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pPaKoBUX KJITHH in Vitro. bibiiie TOro, OCTIKSHHS B KCCHOTPAHCIUIAHTATAX MUIIICH MTOKa3alH, 1110 JIKyBaHHS MOHO-
KJIOHAJIbHUMH aHTHUTIIaM# TIpoTh S 1P Morke CITOBUTBHUTH picT MyXauHU[6].

Tammii ensuM, riepaminkinasa (CerK), mepetBoproe iepamin Ha nepamin-1-pocdar (C1P) [7]. byno nokazano, 1mo
CI1P crumymoe cunte3 JIHK Ta iHriOye iHayKiito arnonto3y yepe3 akTuaiito Gocdomninazu A2 ta 30i1blIeHHS BUPOO-
HUIITBA apaxioHOBOoI kuciotu. Y noennanHi 3 S1P, C1P ctumymtoe yrBopeHHs npocTarnanuny E2, skuii € KIrouoBUM
PETYIATOPOM ITyXJIMHHOI porpecii yepes3 MiATPUMKY XPOHIYHOTO 3aItajeHHs.

Coinroninigauii peocTar BU3HAYAETHCS K OaTaHC MIXK, 30KpeMa, IPOAITONTHYHUMH LEepaMizioM 1 ciHro3nHOM,
ta nporpoinideparuBanmu C1P 1 S1P: Bucokwmii piBeHb iepaMiy — arnonrto3, KIITHHHUHN CTpec, BUCOKHi piBeHb S1P —
BW)KMBaHHS KIIITHH, TIpoJtidepartis.

[Ipu po3BHUTKY paKy 4acTo CIOCTEpiraeThCs ImiiBUIeHa akTuBHICTh (pepmenTiB CerK, niepaminasz, sMase Ta SPHK 1
1 -2, SIKi MOTEHIIHO MOXYTh OyTH GioMapkepaMu myxiauH[8].

BuCHOBKH: Y KOHTEKCTI OHKOJIOTIi «c(iHTOMIMIIHNI peocTary 4acTo 3MINLYEThCS Ha KOPHCTh BHKHBAHHS Ta He-
KOHTPOJIbOBAHOI'O POCTY PakoBUX KIITHH. Monynauis aktuBHocTi SPHK, Tpancnoptepis S1P a6o S1PR moxe ctatu
OCHOBOIO JIJIl CTBOPEHHS BUCOKOCTIELM(IYHUX MpernapaTiB, CIPSIMOBAHUX Ha OJIOKyBaHHs MyXJIMHHOTO pocTy. Kpim
TOTO, IHTErpallisi BajaiIoBaHUX CQIHTOMIMIAHUX OlOMapKepiB 3 ICHYIOYMMHU METOJaMU CKPHHIHTY Iiie OlNIbIIe MiABH-
KT e(DEKTUBHICTh TIarHOCTHKH Ta Teparlii OHKOXBOPHX.

Karouosi ciioBa: coinronininy, nepamiza, cinrosun-1-docdar, chinrosnHkinaza, pak.
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AxkryanbHicTh: Cunnpom bayma (BS) — opdannmii renozepmaros abo BpopKeHa TelleaHTieKTaTHYHA epUTEeMa,
10 XapaKTePH3YEThCSl TCHOMHOIO HECTAOUTBHICTIO Ta CXMIIBHICTIO JI0 PO3BUTKY PI3HUX BUIIB paKy. SHMKCHHS SKOCTI
JKUTTS MIOYMHAETHCS 3 PAHHBOTO BIKY, B Mipy PO3BHUTKY cHHIpoMy. Peectp BS namiuye 294 nauienra (2024 p.) [1,2].
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Myrtauii reny BLM (matoreHeTHYHOT IPHYMHN) YaCTO 3yCTPIYAIOTHCS cepell €BPEiicbKOro HaceJIeHHs amkeHasi (25%
ypakeHuX JroAed y BChOMy CBITi) [2]. 3HayHa yacTHHA MOMYJALIi alIKeHa3i iCTOPUYHO € BUXOIISIMU 3 TEPUTOPIH
[onpmi Ta Ykpainu [3,4], onHak gaHi Ipo HasBHICTH HauieHTIiB 3 BS B Ykpaini BiacytHi. [Ipote, ckpuHiHT Ha Oe3cHMII-
TOMHE HOCIHHSI MyTOBaHOTO Te€Ha JJOCTYITHUM B HAlIii fepxaBi. MolekynspHi MeXaHi3MH HEIOCTaTHLO OOTPYHTOBAHI,
HEBIZIOMa B3a€MOJIisi MyTOBaHOTO HPOTEIHY.

