B TANHWTE HA TEHOMA
YoBewkuam zenomen
npoekm - 3HaueHue
u nocmukenug

HOecucnaBa HeweBa

LI1poekmom 3a yoBewkusa zeHom” (Human Genome Project - HGP) 6e egHo
om HaU-ambuuuo3Hume HayuHaHuA om kpas Ha MuHanus Bek, a gHec Beue
MoXe ga ce cMama 3a egHO om Hal-zoneMume nocmurkeHusi B ucmopusima
Ha Haykama. CmapmupaH npe3 1990 2., uau 37 20guHu creg omkpuBaHemo
Ha cmpykmypama Ha OHK, mosu npoekm cnomaza 3a paszagaBaHemo Ha 20-
AfIMa Yacm om MexaHusMume Ha HacrnegcmBeHocmma. 3HakoBomo My noc-
murkeHue e 2eHepupaHemo Ha nopBama nocregoBamenHocm om yYoBewkus
2eHoM. Tol npegocmaBu ¢pyHgameHmManHa uHdpopmauus 3a YoBewkama 2eHe-
muyHa cmpykmypa, yckopu usyyaBaHemo Ha yoBewkama 6uonozus u nogo-
6pu MeguuuHckama npakmuka. Pasbupa ce, uscregBaHemo Ha voBewkama
OHK npogonkaBa - ¢ omkpuBaHe Ha HoBu, Hepaskpumu ¢yHkuuoHanHO u
cmpykmypHO palioHU om Hesl.

A emo Hakpamko u ucmopusima Ha mo3su
npoekm. B kpas Ha XX Bek mexkgyHapogHa
Mpeka om 2eHemuuu ce obeguHsBa om
ugesma ga cekBeHupa usnama uoBewka
OHK. ToBa e gpv3ko HauyuHaHue, He camo
3awomo e nuoHepcko geno, a kamo ce uma
npegBug u kakvB konocaneH obem zeHemu-
YeH Mamepuan e mpsabBano ga ce pasueme.
TozaBa e 6uno uzBecmHo, ye gBolHama Be-
puza Ha OHK 8 Hawume knemku cobgopka
npubAusumeAHO mpu MuAuapda gBoulku
6asu, 4yusmo nocregoBamenHocm, ako ce
pasanega kamo mekcm, we 3anbAHU cmo-
muuu kHuzu. B Hayanomo Ha cBosma pa-
6oma ekunom e moxken ga npouuma OHK
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nocaegoBamenHocm om Hsakonko 6a3u, creg
koemo e mpsa6Baro ga cenobaBam ¢paz-
MeHmume - NnOgoBHO Ha nv3ea, kamo ce
mopceau egHakBu kpauwa, koumo ce npu-
nokpuBam. Huwo 4ygHo, Ye masu 3agaya e
OmHeAa 20guHu!

Mpe3 2000 2. Beue ce 06585s8a, ue e 3aBvp-
weH nbpBusm eman om pasyumaHemo Ha
yoBewkus 2eHoM, HO Bce owe goau yyac-
mobuu om Bepuzama ocmaBanu Heu3Becm-
Hu. A camomo canobsaBaHe Ha nopeguuama
om manku napyema ce okasano HaucmuHa
croXkHO. Yacm om Hawlume 2eHU cbwecmBy-
B8am kamo MHokecmBo noumu ugeHmu4YHU
konus, koumo noHsikoza usnoAHABam pas-
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AuvHU ¢yHkuuu. Opyau konus - usBecmHu
kamo nceBgozeHu - ca geakmuBupaHu om
Mymauuu. A 2eHume cocmaBaaBam camo
Manvk npoueHm om 2eHoma. OcmaHaromo
MoXe ga 6voge owe no-obvpkBawo. foaama
Yacm om 2eHoMa ce cbcmou om Bupycono-
go6HU yyacmbuu om OHK, koumo cowecm-
ByBam go 20namMa cmeneH, 3a ga HanpaBam
HoBu konus 3a HOBume BupycHU Yacmuuu
UAu 3a ga ce BmbkHam omHoBo Hskoge 8
2eHoMa.

Bce nak pabomama HanpegBana. YueHu-
me NOCMOAHHO ycbBbpweHcmBaau memo-
gume cu Ha paboma u ycnsaBaau ga cekBe-
Hupam Bce no-20nAMa Yacm om 2eHOMa.
MogobpsaBan ce kakmo copmyepbm, maka
u Mowma Ha komnlompume, ¢ koimo ce
c2nobaBanu Bce no-zonemu ppazmeHmu. lMe-
puoguyHO ce 06HOBaABan pepepeHmHuaM
yoBewku eeHom, koumo npegcmaBasBa ak-
myaneH BapuaHm Ha pasyemeHama go Mo-
MeHma 4vacm. brazogapeHue Ha mo3u pe-
depeHmeH 2eHoMm, cpaBHaBalku npobume
Ha nauueHmu, monekyaspHume 2eHemuuu
Mozam ga knacudpuuupam Bce no-npeuusHo
Mymauuu, Bogewu go pasAUYHU NamoAOo-
2UU U 3abonaBaHus.

\.

~

HecucaaBa HeweBa e Bo3numanuk Ha buo-
nozuveckua dakyamem Ha CY ,C8. Knumenm
Oxpugcku”. bakanaBop no monekyaapHa 6u-
onoz2us (2006) u mazucmbp no 2eHemuka
(2008). Pabomu 8 Kamegpa no Meguuutcka
2eHemuka kom MeguuuHcku yHuBepcumem
— Cogusa. Jokmop no 2enemuka om 2016 2.
Cneyuanusupana e 2 20guHU NONYAAUUOHHA,
eBoalouuoHHa u aHmponozeHemuka Bv8
(OnopeHmunckua yHuBepcumem, Mmanus.
YuacmBa 8 mHokecmBo npoekmu u uma
uHmepec B obaacmu, cBop3aHu ¢ uscregBa-
He Ha oHkoAo2uyHU 3a60AABaHuUA, BpogeHu
MandopMayuu, npobAeMU Ha gbAzoAemUe-
MO U COYUAAHO 3Ha4yumu BGoaecmu.

