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Indopmanis A1 ydacHMKA NPOEKTY.

[IpoekT «'eHomika guia [losbmi» (Genomika dla Polski, G4PL) mae 3a mety
CTBOpPEHHsl  3arajJlbHOHalliOHa/JbHOI  IHQPACTPYKTypu [l TEeHOMHHUX
JocaiPkeHb. BoHa BkJIlOUaTHMe Mepexy J1labopaTopil, 10 NPOBOAUTHUMYTh
JOC/HIPKEHHA Ta BHUKOHYBAaTUMYTb MHocayru 3 cekBeHyBaHHA /JIHK,
CTBOpPIOBAaTH NpoOrpaMHe 3abe3neyeHHA [Ji aHaJi3y T€HETUYHUX JaHUX Ta
LleHTpasi30BaHy 0a3y reHOMHMX JaHUX JJs MOJbCbKOi momysasuii. Lla 6asa
JlaHUX OyJe 3alMoBHeHa paHiule 3i0paHUMM [JaHUMH, a TaK0X [JaHUMU
CeKBEeHYBaHHS 3pa3KiB, 3i0paHuMU miJ 4yac npoekty G4PL. Ilg 6asa gaHux
TaKO»X MiCTUTUMe aHOHIMHY iHdopMalito npo Bamy JAHK.

KoHcopuiym crTBopeHur 3 12 opranizanin 3 yciel KpalHM, BKJIOYAIO4U
iHctuTyTH Ilosibebkoi Akafemii Hayk (IHcTuTyT 6GioopraniyHoi ximil 3 Horo
[losnancekuM Cynepkomi ' rotepHo-MepexeBuM Llentpom (PCSS ), IHCTHTYT
reHeTUKd JioJuHU Ta IHctutyT HeHubkoro), BeJsiMKi yHiBepcuTeTH
(F'pancekui, BapmaBcbkuii, ArennoHcbkud, Jloasbkui, binocToubkuil Ta
[lo3HaHCHKHUM NOJIITEXHIYHUN YHIBEPCUTET), a TaKox HaljioHanbHi iIHCTUTYTH
kapgioJsiorii Ta oHkoJiorii Ta JlocaigHuubky Mepexy JlykaceBuu (PORT).
KepiBHHKOM npoekTy € IHCcTUTYT 6GioopranidyHoi xiMmii [losibcbkoi AkageMmii
Hayk y Ilo3HaHi. [HinjiaTuBa ¢piHaHCcyeTbcsd EBponelcbkuM COHO30M y paMKax
nporpaMu «EBponeicbki GoHaUu Aus cydacHol ekoHoMiku» (FENG). Haganns
diHaHCYBaHHS O3HA4Ya€, 10 MPOEKT MPOMIIOB peTesJbHY OILIiHKy Ta OyB
BU3HAHWM KJ/IOYOBUM JJI1 PO3BUTKY IHHOBALiM Yy NOJIbCbKIA €KOHOMiLi Ta
OXOPOHI 3/J0pOB's.

[Ipoekt G4PL € mnpoekToM 3MillaHOrO BHUKOPUCTAHHA (KOMepLiMHUM Ta
HEKOMEePLIMHUM), 1[0 03HA4aE, 1[0 WOro peaJsizalisa NpusBeje A0 CTBOPEHHS
iHppacTpykTypu (/labopaTopHe o06JiafHAaHHS, 6a3u JAHUX Ta MPOrpaMHe
3a0e3ne4yeHHs AJ5 aHaJli3y) K AJ HayKOBUX JOCAi[KeHb, TaK i /iJ11 HalaHHA
KOMepI[iHHUX MOCAYT 30BHIiLIHIM opraHi3anisam. /leTasbHy iHQopMaliio npo
NPOEKT MOKHA 3HAWTHU 3a IIUM NOCUIaHHAM: https://genomikadlapolski.pl/
Ki110490Bi NOHATTA

l'eHOM - 1€ TOBHA reHETHYHA iHpOpMaLlis OpraHi3My, 3anicaHa y cl)ole [AHK,
110 JIOKAJI3y€EThCsI NMEPeBaXKHO B s/pi KJIITHH. Y JIIOJUHU s1JlepHUN TeHOM €
JUIUIOIAHUM, W10 O3HAYa€, U0 KOXHUW IHAMBIA Ma€ [BI Komii, oJHY
yCIaJIKOBaHy BiJ MaTepi i Apyry - BiA 6aTbka. TakuhM CIOCIO CHAagKOBOCTI €
XapaKTepHUM [J11 BU/IB i3 CTaTeBUM PO3MHOXXEHHAM.

