BIAT'YK

odiriifHOro onoHeHTa Ha qucepTaliiiny podoty Tpodimooi Harani CepriiBHu
«AHAJII3 BIOXIMIYHUX TA MOJIEKYJISIPHO-TEHETUYHUX 3MIH
B POANMHAX BUCOKOI'O PU3UKY MYKOITIOJICAXAPHUJIO3Y 3
YKPATHW»,
110 TIpeJIcTaBeHa Ha 3100yTTs HAyKOBOI'O CTyIeHsl KaHauaaTa 6i0JI0riuHuX
Hayk 3a crietianbHicTio 03.00.15 — renetuka

Axmyanvnicme memu Oucepmayiiinoi pobomu ma ii 36°A30K 3
Haykoeow memamukoro. CporonHi B OioNoriyHUX Haykax i OloMeauIuHi
CIIOCTepIraeThesl 3HaYHe MiABUILIEHHS 1HTEepecy N0 BYIJIEBOJIB, y4acTh SIKUX B
6ioJIOTiYHUX Tpollecax TPUBAJIUN Yac 3JaBajach APYTOPSAHOI TOPIBHSIHO 3
MPOBIHOIO POJUTIO HYKJIETHOBUX KHCIOT 1 OinkiB. Pazom 3 TuM Bce Oinblie
NPUXUIBHUKIB 3HAXOIUTH TiloTe3a IIIKOKOAYy — iH(opMaliiHOI cucTeMu, 110
IpallO€ Ha OCHOBI BYTJIEBOJIB 1 1X MOXIJHUX, SIKYy PO3IIIANAIOTH SK JOJATKOBY
1o resetryHoro koxy (Cubipna H.O. i cmiBas., 2015). CuHTe3 ByIJIeBOIIB HE €
MaTPUYHUM IIPOLIECOM 1 BUMarae ydacti 0aratbox (epMeHTIB i MeMOpaHHMX
TpaHcmopTepiB. [lopylieHHs BHAcHiIOK MyTalil Ti€i YW iHIIOI JJAHKU IbOTO
CKJIaTHOTO 06araTOCTyNeHeBOro Kackaay OiOXiIMIYHUX peakiiiii Mo)Ke MpU3BECTH
10 TATOJNIOTIYHUX  HACHIAKIB, 10 1 CIIOCTEepIraeTbcss y  BUOAAKY
mykonoicaxapuno3y (MIIC) — rereporeHHoi rpynu piakicHUX (OpdaHHUX)
cnaakoBuXx MerabomiyHux 3axBoproBaHb. MIIC xapakrepu3yeTbcss BEIUKHM
PI3HOMAHITTSIM TMpOsBIB, IO CBi4aTh PO 3AJIy4eHHS [0 MAaTOJIOIIYHOIO
TPOLECY Pi3HUX OPraHiB Ta CUCTEM — LEHTPAIbHOI HEPBOBOI, ONIOPHO-PYXOBOT 1
CeplLeBO-CyIUHHOI. 3aXBOPIOBaHHS HAJEXWUTh JO JII30COMHUX XBOpPOO
Hakonu4eHHs. Ha GioxiMiuHOMY piBHI Moka3zaHo, 10 AedekTHuil ctaH Oyab-
SIKOTO 3 BIIOMHUX JII30COMHHUX Ti/IpoJia3, 3aJly4eHUX y MOCIiJOBHE PO3ILEIICHHS
riniko3amiHorimikadiB  (I'AI') npu3BoguTh [0 HAKONMWYEHHS aHOMAaJIbHUX
BYIJIEBOAIB B  Jli30cOMax KIITHUH 1 MOPYWIEHHIO iX HOPMaJbHOIO
TpaHCIOpTyBaHHs. [IposiBU wi€l maTosiorii, As sIKOl XapakTepHUM € 3HaYHUM
KIiHIYHAA TomiMopdi3M, AOCTIIKYIOTHCS AaBHO 1 IMIOCTPYIOTh BaXKJIMBICTb
HOpMaJIbHOTO Tepebiry Metabounizmy riikozaminoriikaniB ([TAD') nns 3q0poB’s
JIOOUHY, 0 Mae (QyHAaMeHTaldbHe 3arajibHO OiojioriyHe 3Ha4yeHHs. PazoMm 3
TUM TEeHEeTUYHUH acreKT npoOieMH — BUSIBICHHS MyTallid, siki BU3HA4alOTh
neBHUHN OioXiMiuHUHN NedeKT 1 JaroTh MiACTaBH meHTmbncyBaTH onuH 3 7 TUIIB
MIIC, Bumarae OUTBII [ETAJIBHUX MAOCTIKEHb 1 € OCHOBOIO BHCOKOL
aKTyaJIbHOCTI AucepTaiiiiHoi pobGoTu. Lleli acmekT € Takox IeperyMOBOIO
pPO3pOOKH OiNBII TOYHOrO, MOPIBHSHO 3 ICHYIOUHMMH, alTOPUTMY PaHHBOL
JIarHOCTHKHU 1 MPU3HAa4YeHHs BIAMOBiIHOI Teparii, eheKTUBHICTh SIKOT 3HAYHOIO
MipOIO 3aJIe)KUTh BiJI aieKBaTHOro BctaHOBIeHHs TUIy MIIC.