Jlozomo na Yoeewkus zenomen npoexm
Konac: National Human Genome Research Institute (NHGRI)
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ITvpeama mesxcdynapoona cmpamezutecka cpewsa 3a cekéeHupare Ha Hoeewkus zenom Ha Bepmyo-
ckume ocmposu npe3 1996 2. Hobenucmom Ixuceiimc Yomcon (omnped 6715160 ¢ wianka) usuzpa 6ajxxa
DPONISL 6 cmapmupanemo Ha NPoeKMa 3a H0BEWKUSI 2eHOM U HACHPUABAHE HA CHOOETISTHEMNO HA 2EHOMHUL
O0anHu om npoexma

HaU-ckopowHusam pedepeHmeH 2eHOM e
06HoBeH npe3 2013 2. U € MHO20 NO-NbAEH
om npegxogHume, HO Bce owe umMa MHO20
HepasyemeHU U HescHU yvacmouu, koumo
2eHemuuume ce onumBam ga pasy4yam.

AmMbBuuyuume Ha npoekma 3a 4oBewkus
2eHOM He ce ogpaHu4aBam camo go Homo
Sapiens. Owe npe3 1988 2. 3aMucobAom e
BknlouBan cpaBHumenHu uscaegBaHus U Ha
gpyau 2eHomMu - cnucbkom ¢ opzaHuzmMmu
BkalouBa 6Gakmepuume E. coli, xnebHa-
ma Mas, naogoBama mywuua Drosophilla
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melanogaster, Hemamogu u muwku. Taka
ce nocmaBa Hayanomo Ha HoBa epa B buo-
MeguuuHckume u3scaegBaHus. Mpoekmobm
3a yoBewkus 2eHom B kpalHa cmemka Hag-
xBopAau nvbpBoHauvanHo 3anokeHume ueau
owe go 2003 2., g8e 20guHU Npegu NAaHU-
paHomo 3aBopwBaHe (2005 2.). MHoOz20 om
nocmukeHusma Ha npoekma mozaBa ca
omBvg pamkume, koumo yyeHume ca cms-
maau 3a nocmuwkumu npes 1988 2.
MocmuzHam e 3HayumeaeH npozpec B8
Memogukama Ha paboma. B Hayanomo
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e u3non3BaH eguH koHkpemeH memog 3a
cekBeHupaHe Ha OHK, HapeueH ,CaHzep”.
ToU e cb3gageH owe npe3 19772. om 6uoxu-
muka Ppegepuk CaHzep (Frederick Sanger)
— eguHcmBeHusm yyeH ¢ gBe HobenoBu
Hazpagu. Memogbm My obBauye e croXkeH u
6aBeH, kamo B8 xoga Ha pabomama no HGP
npembpnsaBa 3HayumeneH Hanpegok upes
cepusi om mexHuyecku uHoBauuu.

Tyk mpsa6Ba ga noguepmaem, ye nocne-
goBamenHocmma Ha yoBewkus 2eHoMm, 2e-
HepupaHa 8 npoekma HGP He npousxokga
om eguH koHnkpemeH uoBek. Ta ompasnBa
cMecuua om MHokecmBo xopa, Yusmo ca-
MOAUYMHOCM € aHOHUMHa. [lo-zonamama
yacm om nocaegoBamenHocmma ugBa om
kpbBogapumeau om Hio Vopk.

A 02poMHama HayyHa paboma e geno
Ha ,MexkgyHapogeH koHcopuuym 3a cekBe-
HupaHe Ha yoBewku 2eHoM”. B Hez20 ca ce
mpyguau  xuaagu BucokokBaaudpuuupaHu
yyeHu om 20 omgenHu yHuBepcumema u
uscnegoBamencku ueHmpoBe 8 CoeguHe-
Hume wamu, O6eguHeHomo kpancmBo,
(Dpanu,ua, lfepmaHus, AnoHua u Kumad.

Bonpeku ozpomHama paboma He moxke
ga ce kaxke, yue mosu npoekm npukalouBa
C NbAHO paszagaBeHe Ha yoBewkus zeHOM.
Mo Bpeme Ha npoekma uscregoBameaume
HenpekocHamo nogo6psBam Memogume
3a cekBeHupaHe Ha OHK, HO ca ozpaHuue-
Hu B8 cnocobHocmume cu ga onpegeasm
nocregoBameaHocmma Ha Hakou yvacmo-
uu om yoBewka OHK. Mpe3 loHu 2000 .

J-p Konunc ananusupa aémopaduozpama, nokazeawa pesyamamume om ekcnepumenm 3a cexéeHu-
pane na THK no memoda na Canzep, kamo mo3u, usnon3eéan é panHume 200unu Ha npoexma 3a 4o-
sewkust zenom. (Cuumxos apxus na NHGRI)
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MexkgyHapogHusm  koHcop-
uuym 06a8u, ye e uszomBua
npoekm Ha nocregoBamen-
Hocm, kolmo npegcmaBasaBa
90% om yoBewkus 2eHom. B
He2o0 obaye uma noBeue om
150 000 patoHa, B8 koumo
IJHK nocregoBameaHocmma
e HeussAcHeHa, mol kamo He
Morke ga 6Gobge pasvemeHa
mouHo. lMpe3 2003 2. ce ze-
Hepupa nocregoBamenHocm,
kosmo e 3HauyumeaHo nogo-
6peHa, npegcmaBasBawa
92% om yoBewkus 2eHOM.

