BIAI'YK
odiuiiinoro ononenta Kyumenko Onenu bopucish,
jokTopa GiooriuHMX HayK, npodecopa, MPOBIHOr0 HAYKOBOTO CIiBPOOITHHKA
Biytiny iMynosorii Ta Gioximii 1Y «Hauionansuuii HaykoBuii ueHTp «[HCTHTYT
kapaionorii im. akax. M.JI.Crpaxecka» HAMH Ykpainn
Ha jucepTaniiiny podory Tpodimonoi Hatanii Cepriiau
«AnHari3 610XIMIYHUX Ta MOJIEKYJISIPHO-T€HETUYHMX 3MIH B POJIMHAX BUCOKOrO
PU3MKY MyKOIOJicaxapiao3y 3 YKpaiHu», nojaany Ha 3100yTTs CTyneHs
KaHuaaTa 610J0riYHMX HayK A0 crelianizoBanoi BueHoi paau /1 26.562.02.
npu JIY «Hauionansuuii HaykoBuii LeHTp pajiauiinoi meauuan HAMH
Vkpainu 3a criewianbuictio 03.00.15 - renetnka

AKTYaJIbHICTh TeMH. AKTYalbHICTH 00paHOl AUCEPTAHTOM TEMH HE
BUKJIMKAE CYMHIBIB, OCKIJIbKM CBO€YacHa paHHA [IarHOCTHKA CHaJKOBHX
3aXBOpIOBAHb HA CHOTOJHI € OJHI€I0 i3 BaXKIMBUX 3aBJaHb MEIMYHOI MPAKTHKH.
PoGora Tpodimosoi H.C. npucsdeHa BUBYEHHIO GiOXIMIYHUX Ta MOJIEKYJISPHO-
reHeTHYHHMX 3MiH B POJIMHAX 3 BUCOKUM PH3UKOM MyKOIoJicaxapuao3y 3 YKpaiHu.
Mykononicaxapiao3u € TPyIo pikUX CraJKoBUX MeTabOIIYHHUX 3aXBOPIOBAHb,
Kl BIIHOCHTBCS J10 JII30COMHMX XBOPOO HAKOINU4eHHs! i 00yMOBJICHI NOPYLLIEHHIM
MeTabosi3My rJ1iKo3aMiHOIUIIKaHIB B J1i30cOMaxX KJITHH PI3HMX OpraHiB 1 TKaHHH.
OcoGuBiCTIO MyKOMoJicaxapuao3iB € 3HauHui KJAiHiMHMH noniMopdisM, w10
CYTTEBO YCKJAHIOE BCTAHOBJIGHHs JliarHo3y Ha [miacraBi KJIIHIYHMX Ta
napakjiiHiyHux gaHuxX. Kpim Toro, KoxHa NOMyJsiis XapaKTepu3yeTbCs MEBHOIO
GionoriyHol0 Bapialielo 3HaYeHb OIOXIMIYHMX MapKepiB NATONOTIYHUX CTaHiB,
MeKi sIKOI HeoOXiJHO BpaxoBYBAaTH MPU BCTAHOBJICHHI IPAHHYHO JIOMYCTHMMX
3HayeHb pe3yJibTaTiB OiOXIMIYHMX JociiKeHb. BpaxoByrouw Bullle 3a3HaveHe,
HeOOXiHUMM  eTa’mamMM  pPaHHbol 1 TOYHOI  HO30JOriYHOI  JIiarHOCTHKH
MyKOMOJicaxapy/103iB Ta BH3HAYEHHS ONTMMAlbHOI TepaneBTHYHOI CTpaTerii €
BUSIBJIEHHS KJIKOYOBMX OlOXIMIYHHMX MapkepiB, crieqU@iuHUX s [EBHOIO THILY
MYKOMOIiCaxapuao3y, a TaKoX [ePBHHHOIO TE€HETHYHOro Ae(eKTy, SKHii
CHIPUYMHMB BMHMKHEHHS 3aXBOpIOBaHHs y mnauienta. B Ykpaini Ha cboroji
BIZICYTHI JIOCIi/KEHHS 100 OiosoriyHoi BapiaGelbHOCTI 3HaYeHb GiOXIMIUHMX