Apepna AHK nogaineHa Ha ¢dparMeHTH, SIKi HAa3WBAlOTbC XPOMOCOMaMM.
3a0poBa JioguHa Mae 23 napu (pasoM 46) xpoMocoM, i3 gkux mapu 1 - 22
Ha3UBaKTLCA ayTocOMaMU. ['eHM, 110 3HAXOAATbLCA Ha ayTOCOMAX, 3aBXAU
YCIaJKOBYIOTHCA [ABOX KomifAx. 23-Td Napa - Le CTaTeBi XpOMOCOMHY, AKi
ileHTHuYHI auuie y xiHok (X,X) Ta pi3Hi y 4osoBikiB (X,Y). )KiHku MawTb /Bi
X-XxpoMocoMH, OJiHA ycmnaJjKoBaHa Bif, MarTepi, a Jpyra - Bijg 6aTbka.
Y-xpoMocoMa, L0 BHU3HAYa€ YOJIOBiYYy CTaTh, CYTTEBO BiJAPI3HAETHCA Bij
X-XpOMOCOMHM Ta Nepefa€eThbCcA Bij 6aTbKa 0 ciHA. TOMy 4OJIOBIKM MalThb [JIBi
pi3Hi cTaTeBi XpoMocoOMU: X 3aBXKAW YCHNAaJKOBYETbCA Bij MmaTepi, a Y - Bij
6aTbKa.

B /M104CbKUX KJIITUHAX OKpPIM TFeHOMY A/pa, € TAaK0X J0JATKOBA MOJIEKYJa
JHK, o

Projekt Genomika dla Polski (G4PL, FENG.02.04-1P.04-0007/25-00) jest dofinansowany
przez Unie Europejskg w ramach programu Fundusze Europejskie dla Nowoczesnej Gospodarki
i dziatania 2.4 Badawcza Infrastruktura Nowoczesnej Gospodarki.

Fundusze Europejskie Rzeczpospolita Dofinansowane przez :' ' ’:
dla Nowoczesnej Gospodarki - Polska Unie Europejska Ak

*


asyof
PCSS


IHOOPMALIIA /U1 YYACHUKA TTPOEKTY, v. 1 2

Ha3uBa€eTbcsa MiToxoH pianbHow JHK (MTHK), sika nepegaeTbcs TiIbKHU Bif
MaTepi NOTOMKaM 0O6M/IBOX CTaTeMH.

MT/IHK, Tak camo sk i Y-xpoMocoMa, € Tak 3BaHMMHU YyHiNapeHTaJIbHUMU
(0AHOOATHKIBCBKMMM)  MapKepaMH{, sKi  [03BOJIAIOTb  NPOCTEXUTHU
NOXO/PKEHHA JIIAWHKM 1o MaTepuHcbkid (MTJHK) Ta 6GaTbkiBCbkii
(xpoMocoMa Y, siniie y 4oJ10BiKiB) JiiHisIX. Ocobu, IKi MalOTh CNIJIBHOTO MpejKa
0 MaTepUHCbKIN JiHil, HajexaTb [0 ofAHiel ramiorpynu MT/JAHK, ska
BU3HAYAETbCS  HAfIBHICTIO  crneyuiyHUX TeHeTUYHHUX  BapiaHTIB ¥y
BapiabesibHOMY perioHi MT/IHK. AHasioriuHo, Habip cnequ@iyHUX TeHETUYHUX
BapiaHTIB, 3HaWJeHUX Ha Y-XpOMOCOMi, BU3HAUYA€E NPHUHAJEXHICTb A0 JaHOI
ransiorpynu chr Y. /i peliTh XpoMOCOM, IPUCYTHIX ¥ JBOX KOMisAX Y T€HOMI,
BU3HAYUTH, BiJi SKOro 3 OaTbKiB MNOXOAWTb JaHa XpPOMOCOMa, 3HA4yHO
CKJIaJHillIe.