Pesynmamume ca gobpe
usBecmHu, 3awomo npoek-
mobm ce pa3BuBa B8 ycroBus-
ma Ha abconlomHa nyb6AuY-
Hocm. YyeHume ny6AaukyBam
Bcaka yacm om noayyeHume
pesyamamu Ha Bceku eman u
caeg nosABa Ha HOBu gaHHU.
YuyacmHuuume 8 koHcopuuy-
Ma ca nognucaau cnopasyme-
Hue, HapeuyeHo ,bepmygcku
npuHuunu”, koemo BvBexkga
no-2onama ocBegomeHocm u
cnogeasaHe Ha gaHHuU 8 6uo-
MeguuuHckume  u3caegBa-
HuA. ToBa cbwo e egHO om
HalO-BakHume nocmurkeHus
Ha npoekma 3a 4oBewkus
2E€HOM.

B xoga Ha pabomama
ce nocmaBam wupok kpoe
€MUYHU U coyuanHu Bonpo-
cu, cBopsaHu ¢ npugobuBa-
HeMO u u3non3BaHemo Ha
2eHOMHama UHdOopMauuA.
CmaBam scHU puckoBeme u
noasume om BkalouBaHemo
Ha HOBu 2eHOMHU gaHHuU B8
uscaegBaHuAsma U MeguuuHa-
ma, kakmo u Bv3moxkHocmu-
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me 3a nOMeHuUuaAHa 3n0ynompeba ¢ max.
3a cnpaBsHemo ¢ me3u NpobAeMu ce cb3ga-
Ba MNpozpamama 3a uscregBaHe Ha emuy-
HU, NnpaBHU U coyuanHu nocaeguuy, kosmo
ce npeBpowa B Mogen 3a cnasBaHe Ha buo-
emukama 8 cBemoBeH maw,ab.

Mpoekmbm e u ycneweH npumep 3a cobu-
paHemo Ha UHMEePJgUCUUNAUHAPHU 2pynu,
BkalouBawu ekcnepmu om obaacmma Ha
mexHukama, 6uonoczusima u komnlombpHu-
me Hayku, Hapeg c gpyeu obaacmu. Tesu
Bug MawabHU Hay4YHU HavyUHaHUA cMaHa-
Xa no-4Yecmo cpewaHu u gobpe npuemu,
omuacmu kamo cregcmBue om ycnexa Ha
npoekma 3a yoBewkus zeHom. Makap odu-
uuanHO moul ga e 3aBvpweH npe3 2003 2.,
ca ocmaBanu Bce owe Hepa3uemeHu 8 npo-
ueHmMa om 2eHoma. 3amoBa uma u npogoa-
*keHue.

Mpe3 2019 2. cmapmupa
HOB npoekm, kamo koh-
copuuyMobm Telomere-to-
Telomere (T2T) 065a6858a, uye
we 3anbAHU AUNCUME U we
cvb3gage nvpBama Haucmu-
Ha nobAHa nocaegoBamen-
Hocm Ha yoBewkusa zeHom.
OcHoBameau Ha koHcopuuy-
ma ca Agam Quaunu (Adam
Philippi), usyuCAUMeEAeH
buonoz 8 HauuoHanHUA UH-
cmumym 3a uscaegBaHe Ha
yoBewkusa z2eHom, u KapobH
Muza (Karen Miga), zeHemuk
om KaaudopHulckus yHu-
Bepcumem B8 CaHma Kpys.

O-p Quaunu npusHaBa, ue
AuncBawume ydacmbuu ca
20 gpa3sHeAu AUYHO u moBa
20 e mMomuBupano 3a pabo-
ma: ,Bsemame kpacuB netsa-
»keH nv3en, usBakgame cmo
Yacmu u 20 2Aegame - moBa
€ MHO20 gocagHO 3a eguH
nepdekuuoHucm”, obsacHsABa

mou. 3aegHo ¢ g-p Muza me omnpaBam
npusuB kom yyeHu om usAa cBam ga goBop-
wam no3eaa. MpuBauvam 99 cneyuanucmu,
pabomewu gupekmHo Bopxy cekBeHupaHe-
mo Ha yoBewkus 2eHoMm u gecemku gpyau,
koumo ce BkalouBam B8 obpabomkama Ha
gaHHume.

KoHcopuuymbm u3noa3Ba HoBu cekBe-
Hamopu, koumo Mozam ga pasvemam
yyacmouu om [OHK, gocmuzawu gonkuHa
om gecemku xuasgu 6asu. Co3gageH e u
codmyep 3a ycmaHoBaBaHe no3uuuama Ha
Hakou om noBmapswume ce nocregoBa-
menHocmu B8 2eHoma. Kamo udAno yuyeHume
gob6aBsm noBeue om 200 MuAuoHa 6a308u
gBouku B8 pedepeHmMHuUA 2eHOM U MO2am ga
kaxkam c yBepeHocm, ye yoBewkusim 2eHoMm
e c gonikuHa 3,05 Mmuauapga 6a3oB8u gBouku.
B me3u HOBu nocrnegoBamenHocmu Ha OHK

Kapon Muza u Adam Pununu, ocHoséamenu Ha KoHcopuuyma ,,Om
menomep 00 menomep“. [Jeamama o6edunséam u PovK0600m
MeHOyHapoOeH eKun om yueHu 6 mopceHemo HA nUnNceéaujumme
Yacmu om 108ewKUsL 2eHOM
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yyeHUme omkpuxa noBeue om 2000 HoBu
2eHa. MoBeuemo cobgbprkam Mymauuu u ca
HeakmuBHu, HO 115 om max npegcmaBas-
Bam 6eanmvk kogupawu 2eHu, Yuamo oyHk-
uua menbpBa we ce uszyyaBa. Jo MOMeHMa
ce usyucasBa, ye yoBewkusm zeHom cogop-
*a 19 969 2eHu, kogupawu npomeuHu.