MeTta po6OTH: TOCTIIUTH T CUCTEMATH3yBaTH CyYacHi HAYKOBI JOCIIKSHHS MOJICKYJIIPHUX OCHOB BUHUKHEHHS
cuHgpoMy biayma.

MeTonu AocaiIKeHHsI: aHAII3 HAYKOBOI JTiTepaTypH, CHCTEMAaTH3allid Ta y3araJbHeHHS TaHUX 100 MOJICKYIIsp-
HUX OCHOB XBOPOOH.

3aBOaHHs: IPOBECTH JIITEPATYPHUH aHAIII3 cy4acHOi 0a3u JOCIIIKEHb MOJIEKYJIIPHUX OCHOB BUHUKHEHHS CHH-
npomy biayma. BuzHaunTH nepcreKTUBHI HANPSIMKU BUBYSHHS NMPOOJIEMHU Ta IMILIEMEHTAIll] HassBHUX HAYKOBUX 3HaHb
B YKpaiHi.

PesyabraTu: cunapom biayma (BpomkeHa Teneanriekraruuna epurema biryma-Toppe-Mauadeka) — ayToCOMHO-pe-
LIECUBHUI PO3JIaJI, IO XapaKTEPU3YETHCSI TEHOMHOIO HECTAOIIbHICTIO Ta CXWIBHICTIO JI0 OHKomarojorii. CHuHApOM
crpuvrHeHu MyTaiisMu B reHi BLM, 1o inaykye yrBopenns aHomanbHoi JIHK-renikasu. Jlokanizamis reny: 15q26.1.
OyHKILis: MPUTHIYEHHS KPOCHHIOBepY Mixk cecTpuHcbkumu xpoMaruaamu (SCE — sister chromatid exchanges) i po3zi-
JIeHHS 3’ €THaHb XOoJies B coMaTnuHuX KiituHax. MyrtoBauuii BLM 36inbirye SCE B 10 pa3iB Ta 3ano0irae BuasieH-
HIO 3’e1HaHb Xomiges. XpoMaTUAK CTalOTh OIOBKEHIUMH, CETMEHTOBAHUMH Ta 3aIUTyTaHUMH [5].

XpomocomHa HecTalIbHICTh (depe3 nopyiueHHs BiaHoBneHHst JJHK) Ta BiATBOpEHHS T€éHETUYHO MOUIKOHKEHUX
KIIITHH MOXXE TIPU3BECTH 10 paky. [IpuMiTHO, 1110 Taka HECTaOIbHICTh HE PU3BOJUTD JI0 MACOBOI 3aru0eni KITHH 1
JIETANbBHICTD Bif BS, HaBITh y paHHBOMY BIlli, € MEHIIIOIO aHIK 3a3BHYAN OMHUCYETHCS.

MosxnuBa npuunHa — OakrepianbHa SOS-1oni0Ha BIAMOBIAG (21BTEPHATUBHUIM 1IUISIX peKoMOiHallii, 6e3 anonTo-
3y). Myraitiiiti (peHOTHIH TO3BOJISIOTH JOBIIE BIYKUBATH, BOJHOUAC CTBOPIOIOUM 3HAYHUI OHKOTEHHUH MOTEHIa [S].

MoJiekyasipHUil IATOreHe3.