( N\ KNKOYOBI NMOHATTA Y FEHETULl
e TEHOM
|:> Lle Bawa ocobucra "iHcTpykuia noBynosu”. Lie nosHMi 3anme reHeTnyHOT iHopMaLl, 3ancaHol y Burnsai
= | - OHK. Y nioamiu Ginblua YacTiHa Lp0ro 3anucy 3HaxoaNTLCA Y AGPI KNITHH.
# XPOMOCOMM
l"'eHOM AQpa poanofineHwi Ha 46 "4acTuH", WO HA3MBAKTECA XpOMOCOMaMi. BoHw yTeopioioT: 23 napw:
3 KOWHOI NApK QAHY KONiK MM OTPMMYEMO BIA MATepi, 8 apyry - Big BaTeka.
\ Eg Aytocomu: [epwi 22 napw xpomacom, ChifkHi y KIHOK Ta 4onosikie. x
-'f Xpomocomu cTati: 23-TA napa, Aka AeTEpMIHYE CTATH. JKIHKW MaKTe a8l X-xpomocomi (RX), Y
a 4ONOBIKK 0aHY X-XpoMacoMy Ta ogHy Y-xpomocomy (XY).
: ® O[IHOBATEKIBCBKI (YHIMAPEHTANBHI) MAPKEPH
Lle ocofinuei coparmexti [IHK, Aiki He NepemilyioTLCa Y KOMHOMY NOKONIHHI, MAWE YCNamKoByIoTLEA
¥ Maitwe He3MiHeHOMY BUrNAZI Big ogHoro 3 GaTekis: "
@ MitoxonapiansHa JHK (MmTOHK) w Y-xpomocoma
Lie noparroeuid Hegenukit thparenT OHK, nokanizosawmii [leTepmitye Yonosivy CTaTs, yonag-
no3a AAPOM. 3380RKM HbOMY MOKEMO NPOCNIKYEATH KiHOuY ® KOBYETLCA NMLLE Bif BaTkra A0 CHHA.
nikiro (Matepunceky) - MTOHK nepenaeTecs Big MaTepi BCiM w 3aBAAKN HIl MOKEMO NPOCTIAKYBATH
HALLATKAM. YonoBivY Nk (GaTLKIBCHKY).
eTAMNOrPYNA
- Bawa "reHetvyna poguka”. Lie rpyna niogen, Wo MatoTh CNiNkHOM Npeaxa Big THCAY pokis.
HanesHicTs 40 rannorpyni BU3HAYAETECA CaMe HA 0CHOBI oaHoBaTLKIBCEKUX MapKepie.
\\

JlJ1sl 4Oro MOTPiOGHI reHOMHI AOC/TiAY)KEHHA?

KoxkeH i3 Hac BoJIOJiE YHIKaJbHOK TeHeTUYHOW iHbopMalli€, 1[0
36epiraeTbca y ¢opMi JJHK. Mu HasuBaemo ii reHoMoMm. [lo ckafly reHOMY
BXOJAATb BCi Hallli Te€HW, a TaKOX eJIeMeHTH, 110 He KOAYIOTb >XOJHUX
byHKIiOHa/IbHUX MoJieKyJl. JlesdKi 3 1LMX eJIeMEeHTIB MalTb BaXKJUBY
iHbopMaliito, HanpukaaA A igeHTUdikalii JaHoi ocobu
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abo AJis1 BU3HAYEHHs CTyNeHs CHOPiAHEHOCT. BUBYal0Oul reHoM JIOJUHH, MU
aHAJII3yEMO THUCAYI TeHIB Ta PErioHiB reHOMy, L0 3HAXOAATbCA MDX HUMHU.
[eHOMHI fgocniP)keHHd y 3arajJlbHOHAliOHaJIbHOMY MacumTabi MawTb
BUpilla/ibHE 3HAYEeHH$, OCKIJIbKA BOHU CTBOPATb MOXJIMBOCTI JJI:

* “uTOl HA BUMip” MeJULMHU: 3aBAsAKU AaHUM 3 G4PL nikapi 3M0oXKyTb y
MaibyTHbOMY MiZ0MPaTU OHKOJIOTIYHY ab0 KapAioJI0TiuHy Teparilo, ika
ieaJibHO MiAXOJUTHUME A0 TeHEeTUYHOro Habopy iHAMBIAyaslbHOrO
nauieHTa, MiHiMi3yrouu no6iuHi edpekTu (y pi3HUX KpaiHaX reHeTHU4YHi
BapiaHTU NOB’SI3aHi 3 peaklli€l0 Ha Tepamilo 4d MeTaboJsi3M JiKiB
MOXYTb 3yCTpiYaTUCS 3 Pi3HOIO YAaCTOTOI0).