Coc cAOBEHUA NbAeH 2eHOM u3cnegoBa-
meAume Mozam ga pa3aegam no-gobpe
Bapuauuume 8 OHK Ha pa3auyHumMe uHgu-
Bugu. Te omkpuBam noBeue om gBa MuAu-
OHa HoBu mouku B8 2eHoma, kbgemo xopa-
ma ce pa3nuvaBam. Hsakou aekapu 3anou-
B8am ga usnon3Bam pedepeHMHuUA 2eHOM
8 cBoume uscnegBaHusa. MpumepHO - Ha
pegku gemcku 6oaecmu, npu koumo, cpaB-
HABalku OHK om nauueHmume cu cnpsamo
pedepeHmHama nocregoBameaHocm, MoO-
2am ga ce mobpcAmM Mymauuu, acouuupaHu
Cbc 3ab6onaBaHusama.

MocrnegHama cekBeHupaHa nocaegoBa-
meAHocm Ha yoBewkus zeHom om 2022 2.
paskpuBa HOBu 2eHemuuyHU BapuaHmu,
cBop3aHu c pa3Bumuemo u npozpecusma
Ha pPa3AUYHU 2eHemuUYHU 3abondaBaHua. Om-
kpuBam ce kaHgugam-zeHU, acouuupaHu c
noABama, pasBumuemo u npozpecuama
Ha pasAuyHU 3aboanaBaHua kamo myckyaHa
gucmpodus, Hakou dopmu Ha pak, kakmo
u makuBa, cBop3aHu C goAzoAeMUEMO U
cmapeeHemo. HoBopa3uemeHume paloHu,
cnopeg ekuna Ha npoekma T2T, we goBe-
gam go uHoBamuBHU AeyeHUs U NO-goBpo
pasbupaHe Ha yoBewkama BapuabuaHocm.

Cpeg HoBama pa3uemeHa nocaregoBamen-
Hocm ca gBe knalouoBu obaacmu Ha Hawlume
XPOMO30MU — MeAOMepume U ueHmpome-
pume. TenOMepume ca y4acmbobuu, Hamupa-
wu ce B8 kpas Ha Hawume xpomo3omu. Te
ce ckocaBam npu Bcako kaemvuHo geneHe
U ¢ HanpegBaHemo Ha Bwv3pacmma. Hakou
uscnegBaHusi nokasBam, ue xopama, koumo
umMam no-kocu menomepu, omkoakomo e
HOPMaAHO 3a msAxHama Bb3pacm, ca u3no-
keHu Ha noBuweH puck om 6Goaecmu Ha
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cmapocmma u ymupam no-paHo om xopa-
ma ¢ no-goazu. MNpoyuBaHusma nokasBam,
Ye ygbnkaBaHemo Ha menoMepume e eguH
Bv3amoXkeH HauuH 3a 3abaBsaHe Ha cmapeeHe-
mo.

LeHmpomepume umam cmpykmypHa
¢dyHkuus B8 xpomosomama. Tasu obaacm e
BarkHa no Bpeme Ha knemvuHOMoO geneHe,
movl kamo umeHHO Ha moBa macmo xpo-
MO30Mume ce 3anaBAm 3a geAumeaHOmMo
BpemeHo u Mozam ga Gbgam npaBuaHoO
pasgeneHu 8 gowepHume knemku. Mpome-
Hume, koumo HacmonBam B me3u patoHu,
ce omkpuBam npu nauueHmu ¢ Hskou Bu-
goBe pak, npu uHpepmuaumem u okazBam
BAuaHue u B npouecume Ha cmapeeHe. Ho-
Busam zeHOM, HapeueH T2T-CHM 13, paskpu-
Ba 6Au30 2000 kaHgugam-zeHu, koumo us-
crnegoBamenume Beue moz2am ga usyyaBam
gonbAHUMeAHo. Hakou om ugeHmuduuupa-
Hume paloHu paskpuBam 2zeHu, cBbp3aHu
C UMYHHUs omzoBop u aganmauusma, kak-
mo u npomekuussma npu Hakou uHpekuuu.
Opyeu paloHu ce acouuupam c ¢dapmako-
2eHeMuUYHUME npouecu u peakuusama Ha
omgenHume opzaHusMu kbm aekapcmBeHu
npenapamu u ¢opmMu Ha AeyeHue. [eHu,
acouuupaHu c¢ eBoAlouuoHHUMe npouecu
8 uvoBewkus mo3vk, nokasBam kak mou e
eBoaloupan npu Homo sapiens, koemo Hu
npaBu yHukanHu u HU omauvyaBa om gpyau
npumamu. B pamkume Ha HoBopasuemeHu-
me Pe2UOHU Ha 2eHoMa ce ugeHMuduuu-
pam ,cmomuuu xuasgu BapuaHmu, koumo
obewaBam Bo3moxkHocm 3a eBoaloUUOHHU
u 6uomeguuuHcku omkpumusa”, nuwam us-
cnegoBamenume.

ToBa cmuza u go npakmukama. feHemuu-
Hu BapuaHmu Beue ce usnoasBam 3a nogno-
MazaHe Ha AeYeHue — Hanpumep 3a cneuua-
AU3UpPaHU mepanuu Ha Hakou BugoBe pak Ha
2bpgama. Cmsima ce, Ye HoBama kapma Ha
2eHOMa we u3Bagu HaABe noBeuve 2eHemMuy-
HO cBop3aHu 3aboanBaHusA. B nepcnekmuBa
e u BvamokHocmma 3a uHBumpo pegakuyus
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Ha HAakou 2eHu, owe npu popmupaHeMo Ha
3uzomama u embpuoHa. ToBa we cnomozHe
3a HaMansBaHe U gopu 3a eAUMUHUPaHe Ha
meXkku HacraegcmBeHU CocmMosiHUSA, CUHGPO-
MU u ¢opmu Ha pak. OmBaps ce Bpamama
kom HOBa epa Ha BucokonpousBogumenHa
uudppoBa buonozus.

