEHUAMU KapAMOMUONATUN, NOBTOPHBIMI UHTEPKYPPEHTHBIMY WH(EKLMOHHbIMU 3a60/1€BAHUSMM C MOBbILLEHNEM
aKTUBHOCTM TpaHCaMUHa3, KpeaTuHKMHa3bl-MB KpoBK, renatonatueil ¢ runoanbbyMuHeMuent, CyA0POXHbIM CUHAPOMOM, HEMepeHOCUMOCTbH) BaslbpOeBoil
KWCNOTbI, NPOTPeccUpyloLnmM O0TCTaBaHWeM CTAaTOKWHETUYECKOTO W MCWUXOPEYeBOro pasBuTWA, TO €CTb CUMMNTOMATMKA Xapakrepu3osanachb
NPOrPEANEHTHOCTBI), MYNBTUCUCTEMHOCTBIO C MPEUMYLLECTBEHHbIM MOBPEXAEHNEM CEpALa, MeYeHW W HEePBHOW CUCTEMbl. [IMarHOCTUHECKWUi A anroputm
MUTOXOHIPWANbHbIX 3200N€BaHN ABNAETCA OOHUM U3 CaMbIX CNOXHbIX B MEAULMHCKOW npakTuke. [MOA03PUTENbHBIMUA OTHOCUTENIbHO BEPOSTHOM
MUTOXOHAPWANbHON NaToNorum y [eTeil paHHero BO3pacta MOryT ObiTb MEPCUCTUPYIOLLEE WM NPOrpeccupytoliee MynbTUCUCTEMHOE PacCTPOMCTBO
HEW3BECTHOM 3TUONOTNN, HEU3BECTHbIE MHOXECTBEHHbIE CMOXHbIE HEBPOJIOrMYECKUEe NPOSBNEHUS WIW HEBPONOrMYECKUA MOHOCUMMTOM C BOBJIEYEHUEM
LPYTNX CUCTEM, Pexe — CreLnpuyeckmne KNMHNYECKNe CUMNTOMbI; NEPCUCTUPYIOLLNA NaKTaT-aungo3, ApYrue nooXMTeNbHbIE UM COMHUTENbHbIE JaHHbIE
nabopatopHoOro CKpuHUHra. O BO3MOXHOW MUTOXOHAPUANIbHOW MaTONOrMM MOFYT CBWAETENbCTBOBATH MHOrOYMCAEHHbIE FOCMMTANM3auun, NOBTOPHbIE
KOHCYNbTaLMM Pa3HbIX CNELMAnNCTOB, MHOTOKPATHbIE LOMONHUTENbHbIE TECTb U MHOXXECTBEHHbIE MPOTUBOPEYNBbIE ANATHO3bI.

Tonbko NONHOE 3K30MHOE CeKBeHUpOBaHWe 06paslia KPOBW C aHANM30M BapyaLMii Yucnia KOMUiA FreHOB U FeHOMHbIM CEKBEHMPOBAHWEM HOBOrO MOKONEHUs
C TapreTHbIM FeHeTUYECKUM TeCTUPOBAaHMEM MO3BOMMIO LMArHOCTUPOBATL Y PebeHKa HACNeACTBEHHOE HapyLleHWe 06MeHa BELLeCTB U3 rpynnbl LedeKToB
MUTOXOHAPWANbHON AbIXaTeNbHOM Len — KOMOWHUPOBAHHbLIA AePUUUT OKUCAUTENBHOrO (hoCOpPUNMpOBaHNs 26-ro TUNa, paHee OMUCAHHBIA TOMbKO
Y HECKOJbKWX MaLMEHTOB.

ccnenoBanme BbINOMHEHO B COOTBETCTBIW C MPUHLMNAMI XeNbCUHCKON Aeknapauun. Ha npoBefeHmne nccneaosannii nony4eHo MHEOpPMUPOBaHHOE cornacue

poauTeneil pe6eHka.
ABTOpbI 3a8BNAKOT 06 OTCYTCTBUM KOH(DAUKTA NHTEPECOB.

Kniouesbie cnoBa: MUTOXOHApUANibHAs NaTonorus, KOMOWHUPOBAHHbLIN AedULMT OKMCIUTENbHOTO ocdopunuposanus 26-ro tuna (COXPD-26),

KNVHWYECKWIA CnyYai.

CragkoBi MiTOXOHApPiaJbHI 3aXBOPIOBAHHS
(M3) — kriHIYHO reTeporeHHa TpyTa reHeTUYHUX
CTPYKTYpHUX 200 GioxXiMiuHUX eeKTiB i3 pisHUM
TUATIOM HACJiIyBaHHS, 1O CHPUYUHSAIOTH JHC-
(byHKITIi MITOXOH/IPiH 3 HeCcTaueo eHepreTHYHOTO
3abesnedentss kiaiTuH. CrajgKoBi TreHETHYHO
nerepMminoBani M3 Ha3uBaioTh IEPBUHHUMU
MITOXOH/IPOTIATISIMU, BOHU € HAUTOIIUPEHITUMUI
BPOKEHUMU PO3JiagaMu MeTabo1i3My 3 IpuO/Ins3-
noto nomupenictio 1:4000-5000. Cragkosi M3
BUHWKAIOTh YHACJIIOK MYTalliif TeHiB, KOJOBAaHUX
sapepHolo i/abo mitoxonapianbaoro JHK, ta k-
HIYHO CYIPOBO/UKYIOTbCSI TeTepPOreHHUMH, I10JIi-
OpPraHHMMH IIPOSIBAME 3 PI3HOIO BapiabesbHICTIO,
MepeBaKHO HEBPOJIOTIYHUMU TIOPYIIEHHSIMU Ta
MionatisiMu (Xo4a 3a JIeIKMX HO30JIOTii YIIKO-
JUKYEThCSI JIMIIEe OAWH opraH i/abo cucrema).
[Monanx 99% wmiToXOHAPiATIBHUX TPOTEIHIB KOIY-
totbes sapeproto JIHK (myrarii, y gkiit ycmaa-
KOBYIOTBCSI 32 MEH/IeJIIBCbKUMU 3aKOHOMIPHOCTSI-
MU), OJTHAK YHACJI/IOK TTOTIKO/KEHHSI PeaKTUBHU-
MU MOJIEKYJIaMU KHCHIO TIBUIKICTD MyTareHe3y
came Mmitoxonzapianpuoi /JHK Buma B 10 pasis
(Taki MyTalil yCHaJKOBYIOTBCS IIepPeBa)KHO IIO
MaTEepPUHCHKIH JiHiT).