* IIBUAWIOI [AIarHOCTUKU: 3HAHHA, OTPUMAaHI B pe3yJbTaTi NPOEKTY,
3aKynJsieHe o00Jla/IHAHHSAA Ta pPO3pOo0JIeHI MPOTOKOJIM aHaslily JaHuX
[I03BOJIATh BUABJATU BXXe Ha eTali CKPUHIHTY CXUIBHICTb [0
IMBiJi3alliiHUX 3aXBOpPHOBaHb (TaKUX K pakK YU XBOpPOOHU cepus), a
TaKOX pifgKicHi reHeTu4Hi JAedekTH, $fAKI 4YacTo 3aJMUIIATbCS
HeBUSABJIEHUMHU NIPOTATOM POKIB.

* 3/J0pPOBOTO MaMOYTHBOTO: pe3y/JbTaTH AOCIiAKeHb OyAyTb BUKOPHUCTaHI
JUI1 pO3pOOKM HOBHUX NPOQIIaKTUYHUX METOJIB, fKi J03BOJATH HaM
JlOBILIEe TILIUTUCA 340POB SIM.

*BUKOPHUCTAHHSl LITYYHOrO IHTEJIEKTy Ta KBAaHTOBHUX KOMIIIOTEPIB AJisf
aHaJslisy MacUBHUX 300piB JaHUX, TaKUX SIK F'€HOMHI JaHi: y aHasisi
Bawoi JHK ponmomMoxyTh HaucCy4dacHilli TEeXHOJIOTII - B TOMY YHCJI
NOJIbCbKI CYyNepKOMIT'I0TEPU Ta HOBITHI CUCTEMH LITYYHOIO iHTEJIEKTY.
lle [03BOJIUTL PO3POOUTH IHCTPYMEHTH, IO JOMNOMOXYTb JIiKapsaM
BUTATYBAaTH HAMOIIbII MeJJuuHO 3HavyLy iHpopmawito 3 JIHK manienTa.

B3saBuu yvacteb y G4PL, Bu cTaHeTe 4YacTHHOWIO TI/106a/IbHOI peBOJIIOLIl Yy
reHoMini. YacTrHa pe3y/sbTaTiB LbOro MPOEKTY (penpe3eHTAaTHBHA rpyma
HacesieHHs [losiblii) MONMOBHUTH 6a3W JaHUX, 10 Hapasi CTBOPHOIOTHCA B
paMKax BeJIMKOTO EBpomneicbKoro npoekty “I'enom EBponu” (aHrs. Genome of
Europe, GoE). Bin Mae 3a MeTy 36ip mjoHaiimMeHI1e 100 TUCAY reHOMIB KUTeJIiB
€Bponu. 3aBasku nbomy, [losibiia He Oye “6iy1010 MJIIMOIO” HAa TEHOMHIM KapTi
CBiTy, a Halli BYeHi Ta JiiKapi MaTUMyTb JAOCTYIl [0 BEJUKHUX OOCATIB
reHeTUYHHUX JAHUX HaceJIeHHS, IKe BOHU JIIKYIOTh.

Bci nudposi gani 36epiraTuMyThcs y 6e3neyHux cucteMax [I03HaHbCbKOIO
Cynepkomn’'iotepHo-MepexeBoro Llentpy (PCSS). Lli cuctemu 3axuleHi Bij
HECaHKLIOHOBAaHOTO  JocCTyny, a Bama  reHetnuyHa  iHdopmarid
36epiraTuMeTbCd TaM MiJi 3aKOA0BAaHMM HOMEPOM, 1[0 FapaHTy€ aHOHIMHICTb
y HAYKOBOMY IIpOLieCi.

IIlo ctaHeThCA 3 Bamuum 3pa3skomM?