3a pa3auka om npegxogHume uscaegBa-
Hus, B8 koumo ce usnoa3Ba OHK, usoaupaHa
om gobpoBoauu, 8 moBa uscnegBaHe ce u3-
noasBam cneuuduyHu, uskycmBeHo moge-
AUpaHu u kyamuBupaHu uHBumpo knemku,
Hocewu 2eHemuy4yHama uHdopmMauus eguH-
cmBeHo om cnepmamo3sougu. Te ce noay-
YaBam upes onnokgaHe C HOpPMaAneH cnep-
Mamo3oug Ha atuekaemka ¢ omcmpaHeHo
Agpo.

M3cnegoBamenume Beue pasnonazam u c
gBe HoBu mexHoAnoz2uu 3a cekBeHupaHe Ha
OHK, koumo um nomazam ga ocowecm-
B8am mosu npoekm: memogom Ha Oxford
Nanopore, koimo moxke ga npoyuma go
1 MmuauoH OHK 6a3u HaBegHbXK, HO ¢ Hakou
2pewku u Memogbm Ha PacBio HiFi, koimo
mMoxke ga pasyeme 20 000 6ykBu c 99,9%
moyHocm.

Memogom Oxford Nanopore no3BonsBa
cekBeHupaHe Ha OHK uau PHK upes npokap-
BaHe Ha Bepuzama Ha HykaeuHoBama kuce-

AUHa npe3 HaHonopa (nopu ¢ pasmepu B gu-
anasoHa 1 — 100 HM). B mo3u npouec Bcska
6a3a, koamo npemuHaBa npe3 HaHONopama,
MoXe ga 6bge ugeHmuduuupaHa B peanHo
Bpeme. CekBeHupaHemo upe3 HaHONOpUu
no3BoasBa gupekmeH aHaau3 Ha kbcu go ya-
mpagoa2u ppazmeHmu om OHK/PHK. Taka
yyeHume noayyaBam 6vbp3 gocmon go Ba-
»kHa uHdopmauus 3a uskalouumenHo kpam-
ko Bpememo, umam BvamoXkHocm 3a 2eHe-
pupaHe Ha uHdpopMauus 3a MHO20 Npobu u
no-2onam koHmMpon Bopxy ueaust npouec.
Memogvm Ha cekBeHupaHe PacBio HiFi
ocuzypsiBa pasgeaumenHa cnocobHocm Ha
pasyemeHume 6a3u ¢ MOYHOCM Ha YemeHe
Ha egHa monekyra om nopsgoka Ha 99,9%.
To3u memog mMoxke ga ce usnoa3Ba wupoko
3a cekBeHupaHe — Ha ueAus 2eHOM U Hez0-
Bomo c2nob6sBaHe, 3a usnocmHo omkpuBa-
He Ha BapuaHmu, 3a enuzeHemuyHo xapak-
mepusupaHe, kakmo u Ha PHK u gpyau.
CekBeHupaHemo Ha OHK HaU-06wo Ha-
NOMHA c2n0bsABaHe Ha nb3en. C no-gbAcume
$ppazmeHmu om HoBume Memogu nb3enbm
ce HapeXkga MHO20 NO-AecHO U B6bp30. CmaH-
gapmHume uvoBewku kaemku cogbprkam
gBa komnaekma OHK - maduuHo konue u
6awuHo konue, HO mo3u ekun u3noasBa
OHK om zpyna knemku, HapeuyeHa nbAHa

M3o6parncerue, npedcmasauio npeMuHasanemo Ha Yemauwama ce
eepuza npe3 nanonopama. VIsmounux: https://nanoporetech.com/
support/how-it-works
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Cxema Hna paboma na memooa PacBio HiFi, usmounux: https://www.pacb.com/technology/hifi-

sequencing/Tbx0

xugamugudopmHa 6eHka, kosmo cogoprka
gybaukam Ha 6awuHua Habop om OHK. Moa-
Hama xugamugudopmHa 6eHka e psagko yc-
noXkHeHUe Ha BpemMeHHOCMMa, NPUYUHEHO
om aHopManeH pacmeXk Ha knemku, koumo
npousxoXkgam om naaueHmama. To3u nog-
xog onpocmsBa 2eHomMa maka, ye yuyeHume
ce Hykgaasm om nocregoBamenHocm camo
Ha eguH komnaekm, a He Ha gBa komnae-
kma OHK. YueHume ce HagsBam, ye npes
crnegBawume 10 20guHu  cekBeHupaHemo
Ha 2eHOMume Ha uHguBugume moXke ga ce
npeBopHe B8 pymuHeH MeguuuHcku mecm,
kolmo we cmpyBa MHO20 no-eBmuHo U we
e no-gocmoneH. ToBa we gobaukaBa Bce
noBeue Haykama go nepcoHaAusupaHama
MeguuuHa.

Ako ce BopHeM kbM ueAust npouec Ha pas-
yumaHemo Ha 4oBewkus 2eHom, mpsA6Ba
ga HanOMUHUM, Ye gbA20 BpeMe HUMO eguH
uHguBugyaneH yoBewku 2eHOM He e 6uA
pasuemeH B HezoBama usarocm. PedpepeHm-
Hume nocaegoBamenHocmu BcowHocm ca
cenobeHU om napyema OHK Ha pasaudHu
xopa. ToBa 6e Hau-gobpomo, koemo moxke-
we ga ce HanpaBu no moBa Bpeme, HO Mo
6e cBop3aHo ¢ 2zoneMu nponycku u 2pewku.
EgBa gHec mexHoAO2uAmMa HanpegHa go-
mam, ye e BoamMokHO ga ce pasveme ueAus
yoBewku 2eHOM ¢ MUHUMaAHU 2pewku.
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M Beue e npegcmaBeH ueAusm 2eHOM Ha
€guH peaneH 4YoBek — mol ce kasBa AeoHug
MupoHoBuy MewkuH (Leonid Peshkin). Po-
geH e npe3 1970 2. 8 MockBa, y4u 8 XapBapg,
kbgemo 3anouBa Hay4yHa kapuepa kamo 6u-
ono2 ¢ nybaukauuu no npobaemume Ha us-
kycmBeHusa uHmenekm u cmapeeHemo. CBe-
moBHa uzBecmHocm obaue gobuBa c moBa,
Ye wamckusm npoekm ,leHom 8 Bymunka”
(Genome in a Bottle) usbupa Hezo u pogu-
meaume My kamo c8emoBeH cmaHgapm u
npe3 2022 e o06aB8eHo, Ye KoHcopuuymMom
Telomere-to-Telomere (T2T) e cb3gan uU3uAAO
noAeH YoBewku 2eHoM, kamo e usnoa3BaHa
Y-xpomo3zomama Ha MewkuH.

