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1. KiiHiKOo-reHeTUYHi XapaKTepUCTUKY XBOPUX 3 [IPOSIBAMU €K30KPUHHOI HEJOCTATHOCTI MiALIIYHKOBOI 321031 Ta

CUMIITOMAaMU ITIaHKPEATUTY.

2. Clinical and genetic characteristics of the patients with exocrine deficiency of pancreas and pancreatitis
symptoms.

Pedepar:

1. O6'eKT mocCiIKEeHHS: CNIaKOBi 3aXBOPIOBaHHS MiAIIyHKOBO]I 3ay103u (I13), 110 CyITpOBOIKYIOTHCSI CUMITOMAMU
IIAaHKPEaTUTY i eK30KPUHHOIO JUCPYHKIi€l0 oprany. MeTta JoClifyKeHHs: OOrPyHTYBaHHS KJIiHIKO-TEeHETUYHUX
ocobauBocTeN ypakeHHs [13 Ipu cragkoBUX METa0OJIYHUX [TOPYIIEHHSX AJ1s1 TUPepPeHLiHOro Niaxony go
JIiKyBaHHS Ta peabinitauii. MeTonu noCiigkeHHs: COMAaTOT€HETUYHE JOCIIIPKEHHS i3 CUHIPOMOJIOTIYHUM
aHasi3oM, aHaJli3 poJoBOIiB, 6ioXiMiuHiI, MOJIEKYJISIpHI, exorpadiuHi, craTuctryHi metony. [IpakTU4He 3HAYEHHS
OTPUMAaHUX Pe3yJIbTaTiB: BUSIBIEHO POPMU CIaAKOBOI IIATOJIOTI, [0 CYIPOBOIKYIOTbCS IIPOSIBAMY €K30KPUHHO]
HepmocTaTHOCTI [13 i cuMIITOMamMy NMaHKpPEaTUTy, sKi IpefCTaBieHi IK PO3IOBCIOIKEHOI0 MOHOTE€HHOIO I1aTOJIOTI€I0
(MykoBicI103), TaK i piKicHUMU (pOpMamMu IOPYLIEHHS 6i0eHepreTUYHOro 06MiHy (MITOXOHApPiaIbHI XBOPOOU Ta

opraHiuHi anuaypii). OxapakTepu3oBaHi reHeanoriyHi 0COOJIMBOCTI XBOPUX 3 PI3HUMM CIIaAKOBUMHU XBOPOOaMU



06MiHy (CXO) 1151 BU3HAUYEHHS CIIAJKOBOI CXMJIBHOCTI 10 3aXBOPIOBaHb [13, 1m0 MoXXe e(PEeKTUBHO 3aCTOCOBYBATUCS
IIpU NIPOBeleHi MeIUKO-T€HEeTUYHOTO KOHCYJIbTYBAaHHS POJIMH 3 MATOJIOTi€0 MITYHKOBO-KUIKOBOrO TpakTy (ILIKT).
BusnaueHo 6ioximiuHi i exorpadiuHi mapkepu BpaxkeHHs [13 i rernarobiniapHoi cuctemu y xBopux i3 CXO, siki
MOXYTb BUKOPUCTOBYBATHCS B IPAKTUYHIN HisIZIBHOCTI JIiKapiB Pi3HUX clieliaIbHOCTeN 1151 BUOOPY iHAMBiTyalbHOL
TaKTUKU BEeJICHHSI NalieHTa i nigbopa MeToIiB NaToreHeTU4HOi Teparnii. Po3po6sieno anroputmu «Ilankpeatur» i
«EK30KpMHHA HEOCTATHICTD MiAIITYHKOBOI 3271031, IKi pO3IIMPIOIOTh 3araJIbHOBIIOMI 3HAHHS IIPO €TiONAaTOreHe3
IaHOI IIATOJIOTI i O3BOJIAIOTh IHTETPYBAaTU CY4aCHi T€HETUYHI 3HaHHS B raCTPOEHTEPOJIOrio. HaykoBa HOBU3Ha:
BUSIBJIEHO MIMPOKUM CIIEKTP CNAJKOBUX METAOO0JIYHMX 3aXBOPIOBAHbB, 1[0 CYIIPOBOPKYIOThCSI €K30KPUHHOIO
HENOCTaTHOCTIO [13 i CMMIITOMaMU NAaHKPEATUTY. BCTAHOBJIEHO HASIBHICTD CNIAJKOBOI CXUJIBHOCTI 10 PO3BUTKY
natoJiorii [13: y npo6anzis, mo MaiooTs popuyis I i II ctynens cnopigHeHHs 3 3axBoproBaHHamu KT B3arasi ta
3axBoploBaHHsAMU 13 30kpema, pusuk ypaxkeHHs I13 'y 2,5 pa3u BUIIUHN, HDK y IPO6aH/iB 3 HEOOTSDKEHOIO
CIIaJIKOBICTIO. BusBieHo GpeHOTHIIOBI 0COBIMBOCTIXBOPUX 3i ClIaAKOBUMHU (OpPMaMU XPOHIYHOTO IIaHKPEATHUTY.
[TokaszaHo, 1o nopyueHHs GyHKLioOHyBaHHS [13 MoXe 6yTH MapKEepPHOIO 03HAKOI0 6ioeHepreTUYHUX OOMIHHUX
[OpPYIIEHb, 10 BUMaraloTh crenudivyHoi kopekuii. CTyIiHb BIIPOBAIPKEHHSI: pe3yJIbTaTH [OCIiI>)KEHHS BIIPOBAIKEHO
B p060TYy XapKiBCBKOTO CIIELiai30BAHOrO MEIUKO-TEHETUYHOMY LIEHTPY, XapKiBCbKOi 00J1aCHOI JUTSI40i KIIiHIYHO]
JlikapHi, YKpaiHcbKOro iHCTUTYTY KiIiHidYHOi reHeTky XHMY. Pesynbratu guceprauiiiHoOi po60TH BiIOUTI Y
KOJIEKTUBHI} MOHOrpadii Ta HaBYaJIbHOMY IIOCIOHYKY, SIKi IIMPOKO BUKOPUCTOBYIOTHCS B ITPOLIECi Ha-BYaHHS Ha
Kadenpi Megu4HOi reHeTUKU XapKiBCbKOIO HalliOHAJIbHOTO MEIMYHOTO yHiBepcuTeTy. Cepa (ranysb)