I'enomua crabinbHicTh minTpumyethes 3a yuacti RECQL (JHK-remikazu BLM, 6itok BS) [6,7]. Brpara dynkuiii
BLM nipu3BoaUTS 10 aHOMalIbHO BUCOKOT IIBUIKOCTI pexoMOiHarii Ta Mmytauii. ['enikasu RECQL poskpyuyrors AHK min
yac perutikaiii. BLM KpUTHYHO BaXXJIMBHI AJIst MEHOTHYHOTO KpocuHroBepy [6]. [eHomHi edextn myroBanux RECQL
BUKJIMKAIOTh HeperynboBane po3kpydysanns JJHK [1]. BLM cnpusie BupizanHio kiniiB HaruBHoi JIHK Ha panHbOMY
eTari iHimiamnii penapaiiii po3puBiB Ha OCHOBI TOMOJIOTIUHOT pekoMOinaiii 3 kommiekcom MRN i ek3onykieazamu [8].

BucHoOBOK: [iarHOCTHKA YNOBUIbHEHA uYepe3 HeCHeUU(IYHICTh KIIHIYHUX MPOsBiB. JOUITBHUM € 301IbIICHHS
0013HaHOCTI Ta HAacTOpOXkeHOCTI moao BS cepen mennunnx daxiBuiB. IlepcrneKTHBHEM € PO3BHTOK CKPHHIHTOBHX
METO/IIB JIJIsl BU3HAYEHHS Criel(ivHIX MeTa0OoITIB 13 MOJANBIIO peati3alliclo B paMKax HEOHATAILHOTO CKPUHIHTY.
B cBiTi HasiBHa 0a3a JOCIIKEHb Ta PEKOMEHIAIIIH, SKi MOTpeOyI0Th ajanTailii Hal[iOHATPHUMU [IEHTPAMHU KOHTPOITIO
3a TCHETHYHHMH 3aXBOPIOBAHHIMH.

Kuarouosi cnoBa: cunnpom binyma (BS), opdanna xBopoOa, TeneaHriekrarniyHa epurema, reH BLM, remikasza
RECQL, penapauis JJHK, SCE, pak.

Jliteparypa:

1. Hafsi W, Badri T, Rice AS. Bloom Syndrome. [Updated 2023 Jul 3]. In: StatPearls [Internet]. Treasure Island
(FL): StatPearls Publishing; 2024 Jan-. Available from: https://www.ncbi.nlm.nih.gov/books/NBK448138/

2. National Organization for Rare Disorders. (2024, February 27). Bloom Syndrome — Symptoms, causes,
treatment | NORD. https://rarediseases.org/rare-diseases/bloom-syndrome/

3. TloxomxenHs eBpeiB amkeHa3i — Ethnogenesis.UA. (2020, January 7). https://etnogenez.org/the-origin-of-the-
ashkenazi-jews/

4. Bopsx O.0. YKPATHA, JEPXXABA: €BPEI [Enexrponnuii pecypc] / Enmuxnonenis icropii Ykpainu: Yipai-
Ha—Ykpainmi. Ku. 1/ Penkon.: B. A. Cmoniii (ronosa) ta in. HAH Vkpainu. [actutyT icropii Ykpainu. — K.:
B-Bo «HaykoBa mymkay, 2018. — 608 c.. URL: http://www.history.org.ua/?termin=1.14. 5

5. Arora, H., Chacon, A., Choudhary, S., McLeod, M. P., Meshkov, L., Nouri, K., & Izakovic, J. (2014). Bloom
syndrome. International Journal of Dermatology, 53(7), 798—802. https://doi.org/10.1111/ijd.12408

6. Harami, G.M., Palinkas, J., Seol, Y. et al. The toposiomerase [Ilalpha-RMI1-RMI2 complex orients human
Bloom’s syndrome helicase for efficient disruption of D-loops. Nat Commun 13, 654 (2022). https://doi.
org/10.1038/s41467-022-28208-9

7. Langer K, Cunniff CM, Kucine N. Bloom Syndrome. 2006 Mar 22 [Updated 2023 Oct 12]. In: Adam MP,
Feldman J, Mirzaa GM, et al., editors. GeneReviews® [Internet]. Seattle (WA): University of Washington,
Seattle; 1993-2024. Available from: https://www.ncbi.nlm.nih.gov/books/NBK 1398/