To3u nbAeH, eguHcmMBeH YoBewku 2eHOM
e MOHyMeHmanHo mexHuyecko nocmurke-
Hue. Camo 70 20guHu, creg kamo cmpykmy-
pama Ha gBoUHama cnupana Ha OHK 6ewe
paskpuma 3a nbpBu nbm, Beye umame cno-
cobHOCmMma ga npoyemeM usAama 2eHe-
mu4Ha nocaegoBameaHocm, kosmo npaBu
yvoBek yHukaneH. Pasbupa ce, uscnegBaHus-
ma He cBopwBam gomyk. ToBa e Ha4anomo
Ha HOB eman - cekBeHupaHe Ha 2eHOMuUMe
Ha xopa om usA cBam, 3a ga ce u3zpagu uc-
muHcka kapmuHa Ha 2eHemu4YyHOMO pasHo-
obpasue Ha Hawus Bug. CekBeHupaHemo Ha
2eHomMa om Kpal go kpat 8 kauHukume we
CmaHe pymuHHa npouegypa ¢ ueA no-gobpa

npupoga 6p. 2, 2023 2.



guazHocmuka, npozHO3UpaHe U mepanus Ha
MHO20 3aboasBaHus.

YoBewkusam 2eHom obewaBa MHO20
Hewa, kamo moBa ga omkpuem ¢pyHkuusma
Ha Bcuuku 2eHu, ocobeHo Ha me3u, koumo
yyacmBam B8 gemepmuHupaHemo u npo-
2pecusma Ha pasAudHU HacregcmBeHu 3a-
6onnBaHuA. ToBa 6u no3Boauno cv3gaBaHe
Ha nepcoHaAnusupaHa MeguuuHa, 8 kosmo
nonyvaBame AeyeHue, oPOpPMEHO cnopeg
2eHemuyHus npodua. leHombm cowio maka
MoXe ga gage omzoBop Ha Bbnpocume,
cBop3aHu ¢ eBoAloUUOHHUA HU NPOU3XOg U
npumepHo kak moyHo ce pasauvaBame om
HaU-6Auskume Hu uBu pogHUHU - wWuM-
naH3emama.

Coc cu2ypHOCM gHec 3HaeM MHO20 hoBeve
3a ¢yHkuuume Ha MHO20 2€HU U MAXHama
poAs npu 3a6oAsBaHus, Bapupawu om pak
Ha 2bpgama go wusodpeHus. Ha npakmu-
ka o6aue ce okasa, ye noBeuemo 3abonnaBa-
HUA ce BAusAmM om cmomuuu 2eHu, maka
Yye 2eHOMHama MeguuuHa uUMa owe MHO20
nbm ga u3BopBu. Manko HacregcmBeHu 3a-
H6onaBaHuA ca NpuYuHEHU Oom eguH gede-
KmeH 2eH u usnoa3BaHemo Ha 2eHemMuyeH
ckpuHuHz 33 omkpuBaHe Ha HOocumeAu Ha
pegku 3abonsBaHus ce usnoasBa go 20naMa
cmeneH camo 3a mesu, koumo ce cuumam
3a Hat-puckoBu.

KoHcopuuymom Telomere-to-Telomere He
€ NPOCMO CaMOUEAEH 2paHguo3eH npoekm,
a MacoBo ycuaue, koemo e npoBokupaHo
om naHgemusama KoBug 19. MopBuam 2o0-
AAM ycnex Ha T2T e npes loau 2020 2., koza-
mo nybaukyBaxa nbaHama nocaegoBamen-
Hocm Ha YoBewku X xpomo3om. Ha cregBa-
wama 20guHa me npegcmaBam noAHama
nocregoBamenHocm Ha xpomo3oma 8. Mpe3
2021 2. me nybaukyBam mamepuan, o3azna-
8eH ,lMoAHama nocanegoBamenHocm Ha Yo-
Bewkus zeHom", B8 kolimo nonvABam 2oAaMa
yacm om Auncume. MNMoBeuemo om knemku-
me B8 meanama Hu cogoprkam gBe konus Ha
Bcaka xpomosoma: egHO noAyyeHo om Mau-