3a MixnapoaHoio kjaacudikaiieio XBopob
(MKX) 10-ro nepernsamy, M3 (E88.4) Bxoauiu

B TPyIly IHIIUX MeTabOJIYHUX PO3JIaiB. 3TiIHO
3 MKX 11-ro nepersnsimy, M3 [DS: H01427] € min-
IPYIOIO eHIOKPUHHKX, HYTPITUBHUX i MeTaboIi4-
HUX XBOPOO, 30KpeMa, BPOJKEHUX TOMUJIOK EHEP-
reruaroro Merabousismy (5C53), Kyau BXOASTH
24 miArpyny CHajikOBUX MiTOXOHAPIATbHUX JIHC-
(ynxkiit Ta me 10 HO30J10TiH 13 3aIyIEHHSIM MiTO-
XOHApiasbHUX Po3yaaiB. Taki icTOTHI 3MiHM B
kaacuikalii cBifdaTh PO CTPIMKE HAKOTTMUEHHS
MeIMYHUX 3HAHb MO0 MiTOXOHAPiaabHOI TTATOJIO-
Tii BIPOJIOBK OCTaHHIX JecsaTupid. Manigecrartis
cragkoBux M3 MoxkmBa B Oy/b-sIKOMY Billi, aje
Haityacriire XBopoOu AebITYIOTh Yy AUTIYOMY
Billi. Buainsiors HeoHaTasmbHy (paHHIO) (hopMmy,
muTsuy Ta misnio popmu M 3. 3a pannboi Manide-
craiii M3 31e06i/IbII0T0 CIOCTEPITaEThCs IIPOrpe-
JIEHTHICTH Tepebiry 3 HEeraTUBHOIO JIMHAMIKOIO
Ta 3aJy4eHHSM PI3HUX OPraHiB i cucreM, iCHYyE
MiIBUIIIEHU PU3UK PATTOBOI cMepTi [3]. 3Baxkato-
Yyl Ha BHUIIEBUKJA/eHe, BBAKAEMO 3a JOIJIbHE
HABECTH KJIHIYHUU 6UNAOOK PiJIKICHOTO CITaKO-
Boro M3 y /iBUMHKH.

[TamienTka nepebyBaja IIij] HAIJISAOM JIKapiB
OKHII «Yepniserpka obacHa AUTSYa KIiHIYHA
JIIKapHST» BiJl HAPOIKEHHSI BIIPOJOBK KiJBKOX
POKiB uepe3 umceHHi rocmitamisaiii. J[utnna Bif
JIPYTOI BariTHOCTI Ta IIOJIOTiB; BariTHiCTh Hepebira-
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Jia 6e3 yCKJIa[HeHb, MoJI0TH (isiosoriuni Ha 38-My
TYOKHI rectartii. batbku Ta crapummii cubc 5 pokiB
MPaKTUIHO 3/I0POBI, MTI006 HE CIIOPITHEHNT, MaTe-
pi Ta 6aTbkoBi BignosigHo 25 i 30 pokis. Maca rina
npu HapojskeHHi — 2500 Kr, AOBKMHaA Tia —
48 cMm. 3 aHaMHe3y BiZIOMO, IO B TIEPITY TOAUHY
SKUTTS JIIBYNHKA KOHCTATOBAHO KOPOTKOYACHY
3YNUHKY CepIisl, KUTTEMISJIBHICTD BiJ[HOBJIEHO,
JMTHUHY BUICAHO Ha 3-Tio 100y. Bix HapokeHHs
JUTUHY BUIOJOBYBAJM TPYJIHUM MOJIOKOM, Ha
JUJIBHUII TlepeBesIi Ha BUTOJIOBYBAHHS CYMIIIIIIIO.
¥ Bini 3 THKHIB IUTUHY BIEpIie TOCTITAIi30BaHO
yepes BiACyTHiCTh HaOyBaHHS BarW 3 AiarHO30M
«binkoBo-eHepreTuHa HEJIOCTATHICTH TTOMIPHOTO
cryneHio. Bpomkennit 1B0OIYHUIT TaKPIOTIUCTUTS.
Bapyre fgiBUnHKY rocriTamizoBaHo yepes 3aIUTIKY
y Biti 3,5 Mic, KOJIi BIepiie AiarHOCTOBaHO JIHJIa-
Taliiiny Kapziomionariio (puc. 1), mepuxapaur,
MOJIICEPO3UT, 1110 PO3BUHYJNCI HA TJi TPOSBIB
TOCTpoi pecripaTopHoi BipycHoi indexiii (I'PBI).
ITig yvac miei rocmitasisamii mposemeHo oOcTe-
kenns Ha geski TORCH-indgexmii (Tokco-
MJ1Ia3MO3, ITUTOMETAJIOBIPYCHY iH(DEKITI0, Tepiiec
11 2-ro Tumy, KpacHyXy) 3 BU3HAUYEHHSIM PiBHIB
[gM Tta G; pesyabTatéi BUSBUINCS HETAaTUBHUMMU.
Bognouac piBenb kpeaTunkinazu-MB y cuposartiii
KPOBi IMTUHU BJBIYi TIEPEBUIILYBAB HOPMY Ta CTa-
HouB 58 Oxu/n (y wHopmi — mo 25 On/n). Bike
3a TUIK/EHb I1iCJI BUIIMCKU IUTUHY 3HOBY TOCIIi-
Ta/i30BaHO 3 JiarHo30M <«/luaraiiiiina kapjio-
mionaris? Cy6komiencoBana craiis. I[TomipHa
MiTpasbHa HeMOoCTaTHICTh. [ocTpuii puHOMapuH-
rit. [lomipHa 3arpumMKka (hi3MIHOTO Ta MICUXIYHOTO
po3BuTKy». /st Bepudikariii giarHosy 3a 2 THKHI
MicJIs1 BUTTMCKU TTPOBE/IEHO KOHCYIbTAII0 Kapio-
JioroM LleHTpy IUTAYOI Kap/Ai0JIorii 1 KapAioXipyp-
rii: BUSIBJIEHO TIOMIPHY CHUCTOJIYHY JIUCHYHKIIIO
JIiBOTO TIyHOUYKa ((ppakilis BUKUIY JIiBOTO TITY-
Houka — 49%, HopMa — 56-78%), He3HauHe
MiIBUITICHHS TpaHcaMiHa3 KpoBi (ajaHiHAMIHO-
tpancdepaza (AJIT) — 350 On/a, Hopma —
10 33,0 On/; aciapraraminotpancdepasa (ACT) —
57,0 On/m, Hopma — 110 32,0 Op/n), niarHocToBa-
HO CTaH TICJIS TIepeHeceHoTO MiOKapAuTy, OJHAK,
3a JaHWMU MarHiTHO-pe30HAaHCHOI Tomorpadii
(MPT) cepiist 3 KOHTPACTOM — JIAHUX TTPO MIOKap-
it abo HiOpo3HUX 3MiH MioKapia He BUSIBJIEHO.
Bonnouac BusIBJieHO HOpPMaTHBHI 3HAaYeHHS
TUPEOTPOITHOTO TOPMOHY Ta BITBHOTO TUPOKCUHY
(7,09 wMxMO/mn  npm  wHopmi  1,36-8,8;
1,11 ar/nn npu vopmi 1,1-2 BignosigHo). 3a 3
TUKHI IMTUHY 3HOBY TOCIITAJIi30BaHO JI0 CTAIliO-
Hapy 3 JiarHo3oM <«AdTO3HUII CTOMATHT,
CepeHbOTSKKIIT Tepebir. [umarariiitna Kapio-

miomnatig. locTpuii punodapunriT. 3aTpumka
(izuyHOTO Ta MICUXIYHOTO PO3BUTKY>.

