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Tema gucepranii:
1. BinbHi aMiHOKHCJIOTH KPOBI B [IiarHOCTHULIi CIIAJIKOBUX XBOPOO OOMiHY B JiT€ll BUCOKOTO F€HETUYHOT'O PU3UKY.

2. Blood’s free amino acids in the diagnostics of the inherited metabolic diseases in children of high genetic risk.

Pedepar:

1. O6'eKT mOCHIIKEHHS: CIIaIKOBi IOPYIIEHHS 0OMiHy aMiHOKKC-JIOT. MeToau nocinkeHHs: 6ioximiunnii aHamiz AK
3 BUKOPUCTaHHSM BUCOKOe(EeKTUBHOI piluHHOI xpoMaTorpadii, KyliHiko-reHeasoriyHui (CoOMaTo-TeHeTU4YHEe
IOCJiI)KEHHS POAVHN); CTaTA-CTUYHI MeToU. [IpakTU4HE 3HAaYEHHSI OTPUMAaHUX PEe3YJIbTATIiB: yIIPOBAIKe-HUI
KiZIbKiCHMI1 aHai3 BilbHUX AK KpOBi 3 BUKOPUCTAHHSIM BUCO-KOe(EKTUBHOI piiuHHOI xpomaTorpadii (BEPX) B
IIPAKTUKy Me-AUKO-TEHETUYHOTO KOHCYJIbTYBaHHS. YPaxyBaHHS Pe3yJbTaTiB 10-CJiIKEHH PiBHIB BibHMX AK
Pa3oM 3 pe3yJbTaTaMu OLiHKY (pe-HOTUILY IUTUHU 3 O3HaKaMy M3 Haflae MOKJIMBICTD MigBUIIUTY €(PEKTUBHICTD
IiarHOCTHMKY M3; 301IbIIMTH KiJIbKICTh BepUQPiKO-BaHMX HO30JIOTIYHUX OJMHUIb. BUKOpUCTaHH piBHIB BilbHUX AK
KPOBi, 110 6yJI1 pO3pax0oBaHi Ha MiArPYHTI KisbKicHOTO aHasizy AK y ziTeil B nonysisuii XapKiBCbKOTO periony,
IO3BOJIMJIO Mif-BUIMTHU CTYIiHb iHPOPMATUBHOCTI OTPUMaHUX JaHuX. Bukopuc-TaHHs KiIiHiKO-6i0XiMiuHOrO
niaxomy 00 0OCTEXXEHHS AiTeil Py BUCOKOIO TEHETUYHOTIO PUBUKY [103BOJISIE IPOBOAUTH aJIeKBATHE T€HETUYHE
KOHCYJIbTYBaHHSIHA OCHOBI JJA00OPATOPHO MiATBEPIKEe-HOTO JiarHo3y. AHai3 (peHOTHUIly, CTaHy Pi3HUX OpPraHiB i

CHCTEM Y NO€IHAHHI 3 KiJIbKICHUM aHai3oM AK pu MeINKO-TeHETUYHOMY KOHCYJIbTYBaHHI [JO3BOJISIE



nmiarHocrysatu He Tisibky CITO AK, a i1 mifiinTy 10 yTOYHIOIYOi 4ialrHOCTUKY IHIINX I10-PYLIEHb [IPOMIXKHOTO
00MiHy. BusHayeHHs iHAMBigyanbHOrO BMic-Ty BiIbHUX AK HaZla€ MOSKJIMBICTh IPOBOIUTH IIAaTOT€HETUYHY Te-
parlio 1 KOHTPOJIb 3a JIiKyBaHHSIM. HayKkoBa HOBM3HA: BU3HAYEHI i KiJIbKICHO XapaKTepu30BaHi piBHi BiibHUX AK
KPOBI y 30POBUX OiTeM i AiTei 3 03HaKaMy M3 y no-nysuii XapKiBCbKOTO periony. BusHaueHO YMOBU IIPOBEEHHS
aHaizy BisibHUX AK KpOBI, BKJIIOYAIOUH IiATOTOBKY 3pa3KiB AJIs1 JOCiIKeHHs, XxpomaTorpadidHe NoineHHs 1
aHasli3 OTpUMaHUX JaHuX. BuBueHo GpeHOTUNoBi 0COGIMBOCTI B CIIOJIyY€HHI i3 BMic-TOM BisibHUX AK KpOBI B fiiTell 3
KJIIHIYHUMU 03HaKaMu M3. Bu-3HaveHo criektp CIIO AK 'y mitel, poAMHY SAKUX 3BEPHYJIUCH 3 MEIUKO-TEHETUYHOIO
IOTIOMOTOI0 0 XapKiBChKOTO CIIELiali30Ba-HOrO MEIUKO-TeHETUYHOro HeHTpy (XCMI'L). [TokazaHO MOKIM-BICTb
paHHboi miarHoctuku CITO AK 3ayM0OBH BUKOPHCTaHHS KIIiHIKO-6ioximMiuHOro nigxony. Po3pobsieHa i BpoBaikeHa
cruc-Tema KiiHiko-6ioximiuHoro nigxony B niarHoctuui CI1O AK, 1110 103B0JINIIO 30iIBIINUTH KiIbKICTb
BepruQiKOBAaHMX HO30JIOTIYHUX OAMHULb. Ha NigI'PyHTi KOMIIJIEKCHOI OLIHKY KJIiHIYHUX i 6i0XiMi-4YHMX NIOKa3HUKIB
Oysiu BUsIBIIeHI peHOTUIIOBI 0COOIMBOCTI B IiTell 3 mifBuLieHUM piBHeM Jeskux AK KpoBi: IIII0TaMiHOBOi KUCJI0TH
(TJ1Y); rninuny (IJ1I); ananiny (AJIA); nposiny (ITPO). BcraHoB-s1€HO oco6auBocti peHoruny niteit i3 CI1O AK.
CTyninb BIpOBaIyKEHHS: pe3yJIbTAaTH JOCIiI>)KEHHSI BUKOPUCTOBYIOTbCS B poboTi XCMTI'Ll, KpuBopispkoro lleHTpy
MEJINYHOI F€HETHKY Ta [IPEHATAJILHOI iarHOCTUKY, BilIIJIEHHS AUTSIY01 ICUXOHEBPOJIOTii Ta KIIiHIYHO]
HelporeHeTHKU iHCTUTYTYy HeBpoJIorii, ncuxiaTpii Ta Hapkosorii AMHY; kadenp neniatpii Ta KiiHiYHOI reHeTHKY,
MEAMYHOI 6i0JI0Tii, reHeTUKM Ta ricTosorii ByKOBUHCBHKOrO ep>KaBHOTO MEAUYHOrO YHiBepcUuTeTy, Jlep>kaBHoi
ycTaHoBu “HayKoBO-Z[0CIIiIHOTO iHCTUTYTY MEJIMKO-€EKOJIOTTYHMX ITpobiem” MO3 YKpainuy, 10 miATBepaKeHO