kama, a gpyzomo - om 6awama. ToBa npa-
B8u no-mpygHo noBmopHOomo c2An06sBaHe
Ha Yacmu om nocregoBamenHocmma, mol
kamo gBeme konus ca pasauyHu. 3a npeo-
gonaBaHe Ha masu mpygHocm T2T u3noas-
Bam HeobuvalHu kaemku, koumo umam
gBe noumu ugeHmuyHu konusi Ha OHK Ha
6awama. Knemkume ugBam om stiueknem-
ka 6e3 Agpo, kosmo 2y6u cBoemo OHK u
caeg moBa ce onnoXkga om cnepmamo3soug.
Creg moBa knemkama gybaupa OHK om
cnepmamosouda. CekBeHuusma Ha T2T go-
6aBsa Hag 200 MuAuoHa 6a3u kom yoBewkus
2eHoM u 2000 gonbAHUMEAHU 2€eHa.
Hanuyuemo Ha nbAaeH 2eHOM O3HavaBa,
ye e BoamoXkHo ga ce pasbepe kakBa ¢yHk-
uus uMam noBmapAawu ce gbAU yyacmobuu
om OHK. MoBmapsawama ce OHK BkalouBa
U MHO20 nocaegoBamenHocmu, koumo mo-
2am ga ce gBukam B zeHOMa, HapeuyeHu
»Mo6uAHU OHK eanemeHmu”. MHoz0 eBoalo-
uuoHHU ckokoBe, BkalouumenHo 3azybama
Ha onawkama, kakmo u Hakou MoO3b4HU
¢dyHkuuu, mozam ga ce gonkam Ha Hakou
BugoBe mobunHa OHK. Opyeu BakHu no-
cregoBamenHocmu ca ,,cezMeHmHume gy6-
AUpaHUs”, npu koumo gbAzu yyacmouu om
OHK, koumo mozam ga BkalouBam mHoxXke-
c¢mBo 2eHu, ce gybaupam MHozokpamHo. Te
Bogam go nosiBama Ha HoBu 2eHu, koumo
ca cneyuduyHu 3a yoBeka u gonpuHacam
HEeNPONOPUUOHAAHO 3a pasauvusma, kou-
Mo HU npaBsam xopa. Jokamo yoBewkusm
2€HOM U 2eHOMbM Ha wuMnaH3emo ca 99%
UgeHMUYHU, ceaMeHmHume gybaupaHus ca
€gUH om Ha4yuHume, no koumo mMozam ga
Bv3HukHam BaXkHu pa3auku, a nopBoHauan-
Hama nocaegoBamenHocm Ha 4oBewkus
2€HOM 2U € NPONYCHaAa go 20AfIMa CMENEH.
fonsmama ocmaBawa npasHUHa go mosu
MomMeHmM e Y-xpomo3omama, kosamo ce cpe-
wa u npegaBa camo npu MoXke. Cnepmamo-
3ougume obukHoBeHO HOCAM camo egHa
nonoBa xpomo3oma — uau X, uAu Y. Tol
kamo OHK Ha uskycmBeHo co3gageHama on-
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Jeo Ilewkun, yuen u uscnedosames, 406eKvm ¢
Hatl- 0emaiinno cexéeHupanus zenom. Mzmounux
https://kirschner.hms.harvard.edu/people/leon-
peshkin

nogeHa kyxa atuekaemka, usnoasBaHa om
T2T, ugBa om cnepmamo3soug, kolimo Hocu
X xpomo3soma, Y xpomozomama ocmaBa He-
pa3zuemeHa. C ueA ga ce 3anbAHAM AUNCUMe
no nocanegoBameAaHoCcmMma Ha Y xpoMo3oma-
ma, ekunom ce obpbwa kom AeoH MewkuH.

OHK-mo Ha MewkuH e u3noa3sBaHo om
npoekma Genome in a Bottle (GIAB), kou-
MO UMa 3a UeA ga pasydu 2eHoMume Ha kne-
MbYHU AUHUU, Koumo Mozam ga ce omaaek-
gam HeozpaHUYeHO gbAo Bpeme B rabopa-
mopusma, koemo yaecHsBa usyyaBaHemo
Ha epekmume om mymauuume. feHomMom
Ha MewkuH e BaxkeH, 3awomo mou npegoc-
maBs 2eHoma Ha pogumeAume cu, gaBatku
Ha GIAB mpuomo malka-6awa-cuH. Mpe3
gekemBpu 2022 2. T2T ny6aukyBa cmamus,
onucBawa nocregoBameaHocmma om kpat
go kpal Ha Y xpomo3omama Ha MewkuH.
lMopagu Haauvuemo Ha MHO20 hoBmope-
Hus u cneuuduku, noBeye om nonoBuHama
om xpomo3zomama AuncBa 8 npegxogHume
pedbepeHmMHU 2eHomu. HoBama nocaego-
BameaHocm gobaBs Hag 30 MuAuoHa Hyk-
Aeomuga B8 pasuemeHama nocnegoBamen-
Hocm, BkalouumenHo gecemku 2eHu. Mpe3
nocaegHume Meceuu ekunom pabomu Bop-
Xy ueAus 2eHoM Ha MewkuH, BkalouumeaHo
u gBeme konus Ha Bcska xpomo3oma. Mony-
YeHUsIM 2eHOM e ,NbAeH U 6e3 nponycku”,
a gybaupawume ce XpOMO30MU Ca HaNbAHO
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pasgeneHu. B kpasa Ha 2022 2. u Hayarnomo
Ha 2023 2., HayuoHaneH uHCMumym 3a us-
cnegBaHe Ha uvoBewkus 2eHom (NHGRI),
yacm om HauuoHanHusA 3gpaBeH UHcMU-
mym, CALL nybaukyBa gaHHU 3a nopBus
yoBewku naHzeHoMm, kolmo npegcmaBas-
Ba cmecuua om pa3uemeHu 2eHOMU Ha 47
pasAuyHU emHuvecku u pacoBu 2pynu xopa.
Tou ompasnBa Hal-gobpe xapakmepHomo
2eHEMUYHO pasHoobpasue Ha yoBewkus
Bug. PaspabomBam u codpmyep, HapeueH
Verkko, o3HauaBawo ,Mpexa” Ha ¢uHcku,
koimo npaBu npoueca Ha cenobsBaHe Ha
NbAHU 2€HOMHU nhocregoBamenHocmu no-
6bp3 U e gocmbneH. MKeanaHUemo um e mosu
Memog 3a cekBeHupaHe Ha 2eHoma ga Boge
BknloueH B8 pymuHHume u3caegBaHus u ga
uma 20AAMa gocmonHocm. Bee nak mpna6Ba
ga HaNnOMHUM, Ye HAMa eguHeH YoBewku 2e-
Hom. JHK Ha Bceku eguH 4yoBek e pasauyHa
u me3u pasauku umam 3HaveHue. Hama ga
pasbepeM HaucmuHa 2eHomMa, gokamo He
ycmaHoBum kak moi Bapupa 8 omgeaHume
yoBewku nonyaauuu.