PoGora moB’s3aHa 3 TEMAaTHKOK HAyKOBUX JOCHIIKEeHb BiIALTY
reHeTuyHoi pgiarHOcTUKA JIY "IHCTUTYT reHeTH4HOI Ta pereHepaTUBHOL
veauian HAMH VYkpainn" «OuiHka poJii TeHeTUYHUX, eIireHeTHYHUX Ta
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CEpENOBHIHUX (aKTOpPiB y popMyBaHHi Ta nepebiry Aesskux BHIIB CIaIKOBOI
natoJiorii» Ta «OuiHKa poii reHeTHYHHX ¢axropiB y dhopmyBanHi Ta nepeoiry
JII30COMHHX XBOPOO HAKOIWYEHHS IS onTuMiauii KiiniuHOT i naboparopHoi
AIarHOCTHMKHM LIUX 3aXBOPIOBAHb.

Ha ocHoBi rmmGokoro BuBueHHs CTaHy IMTaHHSA 3 OOpaHOI TeMaTHUKH
AUCEPTaHTKa YiTKO copMyImoBaia MeTy poGoTH, ska CTOCyBajlaCh BU3HAYEHHS
OI0XiIMIYHMX Ta MOJIEKYIAPHO-TeHETHIHMX XapaKTepUCTHK B POJUHAX BUCOKOTO
PU3HKY MyKONoOJicaxapuaosy B VYkpaiHi, 1is miaBHIeHHs e(pEeKTHUBHOCTI
PaHHBOI nmiarHocTHKH. Binmosizao cimM  3aBnams Oynu copsMoBaHi Ha
MOCSATHEHHS ITIOCTaBIIEHOI METH.

HaykoBa HoBu3Ha onepixanux Pe3y/IbTaTiB II0/IATa€ B TOMy, 1O BIepIie
JUIA TIALUEHTIB 3 YKpaiHW, WO CTPaKialoTh Ha MIIC, noennano pesymbratn
OIOXIMIYHMX JOCIiIKEHb 3 BU3HAYEHHSM 4YaCTOTH | CIEKTPY BiATOBIZHUX
IICPBHHHUX T€HETUYHUX Ne(eKTiB, Ha 0a3i SKMX NaHA MATOIOLs BUHUKaE, i
ON€PXKAaHO KPHUTEPIi U1l paHHBOT i TOYHOJ 1iarHOCTHK.

Ha moneni nsox Hait6inbm TIOIIMPEHUX 3aXBOpPIOBaHb 3 rpymu MIIC
(MIIC I i MIIC IIIA), AJIBTCPHATUBHUX LIOAO MPOSBIB  KJIIHIYHOrO
noimMopdisMy, Briepiue onepKaHo ACTabHY iH(OPMALIO PO MOJEKYISIpHO-
TCHETUIHY XapaKTEPUCTHKY YKpaiHChKMX mauientiB 3 MIIC I i MIIC IIIA.
BusiBiieHo Tpu pawiiue He onmcani Micenc-3aminu B reni JDUA (komye pepmeHT
a-L-imyponinasy) i Busmaueno XapakTep iX BIUIMBY Ha (DEHOTHI MAaLli€HTa:
3aMiHa, Mo3HayeHa sk p.N372S, TIPU3BOANIIA /10 TSAXKKOI XBOPOOHM — CHHAPOMY
I'ypnep; myrtauis p.S633* B FOMOSHIOTHOMY CTaHI MpPOSBIAISACH K CHHAPOM
I'ypnep/llleie, a samina p.Q563P acomiroBanace 3 GopMyBaHHsAM Nerkoro
(enorumny — cungpomy Illeite. AHAJIOTI4YHO 3HaliIeHO HOBi MyTallii TaKoX remi
SGSH (xonye renapai—N—cynbgartazy).