BUKOPDUCTAaHHA: MENUILIVIHA, T€HETHKA.

2. Object of the study: hereditary diseases of the pancreas (Ps), accompanied by symptoms of pancreatitis and an
exocrine dysfunction of the organ. Purpose of the study: grounding of clinical-genetic peculiarities of Ps in
hereditary disorders for a differential approach to the treatment and rehabilitation. Methods of the study:
somatogenetic study with a syndromological analysis, an analysis of genealogies, biochemical, molecular,
echographic and statistical methods. Practical significance: the research revealed forms of the hereditary
pathology, which were accompanied by manifestations of an exocrine insufficiency of Ps and symptoms of
pancreatitis and represented by both some spread monogenic pathology (cystic fibrosis) and rare forms of a
disturbance in bioenergetical metabolism (mitochondrial diseases and organic aciduriae). Genealogical
peculiarities of patients with different hereditary metabolic diseases (HMD) were characterized to detect a
hereditary predisposition to Ps diseases, which can be used for the medical-genetic consulting of families with
pathology of the gastrointestinal tract (GIT). Biochemical and echographic markers of a lesion of Ps and
hepatobiliary system in patients with HMD were revealed; they can be used in the practical activity of doctors with
different specialities in order to choose individual tactics for managing patients and selecting methods of
pathogenetic therapy. Such algorithms as “Pancreatitis” and “Exocrine insufficiency of pancreas” were developed;
they broaden the common knowledge of the etiopathogenesis of the above pathology and make it possible to
integrate the modern genetic knowledge into gastroenterology. Novelty of the obtained results: a wide spectrum
of HMD was revealed; they are accompanied by an exocrine insufficiency of Ps and symptoms of pancreatitis. A
hereditary predisposition to the development of Ps pathology was found out: in the probands, who had relatives of
kinship degrees I and II with GIT diseases in general and Ps ones in particular, the risk of a lesion of Ps was 2.5
times higher than in the probands with nonaggravated heredity. Phenotypical peculiarities in patients with
hereditary forms of chronic pancreatitis were revealed. It was shown that a disruption in Ps functioning could be a
marker sign of bioenergetical metabolic disturbances, which require a spe-cific correction. Introduction: results of
the research were introduced into the work of the Kharkiv Specialized Medical-Genetic Centre, Kharkiv Regional
Children’s Hospital, Ukrainian Institute of Clinical Genetics of Kharkiv National Medical University (KNMU). Results
of the thesis were reflected in a collective monograph and a manual, which are widely used in the process of
training at the Department of Medical Genetics of KNMU. Sphere of application: medicine, genetics.
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