MapKepiB HasBHOCTI MYKOIOJIiCaXxapHo03iB, 10 CYTTEBO YCKJIAAHIOE epEKTUBHY

JIarHOCTHKY i MPOBEAECHHS CBOEYACHOTO JIKYBaHHS.
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YV 3p’sa3ky 3 uMMm axtyaibHicTs poborn Tpogimosoi H.C. Biamosinae

CHOIOJIEHHUM 3anuraMm 010JI0oriyHol Ta MEJMYHOI HAyKH, OCKIJIbKM 1I METo €

BU3HA4YeHHs OIOXIMIYHMX Ta MOJEKYJSPHO-FeHEeTUUHUX XapaKTepUCTUK B

POAMHAX BHCOKOI'O PHU3UKY MYKOINOlicaxapuao3dy B YKpaiHi s I11BUILEHHS
e(eKTUBHOCTI PaHHBOI 11arHOCTHKH.

38’5130k TeMH aucepTauii 3 JAep:KaBHUMH Ta rajly3eBUMH HAYKOBHMH
nporpamamu. Jlocii/uUkeHHs BUKOHaHI B pamkax TemarudyHoro ruiany HJIP
BIJUITY IeHeTH4YHOI AlarHOCTUKU JIY "[HCTHUTYT reHeTH4HOI Ta pereHepaTHBHOI
meauian HAMH Vkpaiuu" «Ouinka posii reHeTHMYHHUX, enireHeTHYHUX Ta
cepeloBUILHUX (hakTopiB y (opMyBaHHI Ta nepediry AesKMX BHAIB CHaJKOBOL
natosorii» (nmotykosa 2014 p.), «OuiHka poai reHeTHUYHHUX (PAKTOPIB Y
(¢opmyBaHHl Ta nepediry Ji30COMHUX XBOPOO HAKOMMYEHHS Ui ONTUMI3aLii
KIiHIYHOT 1 Js1abopaTopHOi AIarHOCTUKM LMX 3axBOproBaHb» (No jaepixaBHOI
peectpauii 0115U003006; 2015-2017 pp.), B sikux aBrop Oyljia CriBBUKOHABLEM
pobotu.

HaykoBa HOBH3HA OJep:KaHMX pe3yJbTaTiB. ABTOPOM poOOTH Brieplie
BU3HAUEHO MeX1 OiosoriuHOl Bapiailil BIKOBUX 3HaueHb KiJBKOCTI 3arajbHUX
IIIIKO3aMIHOIIIIKaHIB B Ceyl 3/10pOBHX OCIO Ta Mali€HTIB 3 MYyKOMOJicaXxapua030M 3
VYkpaiH4, a TakoXK BCTAHOBJIEHO Mexki OlonoriyHol Bapiaulii 3Ha4eHb AKTUBHOCTI
M30COMAIBHUX  (DePMEHTIB, 3aly4eHHuX A0 MeTaboni3My TIJIIKO3aMIHOIVIMKIB IS
HaceleHHss YKpaiHM Ta IHTepBaIM BIANOBIJHMX 3HA4YeHb JUIA [ALHEHTIB 3
MYKOITOJTicaxapu/1030M 1 B poaMHax, oOTshKeHMX ui€lo mnaronorieto. Jluceprantom
nokaszaso, 1o 47% aneniB reHa /DUA y nauieHTiB 3 MyKornoiicaxapu/1o3om | turmy 3
YkpaiH1 MICTSATh MaxopHi MiceHc-myTauil p.Q70* ta p.W402*, mo 30iraerses 3
MOIIMPEHICTIO LUMX MYTalii B iHIWMX Kpainax; iHwi aneni (53%) npejacrasieti
piAKICHUMHU BapianTamu nepedbyaoB y 2-my, 7-my, 8-my, 9-my Ta 14-My ek30Hax.
BusiBneHo Tpu pasillle He onucaHi Micenc-3aminu B reni /DUA — p.N372S,
p.Q563P ta p.S633*, siki npu3BeIH 10 PO3BUTKY 3aXBOPIOBAHHS Y MPOOAH/IB, PO
[0 CBIAYMTb HMOBIPHUN BIUIMB LMX 3aMiH Ha (YHKUIOHANbHY aKTHBHICTH

