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PEAAKLWNOHHA CTATRNA

EBponeiicku npenopbku 3a npunaz2aHe
Ha NbAHO 2eHOMHO cekBeHupaHe npu
guazHocmuka Ha pegku 3abonsBanus

[eopeu VickpoB 2, PymeH CmegaroB "2

" Kamegpa no Couuaxa MeguuuHa u oblyecmBero 3gpaBe, Qakyamem
no ObuwecmBero 3gpaBe, Meguuurcku yHuBepcumem - lroBguB
2 Yisemumym no pegku 6onecmu, MroBguB

Mpe3 2022 2. baxa nybaukyBaHu HoBu eBponedcku npenopob-
ku 3a npunazane Ha nbAHO 2eHoMHO cekBeHupane (Whole Genome
Sequencing, WGS) npu guazHocmuka Ha pegku 3aboasaBaHus. To-
3u gokymeHm € nAog Ha cbBmecmHa paboma mexgy EuroGentest u
eBponetickua npoekm Solve-RD, ¢puHaHcupaH no npo2pama Horizon
2020 [1]. EuroGentest e goA2020guliHa eBponelicka uHUUUamuBa,
koAmo uma 3a ueA HacbpuaBaHe u pasBumue Ha 2eHemu4yHama
guazHocmuka B8 EBpona. MMopBoHayarHo cmapmupaAa kamo eBpo-
nelicku npoekm, gHec EuroGentest e uHmezpupaHa kamo pabomHa
2pyna kom EBponetickomo gpykecmBo no 2eHemuka Ha 4oBeka
(European Society of Human Genetics, ESHG) u e HepasgeaHa yacm
0m gedlHOCMUME Ha Masu op2aHusauus [2].

Mpe3 2016 2. EuroGentest ny6aukyBa npenopoku 3a guazHoc-
muyHo cekBeHupaHe om caegBawo nokoneHue (Next Generation
Sequencing, NGS), ¢ uen ga nognomozHe Aabopamopuume npu
BHegpaBane u akpegumauus Ha NGS B guagHocmuyHa cpega.
OcHoBeH dokyc Ha me3u Hacoku 6axa nbAHOMO ek3oMHO cekBe-
HupaHe (Whole Exome Sequencing, WES) u mapaemHomo cekBeHu-
paue, omkpuBawo egHoHykaeomugHu BapuaHmu (Single Nucleotide
Variants, SNV) u BwmbkBavus / geneuuu [3]. Ommoz2aBa Hacam
obave, WGS Bce noBeue HaBausa B guaeHocmukama Ha pegkume
3aboaaBaHuA, mobl kamo no3BoadBa egHoBpemeHHO omkpuBaHe Ha
SNV, cmpykmypHu Bapuasmu (Structural Variants, SV) u gpyau Bu-
goBe BapuaHmu. ToBa pasBumue AO2UYHO HaAd2a NPEOCMUCAAHE U
akmyaausupane Ha gedcmBawume npenopbku u pokoBogcmBa 3a
guazvocmuka [1].

HoBonybAukyBaHume Hacoku npepasaaexkgam u ocbBpeme-
HABam npeguwHume npenopvku om 2016 2. B pabomHusa npouec
Ha 0bcbkgaHe u peBusus, npogbAkua Hag gBe 20guHu, ca Bkalo-
YeHu cneyuaaucmu om pasauyHu eBponeicku cmpauu, kakmo u
npegcmaBumenu Ha eBponedckume pedepedmuu mpexu (EPM)
3a pegku 3aboaaBaHus [1]. EPM ca ocHoBonoAazaul eAeMeHm om
obwoeBponelickama kauHuyHa u HayuHou3cAaegoBameacka uHpa-
cmpykmypa 3a pegku 6oaecmu. Tesu mMpeXu CobOmBemHo umam
kaloyoBa poad npu BHegpABaHemo U pasnpocmpaHeHuemo Ha
MeXXgyHapogHO HUBO Ha guagHOCMUYHU U mepaneBmuyHu uHoBa-
uuu 8 obracmma Ha pegkume 3aboaABaHus.