Emo 3awo MHO20 YneHoBe Ha koHcopuu-
yma T2T ce BkalouBam u B8 gpyz npoekm:
.PepepeHmeH koHcopuuym 3a uoBewkus
naHzeHoM". Lleama my e ga ce cekBeHupam
CMomuuu Xopa om usfArama nAaHema, 3a ga
moXke B6azama gaHHU ga 6vge HenpekocHa-
mo nogHoBdaBaHa. Mo mo3u HavyuH we ce
nocmuzHe u kpaliHama uea - ga uma pede-
peHmeH 2eHoMm, koimo ga ce usnoasBa 3a
Bcuuku nauueHmu u mosu Memog ga Baese
8 npakmukama u guazHocmukama kamo
pymuHeH Mmemog.

YueHume cMsAmam, Ye umMame owe MHO20
ga HayyuM om Hawume 2eHoMu, mbl kamo
HoBume Memogu paskpuBam noBeue om
malHume Ha 2eHoMume u no3BoaaBam noBe-
ye ga 6bgam cekBeHupaHu. 3a msax npegus-
BukameacmBomo npogbakaBa. Cnopeg us-
crnegoBamenume ,Jokamo uma xopa, npoek-
mbm 3a yoBewkus 2eHoM we npogonku”. Il

npupoga 6p. 2, 2023 2.



HOBWHW OT HAYKATA B

MopBu cAyyal Ha 3abondaBaHe Ha yYoBek

oM pacmumenHa 2oba

B Hauanomo Ha 2023 2. HayyHume cnucaHus
coobwuxa mpeBokHa HOBuHa: ycmaHoBeH e
nopBu cayuall Ha 3a6oAaBaHe Ha yoBek om pac-
mumeAHa namozeHHa 2vba, nopasuna Geaume
My gpo6oBe! Kacae ce 3a 61-2oguweH mbk om
WHgus, koimo 6uA guazHOCmuyupaH ¢ ocmpa
kawauua, aunca Ha anemum, ymopa, ocmop ¢a-
puHaum u gp. npusHauu, koumo npogoakuau
noumu 3 meceua npe-
gu omuBaHemo my 8
MeguuuHcka KauHuka.
Tol pabomun go Mo-
MeHma Ha 3abondBa-
Hemo B8 Aabopamopus
33 usyyaBaHe Ha 2b0u-
me kamo mukonoz u
uscaegBan Mamepuaau
om pasauyHu BugoBe,
npeguMHo Cmapu u
pasnazawu  ce  2vou.
Tosu nvpBu B8 megu-
uuHckama npakmuka
8 cBema cayyal Ha
3a60AdA YoBek om pacmumenHa 2vba e onucaH
no-nogpobHo B cnucaHuemo Medical Mycology
Case Reports (Mapm, 2023 2.).

MopBume meguuuHcku uscregBaHuA Ha 3a60-
AeAus upe3 komnlomupHa momozpadus ycma-
HOBuAu Hanuuue Ha Bv3en om gacHama cmpaHa
Ha guxameAHama My mpb6a, 8 koimo omkpuau
Xudu Ha Heu3BecmHa 2vba B npouec Ha pas-
pacmBaHe B uyoBewkume mukanu. Tod kamo
Heno3Hamama 2vba He e 6uno BvimodkHo ga
ce ugeHmuduyupa camo no omkpumume pac-
mAwu xugu, Mamepuar om Hea GuAa usnpa-
meH u B LleHmopa 3a 206HU 3a60AABaHUA kom
CBemoBHama 3gpaBHa opzaHusayus (WHO) 8
WNHgua. Creg 2eHemuyeH aHaAu3 mam € ycma-

Bonuwen 6uo na owvpeecna 2v6a Chondroste-
reum purpureum

HOBeHO, Ye npuyuHUMeAsm ce omHaca Kom
Buga Chondrostereum purpureum, npu4uUHUMEA
Ha 3aboasBaHemo ,CpebvpeH aucm” (Silver leaf)
no pacmeHuama. Caeg ycnewHo CAOKHO Aeve-
HUe nauueHmvm e u3nucaH u Beue ce yyBcmBa
3gpa6, no gaHHu om kauHukama.

Cayyaam npegcmaBaaBa 3HauumeneH uHme-
pec om meguuuHcko 2neguwe kamo nbpBu cay-
yai B meguuuHckama
npakmuka. Mo6ama
npuyYuHUMeEA Ha 3a6o-
AdBaHemo e wupoko
pasnpocmpaHeH  ha-
MO2eH NO pacmeHus-
ma, BknalouumeaHo u
N0 NAOGHU pacmeHus
kamo a6oaku, yepewu,
gekopamuBHu pacme-
Hua u gp. u Bov3moxk-
Hocmume 3a 3apasaBa-
He Ha 4oBek c Hea ca
gocma 20nemMu. Xapak-
MEepPHO 3a NpuvuHABa-
HOMO Om HeA 3aboAdBaHe no pacmeHusma e
noABama Ha M.H. ,CpeBoPHU AUCMA”, NPOHU3aHU
om xupume Ha 2bbama u omauvaBawu ce Coc
cpebpucma AvckaBuHa (2naHu) om 3gpaBume
AUCMa U pacmeHus. Mbama obpasyBa noHako-
2a U egpu nAOgHU meAa nho cmBonaoBeme Ha
gopBecHume BugoBe. To3u cayyad, 3akalouaBam
aBmopume Ha uscaegBanemo, ,nokasBa Heouak-
Baxu Bv3moxkHocmu 3a npoHukBaHemo u Ha 2bb-
Hu pacmumeaHu namozeru B yoBek, koHmakmer
¢ max... A moBa usuckBa owe MHO20 ycunrua ga
bbge u3ACHeHA MAXHAMA NAMO2eHHOCM U Bb3-
moxkHocmu 3a koHmpoa Ha me3u uH@ekyuu”,

o Live Science
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