npoaykty rena /DUA 3a pe3ynbTaTuMHU in silico ananizy.
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Takox aBropoMm mnokazano, 1mo 64,3% aneniB rena SGSH y nauieHTiB 3
mykonoiicaxapuaosom III A tuny 3 YkpalHu MICTATH MQKOPHY MiCEHC-MYTaLLio
p.R74C; inmi aneni (35,7%) npeacrasieni piAKiCHUMHM BapiaHTamMu repedyaoB y
2-my, 4-my, 7-my Ta 8-My ek3oHaX. HUM BUsIBIEHO TpU paHille He onucaHi MyTauii
B reni SGSH — c.216delC, p.G149A Ta c.1045 1070del27, sxi npussenu 10
PO3BUTKY 3aXBOPIOBaHHS y MpoOaHJiB, PO LIO CBIIYMTH MWMOBIPHHN BIUIUB Ha
GYHKIIOHAIbHY aKTUBHICTL npoaykry rexna SGSH 3a pesynbratumu in silico
aHasizy.

IIpakTHune 3Ha4yeHnus pesyaptatis pocaixkenus. Orpumani TpodimoBoio
H.C. y nuceprauiiiniii poOoTi pe3ynbraTH MalOTh BeJMKe NMPaKTHYHE 3HAYEHHS,
OCKIJIbKM BCTaHOBJIEHI Mexi Oiosoriunoi Bapiauii 3HaveHb crietudiuux s
MYKOIIO/Iicaxapu/103iB  010XIMIYHMX MapKepiB J03BOJSIIOTH BH3HAYUTH OCOOIMBOCTI
GioximMiuHOro mpodimo 370poBHX Oci0 Ta MNAUiEHTIB 3 MYKONOIICaXapua030M 3
VKpaiHy, 110 MOK€ BHKOPUCTOBYBATHCh JUIS ONTUMI3alil paHHBOI Ta TOYHOI
HO30JI0MYHOI JIarHOCTHKM 1i€i IpynmM 3axBOpPIOBaHb Ta BU3HAYEHHS KPHTEpIiB
IHTEepIIpeTalii pe3yJbTaTiB Ha KOKHOMY eTami oOcrexkeHHs. luentudikamis 100%
MEPBUHHOIO FEHETHYHOIo Ne(eKTy y MalieHTIB 3 MyKonosicaxapuao3oM | tuny gae
MOKJIMBICTb OIJIbII TOYHO BM3HAYaTH TAKTHKY JIIKyBaHHS (rlepecaaka KiCTKOBOIO
MO3Ky abo QepmeHT-3aMiCHa Teparlis) y XBOPHUX B 3aJ€KHOCTI BiJ| HasBHOCTI
IEBHOTO TEHOTHUITYy, @ TaKOX JUlsl MPOBEJAeHHS e(PEKTHBHOI MeIMKO-reHeTHYHOT
KOHCYJIbTallll B pOAMHAX, 00TsKeHUX MyKornosicaxapuaosom I ta 111 A Turis.

Opepxkani aucepTaHTOM pe3ysibTaTH BHpPOBajukeHi B poGory LleHTpy
oppanHux 3axBopioBaHb Ta CrieniangizoBaHOr0 MEANKO-F€HETHYHOrO LEHTPY
HIACT «OXMAT/IUT» MO3 Vkpainu, perioHaJbHUX MeJUKO-FeHeTHYHUX
LEHTPiB, BUKOPHCTOBYIOTBCS B I1€JaroridyHomy rmporeci kadeapu meauuHol Ta
nabopatopnoi reserrkn HMAIIO imeni IT.JIITynuka.

Cryninb OOrpyHTOBAHOCTI Ta JOCTOBIPHICTL I10J10KEHb, BHCHOBKIB i
pekomenaauii, cpopmyaboBanux y auceprauii. JloctosipHicTs pesynabraris Ta
BMCHOBKIB JucepTaLiiiHol poboTu Ga3yeThes Ha J0CTATHIN KibKOCTI GioXiMiYHMX