OkoHyameAHuam Habop om npenopvku € (uHaAusupaH
npe3 mail 2021 2. u npuem om npegcmaBumeau Ha EPM, EBpone-

ckus 6opg no meguuuHcka 2eHemuka (European Board of Medical
Genetics, EBMG) u ESHG. Hacokume o6xBawam wupok cnekmbp
gelHocmu — om KOHMPOA Ha kayecmBomo Ha pasAuyHUME Aabo-
PamOPHU NpOUegypu go omyumaxe U CbobwaBaHe Ha guagHoC-
muyHume pesyamamu. Lieama Ha HoBume npenopbku e npegu
Bcuuko ga ce usbpoam ocHoBHume nyHkmoBe, koumo mpaA6Ba ga
ce B3emam npegBug om cmpaHa Ha 2eHemuuy, buouHdopmamuuu
U gpyau cneuuaaucmu, koumo yyacmBam B8 npuaazaHemo Ha WGS
8 pamkume Ha guazHocmuyHus npouec [1].

Myb6AaukyBaHemo Ha me3u Hacoku & UHMEpEecHo u om gpye
acnekm. Mpe3 2017 2. y Hac be ocvbwecmBeHo npoyyBaHe Ha Ha-
2nacume u o4yakBaHuama 3a egHO NOMEHUUAAHO NpuAaz2aHe Ha
WGS [4]. N3cregBaHemo Ge npoBegeHo cpeg cneuuaaucmu no
neguampus U MeguuuHcka 2eHemuka u ¢okycbm My Gewe Haco-
yeH konkpemHo kom usnonzBaHemo Ha HecenekmuBeno WGS 3a
Bcuyku HoBopogeHu kamo yacm om geilcmBawama npozpama
3a macoB HeoHamaneH ckpuHuxz 8 Buva2apus. ToBa npoyuBaHe
paskpu peguua AlobonumHu pesyamamu.

[okamo noroBuHama om aHkemupaHume neguampu 3aA6u-
xa nogkpena 3a npuaazasemo Ha WGS 6 pamkume Ha macoBus
HEeOHamaAeH CKupHUH2, MHO3UHCMBOMO OM 2eHemuuume 3aexa
no-ckopo HeympaAHa nosuuus no mosu Bonpoc [4]. N3mexkgy
0CcHOBHUME onaceHuA 6Axa nogyepmaHu emuyHume acnekmu
npu u3noa3Basemo Ha WGS, koumo 6uBam cyumaHu 3a egHakBo
BakHu ¢ meguuuHckume makuBa. Cpeg u3BegeHume npenopbku
om moBa u3cAegBaHe bAxa Heo6Xxogumocmma Om pezyaupaHe
Ha no-Bucoko HuBo Ha 3awuma Ha uscaegBaHume Auua cpewy
nomeHyuanHa anoynompe6a ¢ AuuHU gaHHu, kakmo u nogobpsBa-
HEmOo Ha gocmbna go 2eHemuyHo koHCyaAmupaHe u ncuxoAaozuye-
cka nogkpena 3a nauueHmume u mexHume 6ausku. TpA6Ba ga ce
ombenexku, ye Bce nak kakmo neguampume, maka u 2eHemuuume
0AXa Ha MHeHUe, Ye gelicmBawuam mMacoB HeoHamaneH CKpUHUH2
8 boazapus moXe ga 6bge paswupeH [4]. [lokamo noHacmosAwem
HecenekmuBHomo WGS 3a Bcuuku HoBopogeHu He ce Bv3npue-
Ma kamo ueaecbobpaseH BapuaHm, cenekmuBHomo WGS moke
cobwecmBeHo ga nomozHe 3a ckbcABaHe Ha guazHOCMUYHUA Nbm
npu peguua pegku u yampa pegku 3abonsBaHus.