Y 3B'A3Ky 3 4aCTUMU IHTEPKYPEHTHUMU 3aXBO-
PIOBAHHSMM, 1110 CYIPOBOJKYBAJIUCA 3MiHAMU
3 GOKy CepIls Ta 3aTPUMKOIO (Di3MUHOTO 1 MICUXO-
MOTOPHOTO PO3BUTKY, BHHHKJIA TOTpeda B
HO/IAJIBIIIOMY T00OCTEKEeHHI Ha HMOBIPHI CrIagKo-
Bi 3aXBOpIoBaHH. Y Billi 8 Mic JIBYNHKY BIEpIIe
KoHCyJbTOBaHO B HarnionanbHil auTsaviii cre-
miamizoBaniin mikapui (H/CJI) <«Oxmaraur» y
[Hentpi opdanmnnx 3axsopioBanb (1[03),
Jle B MAIliEHTKU BUSBJIEHO TiJBUINEHI PiBHI aMO-
Hio (80,0 MKMOJIb TIPM HOPMi 10 54 MKMOJIb) Ta
gaktary (2,24 MM /n ipu Hopmi 0,9-2,2 MM /1),
a TAaKOX 32 JJAHUMU TaHJIEMHOI Mac-CIIeKTPOMeTpii
IJIa3MU KPOBi BUSIBJIEHO HOPMaJIbHUM BMICT ami-
HOKHUCJIOT 1 MiAABUIEHUN BMICT alUIKApPHITUHY
C8, xoua IoBTOpHE 00CTEKEHHS I[HOTO HE TTiATBEP-
auio. TIpu nopasbiioMy o0CTesKeHHI BCTaHOBIIE-
HO HOPMAaTHBHI Pe3yJbTaTH JETEKIlii HaJJIUIIKY
OJIirocaxapu/iiB y cedi MeTO/IOM TOHKOIIAPOBOI XPO-
marorpacdii (7i30cOMHI XBOPOOM HaKOIMUYEHHS ),
JIIB0COMHUX (pepMeHTIB (BU3HAYEHHST aKTUBHOCTI
xiTorprosugasu (xBopoba lore), Geta-IIoKypoHi-
Jasu, apuiicysibdarasu A, rekcozaminigasu), TMB-
TecTy (MYKOIOJIiCAXapuiIo3u) Ta ayibga-TaI0KO31-
nasu (xBopoba [Tomrie), ToMy B HAIliEHTKU BUKJTIO-
YEeHO CMAIKOBI MOPYIIEHHS OOMiHY aMiHOKHCJIOT,
anmKapHiTHiB, XxBopoba ITomne, Tome Ta mesiki
iH1I1i JII30COMHI XBOPOOH HAKOITITYEHHSI.

Y Bini 1 pik AUTHHY TOCHITAII30BaHO JIBivi:
yIepiire 3 jiarHo3oM <«EnTepoBipycHa iH(peKITisa
(KJTIHIYHO: €HTEePOKOJIIT, TIHTIBOCTOMATUT, €K3aH-
TeMa), cepeHbOTSKKNN mepebir. Exkcukos. Bro-
pUHHA AWJaTalliiiHa Kap/lioMionaTidy, a BiapyTe
3 giarHosom <«IlosajmikapHsHa npaBoOiyHA ITHE-
BMOHisl, CepeIHbOTSKKHUI Iepebir, auxajibHa
HeJI0CTaTHICTD, eKcnKo3. CTaH Ticys epeHeceHo-
ro KapauTy. biskoBo-eHepreTuyHa HEIOCTATHICTD
nmoMipHOTO cTyneHd. Jlerka satpuMka craTo-KiHe-
TUYHOTO PO3BUTKY». ¥ [MHaMilli CTaH IUTHHU
noripuryBaBscs, 3a 1 MicsIb micjs BUTTUCKY JTUTH-
Ha 3HOBY MOTpaNua 0 Kapi0OHKOTeMaTO 0 Tid-
HOTO BijjtiieHHs 3 jpiarno3om «Hemnudepemniriiio-
BaHe CHCTeMHe Ypa)KeHHS CIIOJIyYHOI TKAaHUHU?
HenndepentmiiioBana kapaioMmiomnarisi, acIuT,
CILIEHOMeTaJis, MmaHkpeartomnatid. lematut He-
yrounenuii. DyHKIIOHANbHI 3aKpeIu, KOJIT?».
3a pesybTataMu 00CTeKEeHHS BiMiueHO HeicToT-
He TiJIBUIIEHHST PiBHSI aHTUHYKJEAPHUX aHTUTLI
MeTozioM imyHnodepmenthoro ananizy (IDA) —
1,14 Opn (pesysiprat y Mmesxax 1,0—1,2 Op € cymHiB-
HUM), HOpMaTuWBHe 3HaueHHd aHTutin IgG
no neocmipasibioi JJTHK (10,5 MO /v ipu Hera-
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KAIHIYHMI BUTTAAOK

TUBHOMY 3HadeHHi <35) Ta KpeatnHbochoKiHa3H
(50 Ox/n nupu nHopmi 26—308), mabopaTopHO
BUKJIIOYEHO JiarHO3u BipycHux remnatutiB B ta C,
BUSIBJIEHO HETATUBHI TECTU HA MEYIHKOBUN 1TUTO-
30JIbHUN aHTUTEH TUIy | Ta MITOXOH/ApiaJIbHUN
anturen M2-3E, 1110 12710 3MOTy BUKJIIOUUTH ayTO-
IMYHHUII TIpollec Ta IMPO3 ITediHKU. XJIOpuiu
noty ctaHoBun 18 MM /71 3 200 MT HaBa)KKH MOTY.
[Tix yac MyIbTHIIAPAMETPUYHOIO YJIBTPA3BYKOBO-
TO JIOCJIJIKEHHS TeYiHKM BOTHMIIEBUX YTBOPEHb
He BUABJEHO, nnudy3Hi iHDITBTPATUBHI 3MIHU —
110 TUILY TelaTuTy, FeMOJMHaMIuHI TIOKa3HUKU —
y HopMi. [IpoBesieHO aHai3u MEeTO/IOM TToJTiMepas-
Hoi Jsianiorosoi peakitii (ITJIP) na Bipyc Enmnreii-
Ha—Dbappa, nuromeranosipyc, Bipyc Trepiecy
6-ro THILy, OTPUMAHO HeTraTUBHUN pe3yJibTart.
3a pesysibrataMu 0OCTEKEHHS AUTHHY TIepeBe/ie-
HO JI0O TaCTPOEHTEPOJIOTIUHOTO BIiJIIiIJIEHHS 3 Jiar-
HO30M <«PeakTuBHUII HecmenudiyHUN TeNaTuT,
MiHIMaThbHA aKTUBHICTD>.