Ta MOJEKYJISPHO-TEHETHYHUX Jociaikedb. Y auceprauii Tpogimosoi H.C.
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3aCTOCOBaHI Cy4acHi O10XIMI4HI (BM3HAYEHHSI PIBHIO eKCcKpeuii
r1iKO3aMiHOIJIiKaHiB B cedi MeTo/1oM HedesioMeTpil, ToHKoLIaposa Xxpomarorpadis
r1iK030aMiHOIIIKaHIB, BU3HAYEHHS AKTUBHOCTI Ji30COMAJIbHUX (EpMEHTIB, 110
BIJITOBIIAIOTH 34 JIerpajallifo 1iK030aMiHOIIIKaHIB, 3 BAKOPUCTAHHSIM CHHTETHYHOI'O
¢mooporeHHOro cyocrpary), MOJeKyJISpHO-FeHeTHUHi (IoliMepasHa JIaHLorosa
peaxilisi, MeTo/1 oJiMopQi3My AOBKHUHU PECTPUKLIMHUX (PparMeHTiB, METO NIPSIMOTO
ABTOMATHYHOro cukBeHyBaHHsi 1o CeHrepy), CTATUCTUYHI METO/AM, aJEKBaTHI
[TIOCTABIIEHUM 3aB/IaHHSM.

Ha ocHoBi uiTKO cOopMy/IbOBAHUX 3aBJaHb, BHKOPUCTAHHS KOMIUIEKCHOTO
METOJAMYHOrO MiJAXOLY JAUCEPTAHTY BAAIOCS JOCIITH MOCTaBlIeHOI B pobOTi MeTH.
Yci BUCHOBKM JiMcepTauiifHol poOoTH € 00rpyHTOBAaHUMH 1 JIOBE/ICHUMH.

[ToBuora Bukjaaay marepiajiB auceprauii B onyo/iKOBaHUX npausx i
aBropedepati. Y npuBeneHux mnyOuikailisgx IMOBHICTIO BiJIoOpa)keHO OCHOBHI
pe3yJbTaTy 3 ycix po3ainiB auceprauii. Asropedepar Tpodimosoi H.C. nosHicTIO
pO3KpHBa€e 3MICT AUcCepTalil 1 Ja€ MOBHE YSBIEHHS MPO HAYKOBY LIHHICTB i
MPakTHUYHY 3HAYMMICTh JucepTauiiiHol podoru. 3MicT aBTopedepary iIeHTUUHHMA
OCHOBHHMM IM0JIOKEHHsM auceprauil. OpopmienHs auceprauii ta aBTopedepary
3niicHeHo y  BianosiaHocti g0 Bumor JIAK MOH  Vkpaiau. Crynis
ONPWIIOAHEHHSs MaTepiaiiB Auceprauii JoCcTaTHiH.

3araiabHa xapaxkrepucruka auceprauii. Jluceprauis Tpodimosoi H.C.
nodyJ0BaHa 3a 3arajlbHO NPUHHATOI Ta PEKOMEHJI0BAHOK CTPYKTYpPOIO: BCTYII,
OIS JIITEpaTypH, MaTepialy Ta METOJAU J0CHIKeHb, Pe3ybTaTH J0C/iKeHb, 1X
y3arajJbHEHHsl, BUCHOBKM Ta CIIMCOK BMKOPUCTaHMX JpKepes, 1o Hamiuye 291
HalimMeHyBaHHS. Jluceprauis BukiIageHa Ha 167 cTOpiHKax JApPYyKOBAHOIO TEKCTY,
MicTUTh 45 pucyHkKiB Ta 30 Tabiulb, HaIMKCaHa rapHOI HAYKOBOIO MOBOIO.

VY 3aranbHiil xXapakrepucTull poOOTH aBTOP PO3KpPHUBAE CYThb OOpaHOro
HANpsMy HAayKOBMX JOCIi/KeHb Ta OOIPYHTOBYE HOro aKTyasbHICTh. ABTOPOM
chopmynbOBaHI MeTa, 3aBJaHHS JOCIIDKeHHs, BUKJIAJeHI HAYKOBE i MpakTH4YHE