Y4acHUK [J0OpOBiJILHO Hajae MaTepian mnpoekToBi G4PL. BuxigHum
MaTepiajoM OyAyTb 3pa3Kd KpOBI, 3i0paHi ymOBHOBaK€EHUMHM 0C06aMHu abo
3pa3Ky CJIMHY, 3a0paHi Ta HaZjaHi yYaCHUKaMH JOC/I/PKEHHsT y KOHTEHHepaX,
Ha/J|JaHUX NpaniBHUKAaMM, 110 NPOBOAATH AOCHAiAKeHHd. B apyroMmy BUNajKy,
y4aCHUK OTPUMAE MOBHUU HAOIp A/
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3a00py Ta 3amaKyBaHHS 3pa3Ka CJIMHU Ha 4ac TPAaHCHOPTY, a TAKOX JeTaJIbHY
IHCTPYKLil0 BUKOPUCTAaHHA Ta HaJCWJaHHA. YYacHUK He HaOyBae€
MaTepiaJIbHUX [paB Ha XOAHI pe3yJibTaTU [LOCHiJKeHb, BIAKPUTTH YU
KOMePpIilHi MPOAYKTH, SIKi MOXXYTb OYTH CTBOPEHi B MalOYTHbOMY Ha OCHOBI
aHaJsi3y 3ibpaHoro MaTtepiasny.

Y4yacTb y mocai/PkeHHI He mepejbadae »KOAHUX PU3UKIB 3aNoAissHHSA WIKOAHU
YYaCHUKOBI. 3pijika MOKYTb BUHUKATU: TPUBaJa KPOBOTeYa, Oi/ib YU CUHELb Y
MICTi yKOJIy, HEHPUTOMHICTb YU HyAo0Ta. Ha OyAb-AkoMy eTani JOC/i>)KeHHS
YYaCHUK MOKe BUPILIWUTHU BiJKJIHWKATHU CBOX 3roAy Ta BUMaraTu 3HUILEHHSA
CBOTO0 6i0JIOTIYHOrO MaTepiajly pa3oM i3 JaHUMH, OTPUMaHUMM 3 MOT0 aHaJli3y.

\ MEPEBIT TEHETWYHOIO AOCCTIAXKEHA / \)
n3uc BUOINEHHA MPUrOTYBAHHA
KNITWH OHK BIENIOTEKK
QPArMEHTAUIA OHK
ablill, © A
- AJANTEPK
AHANI3 DAHWUX
i \
f | 1. C—
l[—'_' O C )
waom# [ Baui / L VCF / . —
‘L \i, ‘<'if CEKBEHYBAHHA nrayig AQANTEPIB
N 74

Bamia 6e3neka i koH}igeHLilHIcCTh - Ham npiopuTeT. Bech mpoiec cyBopo
KOHTPOJIKOEThCS:

3roaa Ta AHkeTta: CnouyaTKy Bu 3anoBHUTE aHKeTYy i nignuiieTte iHGopMoBaHy
JIOOpOBIZIBHY 3roJly Ha y4yacTb y MPOEKTI Ta OTPUMAaHHA CTpaxXyBaHHS
LIMBIJIbHOI BiZIOBi1aJIbHOCTI.