3a mepios crocTepeskeHHsI OCOOJIUBY yBary
3BEPHYTO Ha TIOCTilHI pecripaTopHi 3aXBOPIOBAH-
He, SIKI CYTIPOBOJIKYBAJIMCS BUPA3HUM KJIIHIYHUM
nomiMopdizmMoM. 3okpeMa, 3a 1 Micsilp iBUNHKY
3HOBY TOCIiTali30BaHo 3 fiarHo3oM «Ilozamnikap-
HgHa TpaBobGiuHAa BOTHHINEBA ITHEBMOHId,
CepeHbOTSIKKI 1epebir, nuxaibHa HeIO0CTaT-
HiCTh, ekcnK03. ['ocTpuit punodapusrit. Cucrem-
He ypaxkeHHS crosy4yHoi TkanuHu. Crtan micis
cy/loM HesicHOrO Tenesy. HaOpsikoBHil CHHAPOM
i3 actimrom». Ilicsis Boiepime AiarH0OCTOBAHOTO €1Ti-
30y Cy/ZIOM CTaH MUTWHW TIOTiPITUBCS, AUTUHA
cTasIa KBOJIOIO, IToYaJia Tiplle XOAUTH.

Y Bii 19 wmic giBYMHKA 3 HOBHUM €Ii30/10M
CY/IOMHOT'O CUHJIPOMY IIOTpalija 0 Bij/lijeHHs
aHecTe310JI0Til Ta iIHTEeHCUBHOI Teparlii, jie il BcTa-
HoBJieHo miarHo3 <«llozamikapHgna mocracmipa-
nilina aBoOiYHA ITHEBMOHIS, TOCTPUN MePio.
Cynomuuii cungpom nesicioro reresdy. MDidpos
nevinku. /IBoGiuna Hedpomnaris. [unsramniiina
kapaiomionaris. HenudepeniifioBane cucreMue
YPa)KeHHS CIIOJYYHOI TKaHWHU, CUCTEMHUI dep-
Bonnii BiBuak? Ilosiceposut (mepukapauT, Iiie-
BPUT, aciuT)» (IUB. PUC. 2 — PEHTreH OpTaHiB
rpyasoi kiaitku (OT'K) i depeBHOI MOpOXHUHM
JIUTUHN ). YTIPOJOBXK KiJTbKOX MICAIIIB HA TJi HOP-
MaTMBHUX 3HaueHb OimipyOiny, JysKHOI hocdaTa-
31, XOJIECTEpUHY Ta TPUITILEPUIIB y AUTUHU
MOCTIHHO yTPUMYBJINUCH iCTOTHI TiIIONPOTEIHEMIsT
Ta rimoanbOyMireMist (610K CPOBATKU Min-max —
45,9-58,2 v/, ampbymin cupoBatk — 29,3—34,4 1/1)
i migBunieHHs TpaHcamiHaz: min-max AJIT —
51,3—-118,2 On/n (Hopma — 5—41 Ox/n) ta ACT —
68,4—113,5 On/n (Hopma — 5-37 Ox/x).

Puc. 1. PeHtreHorpama opraHis rpyaHoi Knitku (AutuHi 3,5 mic,
Kapgiomerarnis)

Puc. 2. PeHtreHorpama opratis rpygHoi Knitku (autuhi 19 wmic,
Kapaiomeranis, 4BO6I4HI BOTHULLEBI 3MiHW Y NIereHeBill napeHximi)
Ta OrMMAA0Ba PEHTreHorpama rpyaHoi Ta 4YepeBHOi MOPOXKHWUH
(piavHa B 04epEBUHHIN MOPOXHUHI)

Ha nouarkosiit EKI' Ha MmomeHT rocmiTasmisarii
BUsiBJieHO Hecneludiuni aminn — QTc 408 mcek,
TTOPYIIEHHS PEnoIgpu3aliii Miokap/ia Ta 3HUKEH-
HSI BOJIBTAXY B CTAaHAAPTHUX BiIBEIEHHIX
(puc. 3). Cynomn B AUTHHU BIIPOJOBXK THKHS
Oysii pesucTeHTHUMU 10 herobapbiTasty, y 3B's13-
Ky 3 MM $IK MPOTUCYAOMHUI 3acib 3acTOCOBAHO
BAJIBIIPOEBY KUCJOTY, IO CYITPOBOJIKYBAJIOCS
HerallHUM TIOTipIIEHHSIM CTaHy AMTUHU Ta iCTOT-
HUM TIofIoBKeHHAM iHTepBaty QTc mo 849 mcek
npu HopMmi 10 440—470 mcex. Tomy BasbIpoeBY
KHCJIOTY Bi/IMIHEHO, a B MO/IAIBIIIOMY 3 TIPOTHUCY-
JIOMHOI0O METOI0 IPU3HAYEHO JIeBeTHpaleTam,
AKUN Talli€eHTKa OTPUMYyBaja Ife TpUHAWMHI
BIPOAOBK Micsusg. Ha 6-ty no0y micis BigMmiHu
BasbIipoeBoi kucaotn QTc HopmamisyBamocs 1o
444 mcek. Perynspwi [IJIP-o6ctesxenns Ha SARS-
CoV-2 nix yac rocmiTanizalliii AMTUHA TTOCTIHHO
OyJii HETAaTUBHUMU.

Yepes mino3py ©Ha HeaudepeHiliiioBaHe
CHUCTEMHE YIIKOJ)KEHHS CIIOJIYYHOI TKAaHWHU 3111~
CHEHO cipsMoBane goo0cresxkenns. Ilpu mabopa-
TOPHOMY OOCTEKeHHI KPOBi AUTHHU TPU HOP-
MAaTHBHMX 3HAYEHHSAX TpaHcamiHas, OinipyOiHy,
Metogom [DA BUSBIEHO TO3WUTUBHUII PiBEHb
AHTUHYKJIEAPHUX aHTHUTLT 10 PUOOHYKIEOMpPOTei-
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rocnitanizauii fo crauioHapy B cTaHi MeTab0JiyHOI Kpu3u:
3HIKEHHS BOMbTaXy B CTAHLAPTHUX BifABELEHHAX, MOMipHe
MOPYLUEHHSA penongpusaii miokapaa