3HAYEHHS! OTPUMAHUX pe3yJIbTaTIB.
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B ornsaai niteparypu Tpodimosa H.C. nana yceGiuyHy XapaKTepUCTHKY
MyKormouicaxapuao3aM, HaBena IX kiacugikamilo Ta onucana eTionoriio i
naToreHe3 pi3HUX THUIIB MyKoIoJjicaxapuao3iB. KpiM Lboro, aBTopoM omnucati
MiAXOAM JI0 JIIKYBaHHsSI JaHoi [atoyiorili Ta pi3HOMaHITHI mpo0Giemu, 110
BUHUKAIOTH MPH JIarHOCTHLI LbOro 3axBoproBaHHs. Po3ain XapakTepusyeTbces
JIOCTATHBOIO MOBHOTOIO aHalli3y HOBITHIX HAYKOBMX Mpallb sIK BITYU3HSHUX, TAK I
3aKOPJOHHUX @BTOPIB Ta IX KPUTHYHOKIO OLIHKOIO, L0 J03BOJIMJIO JHUCEPTaHTY
OKpecHuTH HeBupilieHi nutaHHs. Orisj CBIIYUTH [P0 LIMPOKY epyAMLiIo
JMcepTanTa, 00i3HAHICTh 3 JOCATHEHHSMHU B raiysi oOpaHoi HUM npobiaemMu Ta
BMIHHSI BU3HAYUTH LUISIXH HAYKOBOTO MOLIYKY.

Po3ain «Marepiajid Ta METOAM J0CII/DKEHb» MPUCBIYCHUH XapaKTepUCTHL
METOZIIB J0ciikeHb. B poboTi BUkopuctaHo cyuacHi 610XiMiuHl 1 MONEKYJISIPHO-
reHEeTUYHI METOJM JIOCHipKeHb, OioiHdopmaliiini web-pecypen ta 6a3u gaHux, a
TAKOXK  IMpoBelieHa  craTtucTMuHa  oOpoOka  pesynbrariB — JAOCHIAKEHb.
ExcniepuMeHTaibHa vacTuHa auceprauiiiHoi pobGoru nolynoBaHa 3a €IUHOIO
JIOTiYHOI0 CXEMOIO, BUKOHAHA HA BUCOKOMY Cy4aCHOMY HayKOBO-METOJUYHOMY
PIBHI.

ABropoM Oys0 oxapakrepu3oBaHO OI0JIOrIYHY Bapilallilo MapkepiB, sKi
BU3HA4yalOTh  crietudiyHuii  OloxXiMiYHUH  npodink  MyKOMoJjicaxapu103iB,
3aMpornoOHOBAaHO HOBMH MiJAXIA A0 IHTepriperauli pe3yjbTaTiB BU3HAYEHHS LUX
MapKepiB Ta BCTAHOBIIEHO IHTEPBAJIM 3HaY€Hb aKTUBHOCTI J1i30COMHUX (hepMEHTIB,
3aJly4yeHUX Yy BHYTPILIHBLOJII30COMHY Jerpajauilo IJiKo3aMiHOMIIKaHIB, IS
HaceneHHss Ykpainu. lLle go3Boauno po3poOutu  anroput™m  GioXiMiYHOIO
obcTekeHHs oci0 npu  Mmio3pi HAa MYKOIOJicaxapuj03 3 BHKOPHUCTAHHAM
ONTUMI30BAHUX METO/I1B CEIEKTUBHOIO CKPUHIHTY 1 MIATBEPUKYIOYOT AiarHOCTHKH
3 MeTol0 3abe3nedeHHs eQeKTUBHOI paHHBOI AudepeHIiaIbHOT AIarHOCTHKH L€l
IPyIU 3aXBOPIOBAHb.

Jluceprantom  Oyn0  NpoBeleHO  aHalli3  MOJIEKYJISPHO-TeHeTHYHOT
XapaKTepUCTUKH Malle€HTIB 3 MyKoroaicaxapuao3om | tuny B Ykpaini, B xoi

skoro Oyno inentudixoBano Tta onucaHo 100% myTraHTHHX aneniB. ABTOp
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3a3Hayae, 110 BHCOKA 4acToTa cepei nauieHTiB 3 YkpaiHu Myrauii p.Q70%*
(32,35%) Ta p.W402* (14,7%) poOuth aouinbuuM nposeneHHs [TIPD-ckpuninry
Ha X HasBHICTb Ha MEpLIOMY eTari MOJIeKyJsipHO-reHeTudHoro asainizy. [lpu
LUbOMY TIpH BM3HAYEHHI1 PIAKICHHX MyTalii, $KI [OpU3BEIM [0 PO3BUTKY
3aXBOPIOBAHHS y NpoOan/a, A0LUIbHO MOYMHATH aHaJi3 3 «rapsiuux» JAiISTHOK reHa
IDUA — 2-ro, 7-ro, 8-ro, 9-ro ta l4-ro ex3oHax, B SKMX OyId JOKali30BaHi
OUIBLIICTH MATOreHHUX MyTalliil y 00CTeKeHUX HaMH Malli€HTIB.