[IceBaoHimizanis: lle HallBaxxIMBIIIUKA KpOK /s Bamoi koHdifeHIikHOCTI.
Bamiii kpoBi a60 c/IMHI HEralHO HAAAETHCA YHIKaJIbHUH iIeHTUPIKAaTOp, KOJ, 3
Jitep i nudp.
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Big njboro MoMeHTY, B KOMII'IOTEPHUX CHCTeMax Baie iM’sl aHi npi3Bulle He
BUCBIUYETHCH, a JiMile Lel igeHTudikatop. JocaigHuK, 10 aHali3ye AaHi, He
3HA€E, KOMY HAJIEXKUTD LieU 3pa3okK.
Buginenns JAHK: 3 3i6paHoro martepiany BugiisieMo /[IHK. IlepeBipsiemo ii
SIKiCTb, 11106 rapaHTyBaTH JIOCTOBIPHICTb pe3yJbTaTiB A0C/i/P)KEHD.
IliaroroBka a0 3uuTyBaHHA: /lo Bamoil //HK Mu npuegHyemMo MikpockomiyHi
“koHekTopu” (amanTepu). Lli KOHEKTOpPU [03BOJIAIOTh CYy4YaCHUM MalllMHaM -
CEKBEHATOpaM - “34MTyBaTH” Balll reHETUYHUH KOJ.
CexBeHyBaHHsA (34MTyBaHHA): MalurHa 34MTy€E iHPOpMallilo, 1110 MiCTUTbLCS Y
Bawiit JIHK, niTepa 3a siTepoto, i 36epirae ii y Bursisazi 6e3anedyHux iuPppoBuUx
daiis.
Ananiz ta PesyabraTi: Komn'iorepu mykaroTh y Bawiin JJHK karodoBy
iHpopMarito. 30kpeMa, MU [1iI3HAEMOCA NIPO TaKi pedi fAK:
* reHeTUYHe MOXO/PKEHHS - AOCJAIPKYyHOUM TaK 3BaHI OJHO0ATbKiBCBKi
(yHimapeHTaJIbHi) MapKepH, TOOTO ramjorpynu mMitoxosapiaabHoi JJHK
Bif, mMaTepi (y 4OJIOBIKiB i KiHOK) Ta ramjiorpynu Y-XpOMOCOMH Bif,
6aTbKa (J1M111e y YOJI0BIiKiB).
* 3MiHHM y reHax (BapiaHTH), IKi MOXKYTb BIJIMBAaTH Ha 3/10POB’s, 3TiiHO 3
MiD>)KHapOAHUM MeJJUYHUMU peKkoMeHJalisMu (cnucok ACMG).
BaxxnuBo: IHdopmaris, sky Bam HagaayThb, 3aieXuThb Bif Toi omilii, sky Bu
obepetre y dopmyaspi iHpopmMoBaHoi 3roau. Bu MoxkeTe BUPILIUTH caMi, UM
O6aka€eTe 3HATH pe3y/IbTAaTHU CTOCOBHO MOTEHLINHUX PU3UKIB JIJI1 3J0POB ', YU
TiJIbKM yHinapeHTaJbHiI (0AHOOATHKIBCbKi) MapkepH, 1LI0 JomnoMoxke Bam
Al3HATHUCA 6isble mpo Bamwux npezkiB. Takoxx Bu Moxete BUOpaTH OnLiI0
BiZIMOBHU BiJ, OTpYUMaHHA 6y,qb sKoi iHpopmalii npo Bamy JHK. ¥ oyab-akuit
MOMeHT Bu MokeTe BiJKJUKaTU CBOIO 3roAy, 3B'I3aBUIMCb 3 HaMHU
eJIEKTPOHHOI0 noiToro: g4pl@ibch.poznan.pl.
36epiraHHs 6i0JI0TiYHOro MaTepiasy, a TAKOXX NEePCOHAIbHUX | FEHOMHUX
AaHMX: Biosoriynuii MmaTepias 36epiraTuMeThbCs y crieljia/li3oBaHUX 6i06aHKax
3a CYBOpPO BH3HAY€HUX YMOB, 10 TapaHTYIOTb WOro [JOBTOBIYHICTb.
[lepcoHa/bHI Ta TEHOMHI [laHi y BUIJISAJI MCEBJOHIMI30BAaHUX AAHUX OYyAYTh
36epiratuca y cuctemax PCSS, BigmoBigHO m0 cTaHaapTiB iHpopmaliiHOI
6e3nekd. biosioriyHMM MaTepiaJ Ta JaHi OTpUMaHi B paMKaxX IPOEKTY
36epiraTUMyThbCs 1oHaKWMeHIe A0 KiHisg 2050 poky.

AHani3 2eHeEMU4HO20 Mamepia/y, 3an/JaaH08AHUll 8 pAMKAX Yb020 NPOEKMY, €
MeOQUYHUM 00CAIOHUYbKUM eKCNePUMEHMOM. 32I0HO 3 3KOHOM, 015 yyacmi
nompi6Ha Bawa dobposginbHa ma ceidoma 3200a ma, a makoxe 3a6e3neveHHs
CMpaxo8020 NOKpUmMmsi, 1K 3a3HA4Y€HO 8 NPUKPINAeHUX 0eKAapayisix.
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