ny IgG 2,8 (>1,0 — no3uTuBHE 3HAYEHHS) TPU
HEeTaTUBHUX 3HAYEHHAX aHTUTIJI /10 IBOCIT pAJIbHOT
JIHK, xpomartuny, pub0COMaIbHOTO TPOTEiHY,
SS-A 52/60, SS-B, Sm, Sm/RNP, Sci-70, Jo-1
Ta 1eHTpoMepy B, BOBYaKOBOTO aHTHUKOATYJISHTY.
Boprouac 11po1oB:KeHO0 TOTIYK iIMOBIPHOT CTIA/IKO-
BOI MaToJIOTii. 3a JMaHUMU MeIUKO-TeHEeTHUYHe
nocaipkenns 3paska kposi autuan (Invitae Cor-
poration) BUSBJIEHO JBa TATOTeHHI BapiaHTH
myTarii ¢.-119_116del y reni GALT (romosuro-
Ta), MO acoIlitoe 3 rajakrodemieo /lyapte (ayTo-
COMHO-PEIeCUBHUM BapiaHT /1ediluTy ramakTo3o-
1-dochar ypuaumuirpanchepasun). HasgsHicts y
HaIlloi MAIiEHTKY JINIITE IBOX TATOT€HHUX MYTaIliil
c.-119 _116del Bapianty /[lyapre B reni GALT 3a
Bi/ICYTHOCTI iHIIIUX ITATOT€HHUX BapiaHTiB IMOBIp-
HO acolliloBaTuMe 3 npubAN3HO 50-BiACOTKOBUM
piBHEM aKTUBHOCTI epmeHTy, MO He TMijl-
TBEP/XKYE JiarHo3 rajakTosemii /lyapre. /lificHo,
BUSIBJIEHO HOPMATUBHY aKTHUBHICTHh TJIIOKO30-1-
docdar ypugaunuarpancdepasu KpoBi AUTUHA —
8,4 Ox/rHb. Kpim TOrO0, BUSIBIEHO OAMH 3 IMOBIp-
HO IaTOreHHUX BapiaHTiB MyTamii ¢.1844C>T
(p.Pro615Leu) y reni GLDC, m1o acortiioe 3 ayTo-
COMHO-PeIleCUBHUM BapiaHTOM TJIIIMHOBOI €HIle-
anonatii. OnHak y AUTUHNA MYTallilo BUSBJIEHO
B TETEPO3UTOTHOMY CTaHi, MO He JaJ0 3MOTH
BepudikyBaTH OCTATOYHUN AiarHO3 TJIIMHOBOI
ennedantonarii. Bognoyac nagBHy KJIiHIYHY CUM-
NTOMATUKY TaIliEHTKW HE MOKHA IMOSCHUTU BU-
SIBJIEHUMU MYTaIlisSIMU, TOMY TTPO/IOBKEHO JliarHO-
CTUYHUI TIOMIYK.

Jlist TOa/IbIoro KOHCYJIbTYBaHHS, 1000CTe-
JKEHHS Ta JIKyBaHHSA IUTUHY BiKOM 22 Mic crips-
moBaHo g0 HJICJI «OXMAT/IWUT», m. Kuis.
3a gannmu MPT, y rosioBHOMYy MO3Ky JAWTHUHU
BUSABJIEHO: An(y3HI aTpodiuHi 3MiHN Ta SBUIIA
rinomiesrinizanii 61101 peyoBMHM MiBKYJIb TOJOB-
HOTO MO3KY, OJauX KyJib MO30YKY, 3 O3HaKaMu
HOMIMPEHNX HAOPSIKOBO-iNMIeMiYHUX 3MiH 6ioi
PEYOBUHM B TEPUBEHTPUKYJISPHUX Bij/inaxX, Ha
PiBHI /IOP3aTbHUX HI’KOK BHYTPINTHBOI KallCyJIH,
MO30JIMCTOrO Tijia, (iMOpiil TimoKamIiB, y 30HI
JIOP3aJIbHUX TPAKTIB MOCTA, 1[0 MOJKe BiJIIIOBIIaTh
AUCMeTabOIYHUM 3MiHAM, HEHpo/iereHepaTuBHO-
my mporiecy. Ilix gac mo06cTexReHHsT B MAIiEHTKA
BCTAHOBJIEHO HOPMAaTHBHI 3HAY€HHS THUPEO-
TPOIIHOI'O TOPMOHY Ta BIJIBHOIO TUPOKCUHY
(3,75 MkMO /mut tipu vopwmi 0,7-3,97; 1,45 ur/mn
npu HopMi 0,96—1,77 BinnosinHo), anbda-1 anTu-
tpuncuny (1,02 r/m), TeHpeHiis 10 TiMOTaiKeMii
(matme — 3,3 MM /i1, yepe3 12 ron — 2,7 MM /),
rinokoptusoJsiemisa (28,17 HMOnb/7 1pu HOPMI
171-536, yripoioB:K OCTaHHIX MiCSIliB OTPUMYBa-
Jla TIPEeJIHI30JI0H) 1 rimoTpoTeineMist 3 rimoanboy-
mi"emieo (32,2-33,8 r/m). Bwmict IgA, IgM
y cHpOBaTIi KPoBi Ta cyOmomyJsiii aiMQonuTis
KpoBi Oyau 06e3 ocobmusocreit, Bmict IgG —
i3 TEHIEHITI€I0 /10 3HMKEeHHs (3,4 T/01) Ha TJIi TIpe/I-
Hi30JI0HOTEpaITii, CKpUHIHTOBE JTOCJIi/IPKEHHST BMi-
CTy aMiHOKMCJIOT Ta alleTUJIKapHITUHIB y CyXiil
IJIIMi KPOBI MeTOZIOM PiAAMHHOI XpomaTtorpadii
tTanzemMHoi Mmac-crexktpomerpii  (LC-MS/MS)
maToJyorii He BUSIBUJIO, KpPeaTWHiH cedi —
2,29 MM /71, IOMIpHO Ti/IBUIIIEHW PiBEHb JIAKTATY
KpoBi (2,54 MM /). [liarno3 Ha MOMEHT BHITHCILI
3 HIACJI «OXMAT/IUT»: «Hetiponerenepatus-
He 3aXBOPIOBaHHS HEYyTOYHEHOTO TeHe3y. Bropun-
Ha KapiioMiomnaTis. 3aTpuMKa CTaTO-MOTOPHOTO
Ta TICUXOMOBJIEHHEBOTO PO3BUTKY. CUMIITOM Hep-
BOBO-pe(hJIEKTOPHOI 30YJINBOCTI, CUMITOMATHY-
HAa EIJIeTICisT».

[liznime 1OBHE €K30MHE CEKBEHYBaHHS
(CENTOGENE GmbH) BusgBWIO B IUTHHU JBi
myrtarii rerka TRMTS y rereposurotrHomy crai,
3okpema ¢.1503 1504del (imoBipHO maTtoreHHMIt
Binmosigno mo pexomenpamii CENTOGENE
ta ACMG) Tta ¢.312_315del (nmarorennuii Biamo-
BinHo gm0 pexkomenpaniii CENTOGENE Ta
ACMG). 3a yMOBU 3HaXO/I’)KEHHS FeTePO3UTOTHUX
iIMOBIPHO TIATOTEHHOTO Ta NATOTEHHOTO BapiaHTiB,
inentudikoBanux y reri TRMTS, y crani kom-
NayH/-reTepo3uroTu (y TpaHc-) y AUTUHU Bipo-
TiJIHO HAsIBHUI T€HETHYHUIl J[iarHO3 ayTOCOMHO-
PEIeCBHOTO KOMOIHOBAHOTO /IehillUTy OKHCHOTO
hochopumosanns 26-To TUITY, TOMY JIJIST OCTATOY-