ABTOpOM TakoX OyJ0 TMpOBEAEHO aHaji3 MOJIEKYJISIPHO-TeHETHYHOT
XapaKTepUCTUKH NauieHTiB 3 Mykonomicaxapuaoszom IIIA tuny B Ykpaini, B x0xi
skoro Oyno izeHtudikoBano 100% MyTaHTHMX ajelliB. ABTOp HAroJoLIye, IO
BUCOKa yacToTa cepej nauieHTtiB 3 Ykpainu mytauii p.R74C (64,3%) pobuts
nouinbHuM nposefeHHs [1JIPD-ckpuHinry Ha 11 HasBHICTH Ha NepIIOMY eTari
MOJIeKYJISIpHO-FeHeTHYHOro auanizy. Myrauis p.R245H, nyxe mnommpeHa B
JIeSIKUX €BPONEHChKUX MOMyJsILisX, cepesl o0CTeKeHWX HaMmH MalieHTiB OyJia
3HaiijleHa JsMuie B OAHOMY ajeni, TakuM 4uHOM 11 [IJAP®-ckpuninr He €
aKTyalbHUM s Hawoi kpaiHu. [lpy BM3HAuYeHHI piAKiCHUX MyTalii, sKi
NIPU3BEJIM 10 PO3BUTKY 3aXBOPIOBAHHS y NpodaHia, AOUITBHO MOYMHATH aHali3 3
«rapsguux» IsHok reHa SGSH — 2-ro, 7-ro ta 8-ro eKk30HiB, B SKUX OyJH
J0Kani3oBaHi OUIBLIICTh MATOreHHUX MYyTalild y 0OCTeKEHMX HaMM Malli€HTIB.
Taxuii nops10K Npy naaHyBaHHI aHai3y J03BOJMThL ONTUMI3YBaTH 4ac i pecypcu
Ha MPOBEJICHHs aHaji3y i1 3a0e3neYnTh MaKCUMalbHY e(eKTUBHICTh MOJIEKYJISIPHO-
FeHETUYHOI IIarHOCTUKKU MyKononicaxapuao3y II1A Tuny B Ykpaini.

basylouuch Ha OTPUMAHUX JAHMX, JUCEPTAHT 3arporoHyBaja ajJrOpUTMH
aiarHocTHKH Mykononicaxapunosy I i IIIA tuny. Tak, npu BusiBleHH] y nauienTa
OloxiMiyHOro nedeKTy, IKUi MmiATBep/uKye MyKonosicaxapuao3 I tumy, HeobXiaHo
MPOBOJIMTH MOJIAJIbLIY MOJEKYJIIpHO-TeHeTHYHY AiarHocTuky. Ha nepuiomy erarni,
IPOBOAMTELCS CKPUHIHT MakopHUX MyTauiii p.Q70* ta p.W402* B reni [DUA.
HasiHicTh y XBOoporo maxopHux Mytauiid p.Q70* ta p.W402* y reui IDUA
niareep/kye cunapoM [yprnep. Slkmo y namienta He 3HalIeHO MakOpHMX

MyTalii, a0 BOHM 3HalJeHi JulIe B OJHOMY aseii, NPOBOASTH MOAAbLLI
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JOCTI/DKEHHS Ul BM3HAYEHHs PIAKICHHX MyTallii, skl IPU3BEIMd 10 PO3BUTKY
3aXBOPIOBAHHS y npodaH/jia, MeTO0M NPsSMOro aBTOMAaTUYHOIO CHKBEHYBAHHS 110
Cenrepy. JlouiJIbHO MOYMHATH aHali3 3 «rapsyux» perioniB rena /DUA — 2-my, 7-
My, 8-my, 9-my Ta l4-My ek30Hax, B SIKMX OyiM Jlokaji3oBaHi OinblIiCTh
MaTOreHHWX MyTalliil y o0CTeXeHUX HaMH MalieHTIB 3 MyKomnoJicaxapuao3om |
TUIy B YKpaiHi.