BusiBnenHss HOBMX MyrTariii B FOMO3UI'OTHOMY CTaHi € CBiJYEHHSM IX
TIOIMPCHHA caMe B JOCHIDKyBaHiH momynsmii. EneMeHTH HOBHM3HM |
AIarHOCTHYHE 3HAYEHHS MAaloTh TAKOXK Pe3ylbTaTd METOAMYHHMX PO3POOOK,
CIIPAMOBAaHUX Ha BU3HAYEHHs MEXi BIKOBHMX 3Ha4YeHb [OKA3HHKIB piBus ['AT" ta
aKTUBHOCTI BiAMOBIIHUX Ti30COMHHX (epMeHTIB 1St 370pOBUX 0OCI6, a TAKOXK
xBopux Ha MIIC i uneHiB ix poauH.

Ilpakmuune 3nauenns oodepiicanux  pesynvmamis. EdextusHicTs
Cy4aCHOro JIKyBaHHS mauieHTiB 3 MIIC Belukoo MIpOIO 3aJIeXkUTh Bij
IPaBUJIBHOI IneHTUIKALiT 3MiH MONMeKyIspHOT CTPYKTYpPH I'€HiB, acolilfioBaHHX
3 (EeHOTHIOBMM mposIBOM i XapaKTepoM mepebiry 3axBOproBaHHsS. B
muceprauiinin po6ori H. C. Tpodimosoi po3pobiieHo cucreMy minxomis s
PaHHBOI 1 TOYHOI HIArHOCTHKH, a TAKOX YiTKO OKpEeCJICHO KpuTepii I1omo
IHTeprpeTanii pesynbTaTiB Ha KOXXHOMY eTami OOCTeXeHHsS maIlieHTiB. VY
BUIIAIKYy OKpeMHX (OpM 3aXBOPIOBAHHS (30kpema, MIIC 1) BusHaueHHs
BIANOBITHOTO TEHOTHITY [a€ MOMIIHBICTS a[IeKBaTHO BHM3HAYaTH TaKTHUKY
nikyBaHHA. OpmepXaHa B XOAi BHKOHAHHS JocnikeHHs iHpopMmalist €
KOPHCHOIO JUIsl MPOBEASHHS NPOQiNaKTHYHOT poGOTH I MeIUKO-FeHeTHYHOro
KOHCYJIIbTYBaHHS B poauHax, o0TsoxeHux MIIC.



OnepkaHi aBTOPOM pe3ylbTaTH BIPOBa/KEHO B pobory LleHTpy
ophaHHux 3axBoproBaHb Ta CremianizoBaHOTO0 MEIUKO-TeHETHYHOIO LEHTPY
HJACJT «OXMATIWUT» MO3 VYkpaiHu, perioHalbHUX MEIUKO-TeHETHYHUX
LEHTPiB, BHUKOPUCTOBYIOTHCS B IIArOTOBII KBanidikoBaHMX KaipiB Ha Oasi
xadeapy Menu4Hoi Ta naboparoproi reeTuku HMAIIO imeni IT.JL.IIynuxa.

Cmyninb 06IpyHmMOSAHOCMI HAYKOGUX NOJI0JCEHb, GUCHOGKIG Ma
pexomendauii. Jlucepranis Jlucepralis Mae THIIOBY CTPYKTYpy, BUKJIaJleHa Ha
167 cropiHKax J[ApYKOBaHOrO TeKCTy, imoctpoBaHa 45 pucynkamu i 30
tabmuusaMu. CIIMCOK BHKOPHCTAHUX JDKepesn MICTUTh 291 mocuiaHHs, cepen
SKUX JIOCTATHHO IpeCTaBieHi poOOTH OCTaHHIX POKiB.