BiANOBiIHMMHU aKTamu Npo BripoBamkeHHs. Cdepa (ranysb) BAKOPUCTAHHS: MEOUIMHA, T€HETHKA.

2. Object of the study: hereditary metabolic disturbances of amino acids (HMD AA). Purpose of the study:
determination of the diagnostic significance of the quantitative analysis of free AA of the blood in combination with
an assessment of the phenotype for revealing HMD in children. Methods of the study: biochemical analysis of AA
with use of high-efficacy liquid chromatography (HELC), clinical-genealogical (somatogenetic study of the family);
statistical methods. Practical significance: the quantitative analysis of free AA of the blood with use of HELC was
introduced into the medical-genetic consulting practice. The account of the results of the study of AA levels
together with the results of the assessment of the child’s phenotype enable us to improve the efficacy of
diagnosing metabolic diseases (MD), to increase the number of verified nosological units. The use of the levels of
free AA of the blood, calculated on the subsoil of the quantitative analysis of AA in children in the Kharkiv Region
population, made it possible to increase the degree of informativeness of the obtained data. The use of the clinical-
biochemical approach to the examination of children from the group of a high risk genetic risk gives a possibility to
conduct an adequate genetic consulting on the basis of laboratory-confirmed diagnosis. The analysis of the
phenotype, the state of different organs and systems in combination with the quantitative analysis of AAin a
medical-genetic consulting makes it possible to approach a specifying diagnosis of other intermediate metabolic
disturbances, rather than to diagnose HMD AA only. The revealing of the individual content of free AA provides a
possibility to perform pathogenetic therapy and control over the treatment. Novelty of the obtained results: levels
of free AA of the blood in healthy children and those with the signs of MD in the Kharkiv Region population were
determined and quantitatively characterized. Conditions for analysing free AA of the blood were established,
including the preparation of samples for the examination, chromatographic distribution and analysis of the
obtained results. Phenotypical peculiarities in combination with the content of free AA of the blood in children
with clinical signs of MD were studied. A spectrum of HMD AA in the children, whose families sought to medical-
genetic help at the Kharkiv Specialized Medical-Genetic Centre (KSMGC), was revealed. A possibility of an early
diagnosis of HMD AA was shown, provided the clinical-biochemical approach is used. A system of the clinical-
biochemical approach in the diagnosis of HMD AA was worked out and introduced, thereby making it possible to
increase the number of verified nosological units. On the subsoil of a complex assessment of the clinical and
biochemical indices, phenotypical peculiarities were revealed in children with a higher level of some AA of their
blood: glutaminic acid, glycine, alanine, proline. Pecuiarities in the phenotype of children with HMD AA were
determined. Introduction: the results of the research are used in the work of KSMGC, Kriviy Rig Centre of Medical
Genetics and Prenatal Diagnosis, the Department of Childhood Psychoneurology and Clinical Neurogenetics of the



Institute of Neurology, Psychiatry and Narcology of the Academy of Medical Sciences of Ukraine, the Departments
of Paediatrics and Clinical Genetics, Medical Biology, Genetics and Histology of Bukovina State Medical University,
State Enterprise “Research Institute of Medical-Ecological Problems” of the Ministry of Health of Ukraine, as it is
confirmed by the corresponding acts on introduction. Sphere of application: medicine, genetics.
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