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MecTo Ha ogpKyBarse

bena LUeHTap

WELCOME TO THE ESHG CONFERENCE
F Eul

IROPEAN SOCIETY OF HUMAN GENETICS.

e Xoten Mepwuort, 27-30 maj, 2017, KoneHxareH, [laHcKa
e  BkyneH 6poj yuecHmnum 3.500

e Op MakenoHuja pekopaeH 6poj yyecHnum (AKMK,
MAHY, KnuHuKa 3a getckm 6onectn, MHCTUTYT 3a
natonoruja, ...)
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[lpepaBakba

. MpecoHannMsmMpaHa meaguLMHa U GapmaKkoreHeTMKa
J HeyporeHeTuka

. EnvreHeTUKa M reHcKa perynaumja

. KoKa 1 Kocku

J CTyaouu Ha efiHa KneTKa: og, TexHonoruja go buonoruja
. EneH reH mHory ¢eHoTMNOoBM

. HoBM onunmn 3a reHeTCKOo NIeKyBakbe

. dapmaKkoreHoMMKa BO KJAMHMKa

. HoBW reHOMCKM TexHOoNorMun

. HeBpomycKynHu 3a6oyBamba

. MoneKynckn mexaHnamm Ha bonectute

. CeH3opHM 3abosyBatba

. BKyyyBak€e NauMeHT! BO reHOMMKaTa

. MpeHaTanHa AnjarHoCcTUKa

. Ounsmopdonoruja

. Monynauuncka 1 eBOYyTUBHA reHeTUKa

. MMyHOreHeTMKa Ha KaHuep

. CtpaTermm aa ce usberHe HeHagejHa cpuesa cMpT
J HacnepeH KaHuep

. KnnHnyKka reHeTuKa og cnegHarta reHepaumja / _
[AMjarHoCTNYKO TO/IKYBatbe M KOHTPO/IA HA KBA/IUEE] =



N3Baaouu 1 nocrtepu

* [logHeceHU ce BKynHO 2389
n3Bagouu, oa kom 138 ce n3bpaHu 3a
YCHO NpUKaXyBatbe.

e (OcTaHaTUTe M3BaAOLUM ce NpudaTeHu
33 NPUKaXKyBak€ Kako NocTepu
pacnopeaHu BO 22 pas/IvyHU
noApaudyja.

e Op 20 Hajapobpun noctepu bea
n3bpaHn Hajaobpute TpM NnocTepu.




[ToceTa Ha HawmnTe copaboTHMLUMN

e Sophia Genetics

* Beijing Genetic Institute
e |llumina

* |nvitae

e Centogene
* UK NEQAS




HoBWHW o4 AOroBOPOT COo Invitae

KAMHUYKM OpNEeHTUPAHO MCNUTYBabE Ha MyTauMKM cnopes NnaHean uamn noapadja:
e Kapauonorunja (Cardiology)

e Jlepmatonorunja (Dermatology)

e Xematonoruja (Hematology)

e HacnepeH KaHuep (Hereditary cancer)

e  WmyHonorunja (Immunology)

e MeTtabonHun 3abonyBara U CKPUHUHT Ha HoBopoaeHu (Metabolic disorders
and newborn screening)

« Hesponoruja (Neurology)
* Odranmonoruja (Ophthalmology)
* [leaunjatpucka reHeTmka (Pediatric genetics)
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[lpecTnKHaTa MeHaeneeBa Harpaaa 3a
2017 rognHa ja pobu George Church

N P Llopy MerkdoHang Ypu (George McDonald Church), poaeH e Ha 28.
" : aBrycT, 1954. Toj e aMpUKaAHCKM reHeTU4Yap, MONEKyapeH
NHXKNHep 1 xemmnyap. Og 2015 rogmHa e npodecop No reHeTUKa
Ha MeauunHCcKMoT daKkynTeT Bo XapBapAa, npodpecop no Haykm BO

34PaBCTOTO U TeXHONOrMn Ha Xapsapg n MUAT.

CneuujanHu nonuntba Ha utepec (Special fields of interest):

* [EHOMCKO CKEBEHLIMOHMPaAHE N TEXHONOTMWN Ha MHTEepNpeTaLnja
(Genome sequencing and interpretation technologies)

e  CuHTeTCcKa bnonormnja u reHoOMcKM MHKMHepUHr (Synthetic biology
and genome engineering)

*  WHuuymjateata MO3OK (The BRAIN initiative)
KnoHupame Ha BoneHcTMoT mamyT (Woolly Mammoth cloning)

*  TpaHcdep Ha TEXHONOTMM U BANjAHWETO Ha TPAHCAAuujaTa
(Technology transfer and translational impact)




CnoH30punpaHn eayKaTuBHM CEMUHAPU Of,
Hlumina

e WaHuMHaTa Ha reHomcKaTta meguumnHa (The future of Genomic
Medicine)

e [1naboKo cekBeHUMOHUPatbe Ha 10.000 yoBeykn reHomu (Deep
Sequencing of 10.000 Human Genomes)

e 3rosiemyBatbe ANjarHOCTUYKUOT NPUAOHEC OA, LUMPOKOTO
CEeKBEHUMOHMPaHbe Ha reHOMOT 3a peTKu bonectun (Increasing the
diagnostic yield of genome-wide sequencing for rare diseases)

e MeagnuMHCKO reHOMCKO cekBeHUMoHupare Ha 100.000 reHomu
O/, NPOEKTOT 3a nNporpamaTa Ha peTkun bonectn (Medical genome
sequencing in the 100.000 Genomes Project Rare Disease

Programme)
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Bo choboaHoTo Bpeme ...

/AN MITREV CLINIC
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BO 3aKNY4OK ...

e Haj3HayaeH, HajroIem M HajKOPUCEH HACTaH 3a NIYfeTo KOu ce
6aBaT CO XymaHa reHeTUKa e EBporncKaTta KoOHpepeHumja 3a
XyMaHa reHeTuKa.

e (OBaaroguHa Taa ce oapKa Bo KoneHxareH, [laHCKa n aoHece
orpomeH 6poj HOBMHM KaKO BO UCTparkyBarbata Taka U BO
ANjarHOCTUYKNTE CTaHAAPAMN N TEXHONOMUMN.

 KopuCHO e ceKkoja rogmMHa Ha Hea Ja yyecTByBaaT reHeTuyapuTe
oz, JTabopaTtopuja 3a reHeTUKa 1 NpecoHannsnpaHa meamnLmnHa
3a Ja buaaTt BO TEK CO HOBUHUTE U Aa OAPpaT YEeKop co
HanpeAoKOT BO OBaa AUCLMUMNINHA.
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bhaarogapHOCT

e Ha akaa. a-p *KaH MuTtpes 3a nogapLuKaTa Aa
NPUCYCTBYBaM Ha OBaa KOHdepeHLUUja

e Ha Emununja Ctronnkosa 3a n3BoHpeaHO
npeunsHata u 6p3a opraHmM3alnja 3a y4ecTBO Ha
OoBaa KOHdpepeHumja

e Ha OnuBepa Cnacecka 3a epuKacHaTa
dUHAHCUCKA opraHmM3aumja
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