IIpencraBnenuit y posmini 1 mitepaTypHu#l ornsn, mo obiiimae 24
CTOpIHKM, € 3MICTOBHHM 1 [EMOHCTpYE€ BHUCOKHH piBeHb TEOPETHIHOI
MiZATOTOBKH JMCEPTAHTKH, ajie JEell0 IepeBaHTaXeHUuH iHpopMalier o010
eriomorii i marorenesy pisHux mnposiBiB MIIC. 3aximroyHuil migpo3ain —
«ITpobnemu mudepeHIiHHOI AiarHOCTAKH MYyKOIIOJlicaXapH103iB, CKJIaJHOCTI B
IOCTAHOBLI JiarHo3y» € OOIPYHTYBaHHSM OOpaHOi TeMH i BU3HA4Yae KOJO
MUTaHb, IEPCIEKTUBHUX IS MOJAIBIIONO JOCIIIKEHHS

Cy4acHMIl METOOMYHMH piBeHb POOOTH, MPEACTaBIEHHH y po3aim 2,
3a0e3Me4YeH0 MOEIHAHHIM OiOXIMIYHMX METO[iB, SIKI CTOCYIOThCS BHU3HAYEHHS
piBHs exckpewii ['Al" i akTHBHOCTI J1i30COMHHX (h)ePMEHTIB, 110 Bi/NOBIIAIOTH 32 IX
JlerpaaLlito, i KIFYOBHX MeTOAiB MoneKysipHoi renetrku: Buainenns J[HK, TUIP,
BU3HAueHHs MoiMopdi3My TOBKUHH pecTpukiiitHux ¢parmentis (ITIP®D), npsme
aBTOMaTUuYHe CHKBeHyBaHHs 3a CeHrepoM, BUKOPHCTaHHsS 010iH(GOpPMaTHYHHX
pecypciB Ta 6a3 gaHuX. Pe3ysbTaTi CynpoBOIKYIOTECS CTATUCTHYHMM aHATI30M 1
iX BHCOKa SIKICTh HE BHKIIMKAa€ CyMHiBY. JleTaibHe BHKIAJE€HHS METOAMYHOIO
MaTepialy € O6e3yMOBHHM CBiJYEHHSM OCOOMCTOI y4acTi IucepTaHTa y
BUKOHAHHI €KCIIEPUMEHTIB.

ExcrepuMeHTanbHa yacThHa (po3ain 3) HacuyeHa MarepianoM i Jo0pe
MPOiTIOCTPOBaHA TaGNHUISMH | pHCyHKaMu. BoHa CKiaJaeThes 3 TPHOX PO3ALIIB,
SKi JIOTIYHO 1 MOCHIZOBHO BiZOOPaXKarOTh CTPATEril0 BUPILIEHHS 3aBJIaHb
nucepraliitHoi po6otu. Ha nepuromy etami (miaposzin 3.1) HeobxinHo Oyiio Ha
GioxiMiuHOMy piBHI OXapakTepusyBaTH 0COOIMBOCTI Oionoriunoi Bapiaii
3HayeHb piBHA Tiiko3aminormikaHiB (AI') B nefikonmurax Ta Giomori4HuX
pimuaax y nauientiB 3 MIIC Ta wieHiB 1X POAMH i HOPIBHATH 3 BiIIOBIAHUM
KOHTpPOJIEM — TpEeACTABHUKAMH HaceleHHS YKpaiHM pPI3HMX BIKOBUX TIpYII.
AHanoriyHe HOCTIIKEHHS CTOCYBalOCh AKTUBHOCTI JII30COMHHUX TiJpojas,
3ay4eHUX y MociigoBHe posuerienHs ['Al'. YeninHe BUPILIEHHS IUX 3aBIaHb
ZIO3BOJIMJIMIIO BU3HAYMTU MexXi OGiojoriynoi Bapialii ocHOBHUX OiomapkepiB
MIIC y nauienTiB 3 YKpaiHu i BCTAaHOBUTH X BiIMiHHOCTi BiJl aHAJOTIYHHUX
TIOKa3HUKIB Ul TPEACTaBHUKIB [esKUX iHIMX KpaiH. B pesymprari Oyno
3aMPONIOHOBAHO KOMIUIEKCHHM alropuT™M 0i0XiMiYHOro 0OCTeXeHHs Oci0 mpu
migo3pi Ha MIIC, 3parHuii 3a0e3neuuTH Oinblly e(QEKTUBHICTH PaHHBOI
nudepeHIiabHOl JiarHOCTUKU Li€i Tpymu 3axBoproBaHb. HacTymHuit etan
(migpo3minu 3.2 i 3.3) [PUCBSIYEHO OPHIiHANBHUM  JIOCIIIDKEHHSM
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MOJIEKY/ISPHO-T€HeTHIHUX 0COoOIMBOCTeH notmpernx B Ykpaini popm MIIC-I
tuny i MIIC-IIIA Tumy, mo 6a3yBanuich Ha BU3HAY€HHi CTIEKTpa MyTallill B reHi
IDUA Ta reni SGSH HaiicyrreBium pe3ysibTaToM Oyso BHUSBIEHHS TPHOX
MmiceHc-3amin B reni /DUA, a Takox TphoXx nepeOynoB B reni SGSH, ski He
yBifimm g0 Bimomoi 6a3u ganux HGMD, i Gynu ommcaHi aBTOpOM BHepIIe.
LlikaBo, IO 3a CIIEKTPOM MEBHHMX MaXopHHX MyTauiii mamientu 3 MIIC, ski
NMPOXKHUBAIOTh B PI3HMX KpaiHax €BPONH MOXYTh iCTOTHO  BiJPI3HATHCH.
30KpeMa, aBTOPOM BCTAHOBIEHO, IO YacToTa MaxopHOi MyTtaumii Q70%* 'y
narienTiB 3 MIIC 1 B Vkpaini € HalONIMK40I0 JO aHAIOTIYHOIO MOKa3HHUKA Y
[Tonpi.