Tak camo, npu BHUSBIEHHI Yy nauieHTa OloxiMidHOro jaedexry, SKUH
BifnoBigae mykononicaxapuaosy III A tuny, A0LIIBHO NMPOBOAUTH JIBOXETAIHY
MOJIEKY I pHO-IeHeTUYHY JiarHoctuky. Ha nepuiomy eramni, AOUUIBHO 31HCHUTH
nouryk mMaxkopHoi mytauii R74C B reni SGSH meronom [TJIP®-ananizy. Skuo
xoua O oJiHa 3 ABOX ajesyeil Oy/Je He BU3HA4YEHa, IIPOJOBKUTHU MOILIYK PIAKICHHX
abo HOBMX MyTaliif METOJOM MPSMOr0 AaBTOMATUYHOIO CHUKBEHYBAHHS [0
Cenrepy, NOYMHAIOYM aHAJI3 3 «rapsiyux» periouiB rena SGSH — 2-ro, 7-ro Ta 8-
ro €eK30HIB, B SIKUX OyJM JiOKaji30BaHi OlAbLIICTh [MATOMEHHUX MYyTaliil y
o0CTeXXeHUX MMalieHTIB 3 MyKonoJjicaxapuao3om IIIA tuny B Ykpaiuu.

BukopucranHs = 3anpornoHOBaHOrO  aBTOPOM  QJITFOPUTMY  JI03BOJIMIIO
NIATBEPAUTH JAlarHo3 MyKormosicaxapuaosy y 98 nauieHTiB 3 YkpaiHu.

PasoMm 13 BUKIAJEHHSM OTPUMAHUX pe3yJbTaTiB aBTOP IPOBOAUTH iX
y3arajbHEHHs, aHaji3ye OTpUMaHI pe3yibTaTH, 110 € MPUKIAJOM JOTi4HOT
cucTeMaTusalii Ta KPUTHYHOrO MiAXOJAY [0 aHaji3dy BIAcHUX pe3yJsibTarTib.
Opnepkani pe3ylbTaTd CTAlId OCHOBOIO JUISi BHCHOBKIB, siKi 00’€KTHBHO
BIJI3€PKaJIOIOTh BJACHI CHOCTEPEXXEHHsI, BIAMOBIIAIOTE METI 1 3aBJIaHHIM
nocaipkeHHsl. CMCOK BUKOPUCTAHUX JuKepesl ohOpMIIEHUH Y BiIMOBIIHOCTI J10
CY4aCHHUX BUMOT Ta He BUKJIMKAE 3ayBaKeHb.

IInTanns ta nodaskanus woao 3micty Ta opopmiaeHHs AHcepTauil.

JuceprauiiiHa poGota crpasisie MO3UTHBHE BPaKeHHsI — BOHA BHKJajeHa
JIOCTYIHO, Noriuno, nobpe opopmieHa. OuiHiooun aucepraniiine A0C/iHKeHH S,
BIIEBHEHO MOYKHA CKa3aTH, 110 OZIepXKaHil MaTepiajly MalOTh 3HAYHE TEOPETHYHE Ta
MpakTHYHE 3HAYEHHSI.

B sixocti noGaxkaub i 3ayBaXkeHb CJIiJl BIAMITUTH HACTYITHE:
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1. B texcti auceprauiiinoi poboTu aBTOp HasuBae Mmyrauio p.Q70* wmiceHc-
MyTalli€ro 1 HoHnceHc-myTauieto. Kpaie 6yino 6 yHidikysaTu.
2. B posnini «Matepianu i MeTOJM» aBTOPOM 3a3HAYEHO, IO MOJIEKYJISPHO-
FeHeTHYHI JO0C/Ii/UKeHHs Oylu mnpoBeleHi B Ipyni XBOpPUX i B Tpyli 4YieHiB
o0TskeHuX poauH. IIpoTe B pobOTI He HaBeJeHO pe3ybTaTiB J0CiKeHHs 0ci0 3
rpyIy 4ieHiB 00TsAKeHUX pouH. Byno 6 kpalile HaBecTH i pe3ybTaTH.