Ukrainian scientific medical youth journal, 2025, Supplement 1 (153)

http://mmj.nmuofficial.com
96


http://mmj.nmuofficial.com
https://mmj.nmuofficial.com/index.php/journal
https://www.ncbi.nlm.nih.gov/books/NBK448138/
https://rarediseases.org/rare-diseases/bloom-syndrome/
https://etnogenez.org/the-origin-of-the-ashkenazi-jews/
https://etnogenez.org/the-origin-of-the-ashkenazi-jews/
https://doi.org/10.1111/ijd.12408
https://doi.org/10.1038/s41467-022-28208-9
https://doi.org/10.1038/s41467-022-28208-9
https://www.ncbi.nlm.nih.gov/books/NBK1398/

«MODERN MEDICINE:
A MOLECULAR APPROACH TO PATHOLOGY AND THERAPY»

February 20-21, 2025

8. Hodson, C., Low, J. K. K., Van Twest, S., Jones, S. E., Swuec, P., Murphy, V. J., Tsukada, K., Fawkes, M.,
Bythell-Douglas, R., Davies, A. A., Holien, J. K., O’Rourke, J. J., Parker, B. L., Glaser, A., Parker, M. W,
Mackay, J. P., Blackford, A. N., Costa, A., & Deans, A. J. (2022). Mechanism of Bloom syndrome complex
assembly required for double Holliday junction dissolution and genome stability. Proceedings of the National
Academy of Sciences of the United States of America, 119(6). https://doi.org/10.1073/pnas.2109093119
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B MEXAHI3MI BUHUKHEHHSA TA PO3BUTKY OHKOI'EHE3Y

Hazcopna 1. A.
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AKTya/JBHICTb: OHKOT€HE3 € OJHI€IO 3 MPOBITHUX NPUYUH CMEPTHOCTI B CcBiTi. He3Baxkaroun Ha 3HaUHHI Iporpec
y loro BUSBIIEHHI Ta JIiKyBaHHi, OCHOBHOIO NTPOOJIEMOIO JIMIIAETHCS TeHETUYHA HeCTaOlIbHICTh PAKOBUX KIIITHH, IO
CIIpHA€ IX arpeCUBHOMY POCTY Ta PE3UCTEHTHOCTI 10 Tepamii. [Ipsima pemapanis JJHK edextuBHO ycyBae myTauii,
3ano0irarouu KaHieporeHesy. BoHa 03Bojiste KIIITHHAM yCyBaTu ajKiTytodi MOMIKODKEHHS, IKi MOXKYTh IIPU3BECTH J10
TeHeTUYHOI HecTabiIbHOCTI Ta 3710sIKicHOT TpaHcopmarii. O-6-metunryanin-JJHK-metunrpancdepasa (MGMT) Bu-
KOHYE€ KITIOUOBY poJib B npsimiid perrapanii JTHK. 3apasaku akruBHocTi MGMT, KITITHHY YHUKAIOTh TOYKOBHX MYTAIlii,
a Bucokuil piseHb MGMT Moke 3aXWIIaTH KIITHHA MYXJIUH BiJ Aii alKUTyIO4MX XiMIiOTEpaneBTUYHHUX 3ac00iB, 110
CTBOPIOE TePaNeBTUYHUH BUKIIUK.

Meta pobotu: nocniautu poib O-6-merunryanin-JIHK-meruntpancepasu B MexaHi3Mi BAHUKHEHHS Ta PO3BHT-
Ky KaHIIepOreHesy, il 3HaYeHHs B NPOrPECyOUNX PaKOBUX KIITHHAX.

3aBaaHHs: IPOBECTH ONVIA Ta aHAJII3 CyYacHUX JITepaTypHHUX HayKOBHUX JKEepell 1100 MeXaHi3MiB O-6-MeTHiry-
aHiH-JIHK-metuntpancdepasu B MexaHi3Mi BAHUKHEHHs Ta PO3BUTKY KaHIIEpOTreHe3y, COpMYBaTH BUCHOBKHU.