66 ISSN 2663-7553 Cyuacna neaiarpis. Ykpaina 8(120)/2021



Yntamte Hac Ha cawnTi: http://med-expert.com.ua

HOIO J{iarHo3y JOLIJIbHO H000CTEXKUTH OaThbKiB.
Ocrarouno Bcranossieno B 11O3 giartos MiBYNHKN
«CrmaskoBe  TOpylieHHsT  OOMiHY — pPeYyOBUH
3 TpyIH JlepeKTiB MiTOXOH/IPIaTbHOTO JUXAIBHOTO
JIAHITIOTA: KOMOiIHOBaHMiT AedilUT OKMCHOTO
dochopumoBannsa 26-ro tumy. AyTocoMHO-pelie-
CUBHUI THUII YyCIQ/IKyBaHHs. BTopuHHa Kapio-
MiomaTisg. 3aTpUMKa CTaTO-MOTOPHOTO Ta TICH-
XOMOBJIEHHEBOTO PO3BUTKY. CHMIITOMAaTUYHA €TTi-
Jstericist. I'ematut, cuHapoM rematomerastiis. Hamami
cremniangictamu [lentpy pekomenzaiiii 10710
MOJJBINOTO BEAEHHS JAWTUHU mepeadadanu
CIIOCTEPEeKeHHsI  Kapjliojiora, HeBpoJora Ta
mefiaTpa, KOHCYJbTAIlilo o(TaabMosora, AnHa-
MiuHe croctepekenass B 1103, pexoMmeHmoBaHO
HIOMIBPOKY TPOBOIUTH ejieKTpoeHIiiedanorpadiro,
enekpokapiorpadiio, exokap;tiorpadiio, BU3Haua-
T BMICT OLJIKa, PIBHIB TJIIOKO3U, CEUOBUHMU, KPEaTH-
HiHy, Jinas3w, TpaHcaminas, Kpearntdocdokinaszu,
MIOPIYHO TPOBOJUTH ayaiorpamy. [IpusHaueHo cum-
NITOMaTUYHE JIKYBaHHS, JIKYyBaJIbHY (DI3UUHY KYJIb-
TypY, Macask i MEIMKO-COIaIbHy peadisiTarrito.
PinkicuuMm BapiaHTOM CIIaJIKOBOI MiTOXOH/IPi-
anpHOI marostorii [DS:H01427] € xomGiHoBaHwmii
nedinut okrcaoro dochopmmoBannsg (COXPD) —
rpymna 3 50 MyJbTHCHCTEMHUX XBOpOO i3 Bapia-
GeJTbHUMU TIPOSIBAMHU, 1[0 BUHUKAIOTH YHACJIIOK
nedekTiB y cucremi OKUCHOTO (hochopumtoBaHHs
MITOXOH/IPiiA. Y HayKoOBIiil JiTeparypi norepeaHbo
OIMCAJIN JIUIIE YOTUPH KJIIHIYHI BUTIAZKK 3 KOMOi-
HOBaHUM JlediluTOM OKUCHOTO hochopumoBan-
Hs1 26-ro tumy (COXPD-26) 3 noxibauMu maro-
reHHUMM BapiaHTamu Mytariii y reni TRMTS
(rPHK w™erunrpancdepasa 5) Ha XPOMOCOMi
14q23 i3 BucokoBapiabebHUM (HDEHOTUIIOM Ta
ayTOCOMHO-periecuBHUM ycnagkyBanusam. C.A. Po-
well ra cmisasr. (2015) [8] onucanu 1e 3axBopio-
BaHHS y /IBOX HecHopijjHeHuX mnaiieHTiB. IIpo
nepIy TaIi€HTKY, )KiHKy BiKOM 25 POKiB, paHilie
nosigomusau Haller Ta cmiast. (1989) [5]. ¥V
HAIIEHTKA BIIPOJOBK KUTTS OyJIM HEEPEHOCH-
MicTh (i3UYHUX HABAHTAXKEHb i3 BUPAKEHOIO
3aJIAIIKOIO, JIAKTAT-aI[i/103 1 TpoTpecyioya Mioma-
Tid, Mi3HiIIEe B Hel pO3BUHYJIACh EK30KPUHHA HEJ0-
CTaTHICTh i3 MasbabcopOIlico, Timepriikemis,
HUPKOBA TyOyJIOMATisl, IIUPO3 MEYiHKH, CIacTHd-
HiCTh i3 rineppedJiekcie€io Ta Jierka IucTaibHa
rnapecTesis, CMepTh HacTajga yBi cHI y Bimi
55 pokis. [amum maitieHToM OyB XJIOMTYUK BiKOM
7 POKIB i3 3aTPUMKOIO POCTY Ta HEIOCTATHHOIO
Baroio, MioIaTi€lo, TIMOTOHIEIO 3 TimopedaeKielo,
CITOBiJIbHEHHSIM HEPBOBOI ITPOBIAHOCTI, TilepJak-
TaTeMi€lo, rinepTpodiuHo HEOOCTPYKTUBHOO
Kap/lioMionari€io, mopyineHHIM MOTOPUKHY TILITYH-