[Tix yac o3HallOMIIEHHS 3 pOOOTOK BUHMKIIH JIesIKi TUTAHHSI, HA SKi XOTIIOCH
O OTpUMAaTH BIJATIOBI/Ib:

I. YoMy aBTOp BHALIAE caMeé YOTHPM BIKOBI TIpyNHM /i OLIHKMA piBHs
r1iKO3aMiHOIIIKaHiB B ceyi?

2. ABTOp BHMIpIOBala aKTUBHICTH JAESIKMX JII30COMANbHUX (EPMEHTIB B
JeHKOUMTaX, a JEsIKMX — B Iula3Mi KpoBi. 3 4uMM wUe 1oB’s3aHO? SIKMM 4YMHOM
J130COMasIbHI (PepMEHTH NOTPAIISIOTECS B [1J1a3My KpOBi?

3. 3 uum Mmoxe OyTH NOB’s3aHe Tpaji€eHTHE TMOILIMPEHHS BHUBYAEMUX B
aMceprauiinii poboti Myrauii (puc. 4.2. i puc. 4.4)?

IIpore, sfIK BHUCHOBOK, CIiJ 3ayBaKWTH, LIO 3ayBa)K€HHS Ta I1OCTaBJIEHI
MATaHHS HE 3MEHIIYIOTh 3HAYYLIOCTI HaHOi poOOTH, sKa B LIJOMY, HOCHTb
3aKiHYeHUH XapakTep.

BianosianicTs Auceprauii BeranoB/ieHUM BUMOram. BucHOBOK.

Huceprauiitna po6ora Tpodimosoi Hatanii CepriiBuu «AHaniz 6ioxiMidHNX
Ta  MOJEKYISpPHO-T€HETHYHHX  3MIH B  POJAMHAX  BHCOKOIO  PH3HKY
MyKOMoJjicaxapuo3y 3 YKpaiHuy», peAcTaBlieHa Ha 3100y TTs HayKOBOTO CTYHEHS
KaHauaata OlosoriyHux Hayk 3a creuiansHictio 03.00.15 — reneruka, €
CaMOCTIHHOIO, 3aBEpPLIEHOK) HAYKOBO-JAOC/iIHOK po0OTOK. BOHA MICTHUTH HOBI
NaHi, 10 CTOCYIOTHCS OCOOIMBOCTEH GIOXIMIYHMX Ta MOJEKYISPHO-TeHETHYHHUX
3MiH B POJIMHaX BUCOKOTO PH3UKY MYKOIOJIicCaxapuuo3y B yKpaiHChKiii MOITYJISILLT.
Pobora mae He numine HaykoBe, alle W NpakTHMYHE 3HAYEHHS, OCKIJIbKA B Hiii
3alIPOMIOHOBAHO  &IFOPUTMH  Juis  Olnbll  edeKTUBHOI  JiarHOCTHKH

MYKOIIOJIicaXapH/103y Pi3HUX THIIIB cepeji HaceleHHs Y KpaiHu.
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3a aKTyaJbHICTIO, HOBU3HOK OTPUMAHUX pe3yJIbTaTiB, iX TEOPETUYHOIO Ta
MPaKTUYHOK 3HAYUMICTIO, TIIMOMHOIO y3arajbHeHb Ta BMCHOBKIB, a TakoX 3a
TEXHIYHUM 0(OPMJIEHHSM Npe/ICTaBleHa Jucepralliiina podora y nNoBHOMY o0cs3i
Bianosijzae Bumoram «llopsaky npucyIpkeHHs HayKOBHUX CTYMEHIB 1 MPUCBOEHHS
BYEHOIO 3BaHHS CTaplIOr0 HAyKOBOTO  CHiBpOOITHHMKa», 3aTBEPIAKEHOIO
nocranoBoro KaGinety MinictpiB Ykpainu Ne 567 Bix 24.07.2013 poky, a ii aBTOp,
6e3 CyMHIBY, 3acilyroBy€ TMpHUCY/DKEHHS HAyKOBOIO CTYIEHS KaHAuJara

GiomoriuHux Hayk 3a cnenianbHicTio 03.00.15 — reneruka.

OdiuiiHui OTIOHEHT -

MPOBiTHUI HAYKOBUH CIiBPOOITHUK
Biairy iMmyHoJ0rii Ta Gioximii

JY «HauioHanbH1I HayKOBHUI LIEHTP

«InctutyT Kapaionorii im. M.JI.Ctpakecka» /
»’ ey

HAMH VYkpaiuu, . <

JIOKTOP 610n0r1qﬁn)¢5ﬁgyk npo(pecqg)‘_* ( y.
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O.b. Kyumenko
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