I[TpoBefieHi peTeNbHi TOCIiKEHHS T03BOJIAIOTh 3pOOUTH O0TPyHTOBaHHH
BHCHOBOK, IO B CYYacHHX yMOBAaX MOJIEKYJSIDHO-T€HETHYHE OOCTEKEHHs €
a6CONMIOTHO HeoOXimHUM eTanoM mis audepenuianii kiiHiuHX hopm MIIC i
NpHU3HAYEHHs BigMOBigHOrO JNiKyBaHHs. L{i 3axonu y noeIHaHHi 3 010XIMIYHUMH
TecTaMH 3/aTHI 3HAYHO MOKPAIIUTH SKICTh 1 MOJAOBXHUTU CTPOKH JKUTTS XBOPHX
Ha MIIC i cBO€4acHO HAJaTH KOHCYJIbTaTHBHY JONOMOTY OOTSIKEHMM LIMMHU
NaTOJIOTISIMU POJAHHAM.

V posmini 4, MpUCBAYEHOMY aHali3y Ta y3arajbHEHHIO OTPUMaHUX
pe3yJIbTaTiB, MaTepiaiu JUCEePTaLiitHOrO IOCIIIIDKEHHS JIOKJIATHO
KOMEHTYIOThCS BiINOBIJHO 0 BiJOMHX JaHHX JiTepaTypH. Po3ain nomoBHEHO
TaGIMLAMH 1 MPOLTIOCTPOBAHO CXeMaMH, SIKI YITKO y3arajbHIOIOTh aJIrOPUTMH,
po3po6iieHi aBTOPOM isi 00CTEXEeHHs XBOPHUX 3 Mino3poro Ha MIIC.

O3HalioMneHHs 3 pe3ybrataMu auceprauiiinoi po6otu Tpodimosoi H.C.
N03BOJISIE JIMTH BHMCHOBKY, IO €KCIIEPUMEHTAJIbHUN Marepial OTPHUMaHO
aBTOpoM ocobucto abo mpu OGesmocepenHiit ydacrti. [locmiau mocraBieHo
KOPEKTHO, a pe3yJbTaTH IPOAHANi30BaHO 3a JONOMOIOK  BiIMOBIIHHX
CTaTUCTHYHUX [IPOrpam.

BHCHOBKH NpHBEIEHO y BiAMOBIAHICTH [0 METH i 3aBJaHb AMCEpTaLii.
BoHu 06rpyHTOBaHI 1 LIJIKOM BiJOOpa)kaloTh OCHOBHUH 3MiCT POOOTH.