KOBO-KHINIKOBOTO TPaKTy, 3 HEBUPAKEHUMU [UC-
MophiuamMu  TpossBaMu  (TPUKYTHE OOIMIUS
3 MQJIEHBKUM POTOM, OJIAKUTHI CKJIEPU Ta 3JTUTTS
MEPBUHHUX BEPXHIB PIi3IliB), JIETKOK aTrpodieto
MO3KYy Ta 3aTPUMKOIO MieJiHi3allii, 1110 CyInpoBO-
JUKYBAJIUCS — 3aTPUMKOIO  TICUXOMOTOPHOTO
PO3BUTKY: Y Billi 7 POKiIB XJIOTTYUK HE MIT CUJITH,
crosaTit 200 XoAUTH 6e3 MiATPUMKH, MaB 3aTPUMKY
MoOBJIeHHEBOTO Ppo3BUTKy. M.A. Tarnopolsky
Ta ciiBasT. (2017) onucan 1ie 1BOX MAI[iEHTOK —
cecrep BikoMm 46 Ta 51 pik, B IKUX 3 JUTHHCTBA
criocrepiraau moAi6Hy 10 BiKe ONMUCAHOI CUMIITO-
MaTUKW, 30KpeMa, HENEePEeHOCUMICTh (Di3MIHUX
HaBaHTa)KE€Hb 13 3a/UINKOI0, M'SI30BY CJIa0KiCTh,
CTIACTUYHWI Taparnapes, aKCOHAJbHY CEHCOPHY
HeUporario, 3aTPUMKY PO3BUTKY, Ii/IBUIIEHHS
JIAKTATy KPOBI, a'y CTapMIoi ;KiHKu MaHidecTyBaan
me U iHOM MposiBU — BTpaTa 30py 3 arpodieio
30pPOBOTO HepBa, eHIledaIonaris 3 iHCyIbTOMOAI0-
HUMU eTli30/laMu, TICUX03 i ienpecid, cygaomu [9].
HiaraHocTnurmnii agroput™ 3a M3, HaIleBHO,
€ OJTHUM 13 HAWCKJIQJHINNX Y MEJINYHIN TTPAKTHUITI
[1]. MiToxoHapianbHi XBOPOOH MOXKYTh CYIIPOBO-
JUKYBATHCS PIBHUMU TIPOSIBAMM, 3ajlyyaTd Pi3Hi
OpTaHu Ta CUCTEMH i eOI0TYBaTH B PI3HOMY BIIli,
OJTHA 1 Ta JK MyTallisl peJieBaHTHUX reHiB M3 Moske
CIIPUYWHATUA Pi3HI (DEHOTUTH, BOJHOYAC TOWM
camuii (penotun M3 Moxke CyTPOBOJIKYBATHUCS
MyTallisiMi B pisHux reHax [3]. Beebiunuii anam-
He3 HeoOXiHO JOMOBHIOBATH HE JIMIIe TOoraubie-
HUM 3arajlbHOKJIHIYHUM OOCTEeXeHHAM, aJjie
il BUGOPOM TIEBHUX CIIEIiali30BaHUX HEBPOJIOTTY-
HUX, O(TaJbMOJOTIYHUX, OTOJOTIYHUX, €HIO-
KPUHOJIOTIYHNX, KapAioJOTIYHUX, TacTPOEHTepO-
JIOTIYHNX, HE(DPOJOTIYHUX, TeMATOJOTTYHUX J10C-
Jipkenb [6]. BigcyTHicTh KIIHIYHUX TTATOTHOMO-
HIYHMX O3HaK MOTpeOy€e AUHAMIYHOTO HATJISILY,
a TAKO BU3HAYAE HEOOXIJHICTD HOIIYKY BUCOKO-
YyTIUBUX 1 crenudivanx OioMapkepiB st Tmif-
TBepiKeHHs piarHosy M3. Cepen sabopaTopHUX
JIOCJIJIKeHb JIAKTaT KPOBI BUKOPHUCTOBYETHCS SIK
OCHOBHMI OiOXIMIYHMI MapKep /s CKPUHIHTY
M3, onnak HOpMaJIbHUN piBEHb MOJOYHOI
KHCJIOTH B KPOBi HEe BUKJIIOYAE MITOXOH/IPiaJIibHO-
rO po3Jay, a Horo MiIBUIIIEHH IPUTaMaHHe 1 /171
6araTboXx iHIIMX XBOPOO. [HOI KOCTI/IKEHHST JTaK-
TaTy 3/[HCHIOIOTD Y Bi/IIIOBi/Ib HA OpaJibHe HaBaH-
TaKEeHH TJII0K03010. [[iarHOCTUYHO 3HAYYIUM
Moyke OyTH HifBUIIEHE CIIIBBIIHOIIEHHS JIaKTaT /
mipyBar y KpoBi Ta JikBopi. OCKiJTbKH JIaKTaT-aI[1-
JI03 TPUTaMaHHUNA 1 /I IHIIUX MeTaOOJiYHUX
po3iajiB, TO M AUGEPEHIINHOI iarTHOCTUKHI
JIOLIJIBHO ITIPOBOJAUTU MeTabOIYHUI CKPUHIHT
13 BUMipIOBaHHSM CITiBBiITHOIIIEHHS KETOHOBUX TiJ
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(3-OH 6yrupar / ameroaierar) IasMu, CHPOBaT-
KOBUX TPaHCaMiHa3, KiJIbKiCHEe BU3HAYEHHS aMiHO-
KUCJOT y TIJIa3Mi, TaHJeMHa Mac-CIIeKTPOMETPis
(MS/MS), nocrhijzkeHHs anUIKAPHITUHOBOTO
npodiio MmiIa3Myu Ta OPraHiuHUX KUCJOT Ccedi
tomo. Hefiposisyasizariia 3a pornomoroio MPT
TOJIOBHOTO MO3KY Ta CepIld € crelnudiuynuM MeTo-
JIOM JIIaTHOCTUKU OKPeMHX KJIiHIYHO (eHoTHIo-
BUX M3, a TakoK BaKJIUBUM 3ac000M audepeH-
IIMHOI IaTHOCTUKU Ta MOHITOpUHTY. Mopdo-
JIOTiYHe JOCIiKeHHs1 OionTariB M'sI3iB 3a 10110-
MOTOIO CBIiTJIOBOI Ta €JEeKTPOHHOI MiKPOCKOIIil
€ JIOITIOMI’KHUM METOJ[OM JiarHOCTUKN M3, KOM-
MJIEKCHUI (hepMEeHTHUI aHATi3 MiTOXOH/IPiaJIbHO-
ro JMXaJbHOTO JIAHIora 6ionToBaHUX M'si3iB ab0
mKipanx (GibpobiacTiB KOPUCHMIL sl TiaATBEp-
JUKEeHHST BifmoBigHOro nedexty abo mouryky
npuunHHOro dakropa myTtanii gzaepuoi [JHK.
IcaytoTh pi3HI KOHCEHCYCHU MO0 AiaTHOCTUYHUX
anroput™iB M3 y IuTsSdOoMYy Billi B ILJIOMY, 3MiHe-
Hi KpuTepil Yokepa Ta 32 OKPEMUMHU CIEIiaJbHO-
CTSIMM B TIeZliaTpii Ha IMicTaBi KOMILJIEKCHOI OIliH-
KM KT HIYHKUX, 6GI0XIMIYHIX Ta MOJIEKYJISIPHO-TE€HEe-
TUYHUX OCHOBHUX 1 JIPYTOPSAIHUX KPUTEPIiB,
TaKOK 3allPOIIOHOBAHI OKpeMi HallioHaJbHI Jiar-
HOCTWYHI aITOpUT™Mu [7].

Hacamxkinenp miaTBep/KeHHS AiarHo3y M3
MOJIEKYJISIPHO-TEHETUYHUMHU MeTOJlaMHM  4acTo
3QIUIIAETHCS  TIPOOJIEMHUM: 32 BU3HAYEHOTO
dbenoTuny cungpoMHUX M3 meEpHIUM KPOKOM
€ CKPUHIHT 3araJbHUX TOUKOBUX MYTalliii, 3arajib-
HUX fejeriii y wmitoxongapiaapuiii JHK a6o
cnerudivanx mytariit y aaepuiit /IHK, moxmu-
BUI TIONITYK MyTaIliii IPUYNHHUX TeHIB Ha S/IePHIl
JIHK MeTomoM npsamMoro cekBeHyBaHHS, BUMIipIO-
BaHHs BMicTy MiToxonapianbhaoi JJHK ymkomke-
HUX TKaHWH, B IHIINX BUINAQAKaX HeOOXimHI 101aT-
KOBI CyYacHillli MOJIEKYJISIPHO-TEHETUYHI MeTO/ 1
JlocaiikeHHs. Y piarHoctuili M3 Haiol naiienT-
KM 3aCTOCOBAHO METO/] IIOBHOT'O €K30MHOI'0 CEKBe-
HYBaHHS 3pa3ka KpoBi (y TOMY 4nCJIi aHai3 Bapia-
1[Il yKcsa KOMmiil reHiB Ta TeHOMHE CeKBeHYBaHHS
HOBOTO TOKOJiHHA) 3 TapreTHuM CentoMito®
TEeHeTUYHUM TECTYBaHHS /IS JIaTHOCTUKHA came
M3. ¥V nutuHu BUSABUAM J1BI Pi3Hi MyTarltii (1aro-
reHHy Ta HMoBipHO mnartorerHy) reny TRMTS
y TeTepO3UTrOTHOMY CTaHi, TOMY /Il OCTaTOYHOI
Bepudikaiii miarHody KomOiHOBaHOIo aedinuTy
okucHoro dochopuroBanns 26-ro Ty HeoOXi-
He To/IaJIbIlle TeHeTHYHe 00CTesKeHHsT GAThKIB ISt
Mi/ITBEP/UKEHHS CTaHy KOMTIAYH/I-T€TEPO3UTOTH
(y tpaHc-). KomHuX KJIHIYHO peeBaHTHUX
BapiaHTIB y MiTOXOH/IpialbHOMY T€HOMI, sIKi O Biji-