MeTonu K0CTiAKeHHsI: HAyKOBUH MOLIYK Ta aHaNi3 JiTepaTypHUX JaHUX.

PesyabraTu: O-6-metunryanin-JJHK-metuntpancdepaza (MGMT) — ne BaxnuBuii ensum penapauii JJHK, mo
3an00irae OHKOTeHe3y, BUIIPaBiIsAioud O-6-MeTHUITyaHIHOBI HOIIKO/KEHHS. BiH € KpuTHYHNUM A7 30epekeHHs Liic-
HocTi reHa [1], ane y kimiTuHax myxJuH BUcokuit piBeHb MGMT Moxe BUCTyNaTH B SKOCTI iX 3axucHuKa. Toxx, MGMT
rpae MoJBiiHY poiib B OHKOTEHE31 Ta Tepartii.

IIpuunna myTanii. AJKiTyiodi areHTH — Iie pe40BUHHY, AKi MoaudikyroTs cTpykrypy JHK mumsixom npuenHaHHs
ANKUTLHUX TPYIT 0 a30TUCTHX OCHOB. O HUM i3 HaliHeOe3neuHimmx € yrBopeHHs: O-6-metmnryaniny (06-MeG), mo
BHHUKA€E BHACTIIOK BIUIMBY €HIOT€HHUX MeTa0oiTiB abo ex3oreHHnX KaHueporeHiB. Komm JJHK-monimepasa ctuka-
etbest 3 06-MeG mij yac perurikariii, To HOMHIKOBO 34HTY€ HOTO sK a/ieHiH (A), 110 IPU3BOIUTH JI0 HEMPAaBIILHOTO
cnapioBanas O6-MeG 3 tuminom (T) 3amicTe nmpaBuibHOTO criaproBanHs 3 1uTo3uHOM (C). Lle Bukmnkae G:C —
A:T TpaH3uIiio, SKa MOX€ TMPU3BOJUTH IO aKTHUBAIlil OHKOTeHIB a00 iHaKTHBAIlil TeHIB-CYNIPECOpiB IyXJHH, 10 €
MIePIIOYEProBOI0 MPUYMHOIO po3BUTKY paky [1]. OcHoBHOWO dyHKHieto MGMT € BunpasieHHs alKuUIBHUX aJIyKTiB
B O-6-no3umii ryaniny[2]. Ilpouec nounnaersed 3 posnisHanHa O6-MeG y IHK. [Jani MGMT 3B’s3y€eTbes 3 MOLIKO-
JDKEHOI0 OCHOBOIO, NIEPEHOCUTH AJIKiIbHY I'PYIy Ha IUCTETHOBHH 3aJHMIIOK 1 BiAHOBIIOE CTPYKTYpY I'yaHiHy, OTIM
IHAKTHBYETHCS 3a JOMOMOTOI0 YOIKBITHHOBOI cucteMu. Lle yHikaneHMiA nipornec, amke MGMT BigHosiroe JITHK 6e3
PO3pUBY JIAHLIIOTA.

Pisennb excnpecii MGMT BnimBae Ha BiacTuBocTi myxJuuu. HenocratHicTs excpecii MGMT npusBoauTs
JI0 MiJIBUILEHOI MyTareHHOCTI, IOPYLIEHHs Peryslii KIITUHHOTO LUKy Ta T'eTeporeHHocTi myxiaunu [3]. Boxxouac,
Bucokuil piseHb MGMT y myxXJIMHHUX KIITHHAaX 3axHIIae 1X BiJ alKUIbHUX XiIMIONpenapariB, IO YCKIAIHIOE JIKy-
BaHHs Ta crpusie ix BmwkuBaHHIO [4]. lani TCGA ((The Cancer Genome Atlas) cBiguarh, 110 HMOBIpHICTh TOYKOBHX
myTanii p53 i PTEN e Bumoro y myxiauHax 31 3HmkeHUM piBHeM MGMT uepes MeTuiIroBaHHA Horo mpomoropa [4].
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