CpaBHaBalku me3u u3Bogu 3a boazapua om 2017 2. ¢ Ho-
BonybaukyBaHume eBponedicku npenopbku 0om masu 20guHa, Buxk-
game noguepmaHomo 3HaueHue Ha emuyHume cvoopakeHus npu
WGS. ToBa e ocobeHo BakHo, umaiku npegBug, Ye npurazaHemo
Ha WGS yBeauuaBa BepoamHocmma 3a omkpuBaHe Ha BapuaHmu,
npegpasnoAazawiu Kom 3ab0AdBaHe, pasAu4HO 0m NopBoHavaAHUA
guazHocmuyeH Bbnpoc (m.Hap. cAyvalHu Haxogku) [1,3]. Mpeno-
pokume om 2022 2. u3puyHo ynomeHaBam, ye Aabopamopuume
mpA6Ba ga umam AcHO geduHupaH npomokoa 3a agpecupaHe Ha
cAyyailHu Haxogku npegu npunazaHemo Ha camama guazHocmuy-
Hama npouegypa nocpegcmBom WGS. MeguuuHckume cneuuaau-
cmu mpA6Ba ga npegocmaBam 2eHemuyHO KOHCyAmupaHe U ga
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noAy4yam uHhopmupaHo cveracue npegu WGS [1]. Aabopamopuu-
me mpA6Ba ga npegBugAm Bb3mMoXkHU nocaegBawu uscaegBaHus
8 pesyamam Ha ugeHmuduuupaHe Ha cayyadHu Haxogku. Om mesu
cmpykmypu o6aue He ce oyakBa cucmemamuyHO ga aHaAu3upam
noBmopHO gaHHUmMe u ga gokaagBam HoBu Haxogku (ocBeH ako
moBa He bbge u3puyHO nouckaHo no cbomBemHusa peg) [1]. 06-
powa ce BHumaHue, ye pesyamamume om WGS mozam ga He
6vgam pewaBawu uau okoHYameAHu, a camo ga 2eHepupam Xu-
nomesu. He Ha nocAegHoO MAcmo, gaHHume om WGS moz2am ga ce
u3noA3Bam 3a uscregoBamencku UgAUu Camo U eguHcmBeHo npu
npegocmatsaHe Ha agekBamHo uHdopmupaHo cvaaacue [1].
CmpemumeAaHomo pa3Bumue u HaBAu3aHe Ha HOBU guaz2HoC-
MUYHU MexHoAo2uU € uskaloyumenHo BakHa Bv3moXkHocm 3a no-
go6paBaHe u onmumMu3upaHe Ha guazHocmukama Ha pegkume u
yampa pegkume 3a6oaaBatus. Hemanko om me3au nayueHmu npe-
kuBaBam ucmuHcka guagHocmuyHa ,,0gucea” go noAyyaBaHemo Ha
okoHyameAHa guazHo3a, kamo mo3u npouec Moxke ga mpae C 20-
gUHU U ga bbge conomcmBaH ¢ MHOXXecmB0 3gpaBHu, eMOUUOHaA-
HU U (uHaHcoBu HeygobecmBa u mpaBmu 3a GOAHUME U MeXHUMme

6Ausku. Om masu 2negHa mouka, WGS onpegeaeHo omBapa HoBu
Bpamu 3a HaBpemeHHO U akypamHo nocmaBaAHe Ha guazHo3a. Om
gpy2a cmpaHa obaye, WGS He cnegBa ga bbge abconlomusupano
kamo guazHocmuyeH cnoco6. Kakmo u no-paHHomo npoyyBaHe om
Bbacapua, maka u HoBonybaukyBaHume eBponeidcku npenopbku
nocmaBam peguuu HemeguuuHcku Bonpocu, koumo nbpBo cAegBa
ga noayyam cBos agekBamen omzoBop npegu ga ce npemuHe kom
wupoko npuaazae Ha WGS.
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