noBiasi (heHOTUIY B ANTUHU, HE BUSBUJIN, OJTHAK
reTeporiasMaTUuHi MiTOXOH/piaJibHI BapiaHTh
3 HM3bKOIO YaCTOTOI MOXKYTh HE BUSBJIATUCS
Y 3pa3Ky KpOBi.

[TokazanHsAMU 1O TAaKOTO JMOCTIJIKEHHS 3a
mizo3pn Ha M3 y miTeil paHHBOTO BIKY MOXKYTb
Oy TH MEPCUCTYBATbHIIT 200 TPOTPECYIOUNI MYJIb-
TUCUCTEMHUU pO3JIaj HEBIJIOMOI €Ti0I0T i1, HEBi0-
Mi MHOKWHHI CKJIa/[Hi HEBPOJIOTIYHI TIPOSIBU ab0
HEBPOJIOTIYHUI MOHOCUMIITOM i3 3aJy4deHHIM
IHIKUX cucTeM, pijlie — creludivHi JIJid TEBHOTO
M3 «kJiHIYHI CHMIOTOMH; TEPCUCTYBAJbHUN
JIAKTAT-al1/103, IHII MO3UTUBHI a00 CyMHIBHI JaHi
1abOPaTOPHOTO CKPUHIHTY TOIO. [[JIsT ToJTimieH-
H4 KJIIHIYHOTO po3nidHaBaHHs M3 Ha paHHIX eTa-
1ax MeJMYHOI JIOMTOMOTH, PO3ITUPEHHS MOKINBO-
CTi 3aCTOCYBaHHSI CKPUHIHTOBUX J[IaTHOCTUYHUX
TecTiB, OO BU3HAYUTUCA 3 HEOOXIJAHICTIO
CIIPSIMYBAHHS MAIIEHTA /IO CIIEIiai30BaHOTO 11eH-
TPY, Hapa3i € aKTyaJbHUM [MUTAHHS Y/IOCKOHAJICH-
H Ta CIIPOIIEHHS aJTOPUTMY 3 TIEPEJIiKOM CIIelr-
QIYHNX «4epBOHUX IMPAIOPIiB» KJIIHIYHUX IIPO-
sIBiB Ta 6a30BMX JOCTYITHUX METaOOJIYHUX CKPH-
HUHT-TECTIB TTOYaTKOBOTO JIIarHOCTUYHOTO TIOIITY-
Ky M3 y panHbOMY AUTSYOMY Billi [4].

[Ipo fiMoBipHY OpdhaHHY MITOXOHIpPiaJbHY
MATOJIOTII0 MOXYTb CBIJJUMTU YWCJEHHI TOCIITa-
Jli3aitii, MOBTOPHI KOHCYJIbTAIlil Pi3HUX CIeriari-
cTiB, 6araTopasoBi J0AATKOBI T€CTH Ta MHOMKIHHI
cylepeusiuBi /1iaTHO3U MAIlEHTIB, MIJIAX J0 OCTa-
TOYHOTIO [[ilarHO3y € He JIUIe CKJIAJHUM 1 Pi3-
HOBEKTOPHUM I JKapiB, aje W TPUBAIUM Ta
BUCHAKJIUBUM JJII POAWHU 1 TarieHTa. BikoBa
BapiabeIbHICTh Ae0I0TY Ta MoJiMOPGHICTD KITiHIY-
HUX 1posiBiB M3, moTpeba andepeHItiiiHoi giarno-
CTHMKH i3 IIUPOKUM CIEKTPOM OLJIbII HOMNPEHNX
(heHOTUITOBO TOAIOHNX HO30JI0TiH, HEeIOCTaTHS
iH(pOpMOBaHICTD MUPOKOTO 3arary JiKapiB PisHUX
creriaabHOCTeH, BiZICYTHICTD HAJIHUX YUy TIMBUX
i cienmuivHUX CKPUHIHTOBUX Ta/ab0 AiarHOCTUY-
HUX GiOMapKepiB YCKJIAJHIOE BUSIBIEHHS Ta CBOE-
yacHy giarHocTuky M3.

OTsxe, XBOpoOa HAILOI MAI[IEHTKY CYIIPOBOLKY -
Bajlacs paHHIM Ae60TOM, MPAKTUYHO 3 HapPO-
JUKEHHS, KOJTU Bi/IMITHJIN PANITOBY 3yTTUHKY CEPIIA,
MOTAaHy JIMHAMIKY Baru, 3a KiJibKa MiCSIIiB BCTAHO-
BUJM JliarHO3 Kapiiomiomnarii. HeBmossi Ha T
MMOBTOPHUX 1HTEPKYPEHTHUX 1HQEKIIMHNX 3a-
XBOPIOBaHb y MUTUHU BUABUJIU ITIiJBUIICHHS
aKTUBHOCTI TpaHcaMiHa3, KpeaTuHkiHazu-MDB
KpoBi (1o mputamanHo M3, nedexraMm OKUCHEH-
HS SKUPHUX KUCJOT 1 TJIKOJI3Y), TernaTonariio
3 TironpoTeineMi€eo Ta rinoajabOyMiHeMi€r0, eHIle-
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(hamomnatito Ta CyZIOMHUIT CUHIPOM, TIOTipITaHHS
cTaHy Ta TofioBkeHHs iHTepBasy QT y BimoBiab
Ha 3aCTOCYBAaHHS BAJIBIIPOEBOI KHUCJIOTH, MPO-
IPECYBaHHS Yy BIiJICTABaHHI CTATOKIHETUYHOTO Ta
IICUXOMOBJICHHEBOT'O PO3BUTKY, SIKi Ha TJIi CYITyTHIX
3aXBOPIOBAHb MaHi(hecTyBaM y BUTJISIL €Mi30/1iB
JeKoMIIeHcalil — MeTabo/iuHol Kpusu. JuHamika
KJIIHIYHOI CAMIITOMATHKY pifkicHoro M3 y fiBUnH-
KU XapaKTepusyBajacsl MPOTPEliEHTHICTIO, MYJib-
TUCUCTEMHICTIO 3 IePeBaKHUM YIIKO/KeHHSIM
ceplid, eviHKy Ta HepBoBo1 cucteMu. JIuiie 3aB4-
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