IMosnoma  GUKNA0EHHA  OCHOGHUX  Pe3yibmamié  OOCAIONCEHHA.
Marepianu aucepraiii HOBHICTIO BUCBITIEH] Y ()axOBUX JAPYKOBaHMX BHIAHHSIX.
3a Temoro aucepTalii omy6ikoBaHo 13 HayKoBHX poOiT, y TOMY YHCII — IT’STh
craTeit y BumanHsx, pekomennoBanux MOH VYkpainu. Cepen Hux 3 craTTi
HAJPYKOBAaHO B KypHali, IO BXOAMUTH 10 HAYKOMETPHYHOI 0asu NaHUX.
Pe3ynbTaTu JOCIIIKEHHs JOTOBiIAIMCh HA 7 MpPEeICTABHUIIBKUX MDKHAPOJHHUX
Ta BITYM3HSHUX HayKOBUX (opymax.

Bionogionicme asmopegpepamy 3micmy Oucepmauii. Marepianu
JUcepTaliitHol po6OTH afeKBaTHO IpeJCTaBlIeHO B aBTOopedepari. Jluceprauis
Ta aBropedeparT HaNKMCaHi B aKaJeMiYHOMY CTHII 1 JIEFKO CIPUAMAIOTHCS.
3ayearcennsa no smicmy ma ogopmnennio oucepmauii. Jluceprauis nobpe
odopmieHa 1 TPUHIUIIOBUX 3ayBakeHb He BHMKIHMKae. Pasom 3 Tum, 10
AMcepTaLiifHOl pOOOTH BUHUKIIM HACTYIIHI 3ayBaXKEHHS:

1. TTorpeGye KOMEHTapiB BXXUBaHHS TePMiHa «ETHIYHA IPyNa» B TEKCTI 1 B
Ha3Bax JEesIKUX TaOIULIb.



2. HemomikoM € Te, IO OpUTiHAJbHI PO3POOKU aBTOpa HE 3aKpiIlIeHO
TIATEHTOM.

3. B po6oTi 3ycTpivatoThCs HeBali BUPA3H i TEXHIYHI TIOMUIIKH.

HaBesieHi 3ayBaXK€HHs JXOJHMM 4YHMHOM HE BIUIMBAlOTh Ha 3arajibHy
BHMCOKY OLIIHKY pO3[JISIHYTOI AUCepTalliiiHOi pOOOTH.

Bucnogok npo 6ionogionicms 6cmaHo61eHUM 6umMo2am. BpaxoByloun
BeJIMKUI 06°€M €KCIepUMEHTAIBHOrO0 Marepialy, 3acTOCYBaHHs CyYacHHUX
aleKBaTHUX METOMIB JOCIIPKEHHsI, HayKOBY HOBU3HY 1 NpaKTHYHE 3HAYEHHS
OIep)KAHMX pe3yJbTaTiB BBaxawo, wo aucepranis Tpodimosoi Harai
CepriiBuu «AHani3 GiOXiMIYHHX Ta MOJIEKYJISPHO-T€HETUYHUX 3MiH B POAMHAX
BHUCOKOTO PM3UKy MYyKOINOJicaxapuao3y 3 YKpaiHW» € LUTICHOK 3aBepIICHOIO
HAyKOBOIO Mpalelo, sika IOBHICTIO BiANOBifa€ BMUMOram 1. 11 YMHHOTO
“ITopsinKy HpHCYIKEHHsS HAayKOBHX CTYIEHiB”, 3aTBep/keHoro IloctaHoBoOIO
Ka6inery MinictpiB Vkpainu Bix 24 numas 2013 p. Ne56 , w10 npej’ sBIsIIOThCS
0 KaHIUJATCHKMX JHcepTaliif, a ii aBTOp 3aclyroBy€ Ha NPUCYDKEHHS
HAyKOBOT'O CTyIEHs KaHAuIaTa GiomoriyHMX Hayk 3a cremiansHicTio 03.00.15 —
reHeTHKa.

OdiniitHuii ONOHEHT,
CTapINii HAyKOBUH CIIBPOOITHUK
Bi iy GiKoBOI iHXeHepii Ta GioiHpopMaTHKH
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