CekBeHyBaHHA eK30MY + MITOXOHAPiaNAbHUIA reHOM + cupi AaHi (raw data)

LLE HAUCYYACHILLWIA | HAUBINbLU AETANNbHUA MONEKYNAPHO-TEHETUYHUIA AHANI3 TEHIB, WO
BIAMNOBIAAIOTb 3A PO3BUTOK BI/NIbLUE 6 000 BIAOMMWX CNAAKOBUX 3AXBOPHOBAHb

- e TeCT ANS BU3HAYEHHA reHeTUYHUX noLlKoaKeHb (MyTauiit) B AHK, aKi € npuynHoto cnagKkosux
3axBOPIOBaHb. CyyacHi TeXHONOTIi, TaKi AK CEKBEHYBAHHA eK30Ma, 403BONAIOTb NPOaHanisyBaTu
nocnigosHictb 6inbwe 20 000 reHiB 04HOYACHO.

TECT BK/TIOYAE:
. HagiliHe NOKpUTTA ceKBeHYBaHHA BCbOrO €K30My Ta MiTOXOHAPIa/IbHOrO reHOMy, AN
3abe3neyeHHs BUCOKOI YyTAMBOCTI Ta cneundivyHocCTi TecTy.
° CepeaHiii Yyac BUKOHAHHA 5-8 TUKHIB.
° AHOTOBAHI 404aTKOBI 3BiTK 3 yCiMa PiAKICHUMMK BapiaHTaMM
° Cvpi gaHi (raw data) y dopmaTtax: BAM, VCF, FASTQ, Filtered variant files.
NEPEBATU TECTY:
o nepepg, aHani3om, KOXXHUI eK30M NPOXOAnUTb BCebiYHY reHepalito reHis, 3abe3nevyroumn
BK/IOYEHHA HELLO0A3aBHO 0Ny6AiKOBAaHUX AaHHUX 1A TEHIB Ta 3aXBOPIOBAHb;
o AOiarHOCTUKA CKNAAHUX FeHEeTUYHUX 3aXBOPIOBAHb;
o 6inbw edpeKkTMBHA Tepanis, 3a pe3y/ibTaTaMu aHani3y;
o HemMa€e HeobXiAHOCTI B 40AATKOBUX MOJIEKYNAPHO-TEHETUYHUX aHaNi3ax;
o HaABHICTb iHPOpPMaLi PO MOXANBY Nepesayi 3aXBOPIOBAHHA HACTYNMHOMY MOKOAIHHIO.

LLLO TAKE EK30M?

KoxHa KNiTWHa Haloro opraHiamy MicTUTb B SApi reHeTUYHy iHpopmauito, opraHisoBaHy B
Xpomocomu i 3awmneposaHy B monekyni AHK. AHK Hece Bcto iHdopMmaLito, HeobXiaHY Ham Ans
KUTTA | PYHKLIOHYBAHHA, 3aKOA0BaAHY TiZIbKM YOTUPMaA a30TUCTMMKM ocHoBamK: A, T, C, G; ua
iHbopmalia i € "iHCTpyKUie", AKa BU3HAYaE HalW iHAMBIAYyaIbHUN PO3BUTOK i 0COBINBOCTI
opraHiamy. fKLL0 € 3MiHa B reHeTUYHOMY Kozi abo AKLWo oaHa 3 xpomocom (abo ii yacTnHa)
BiAcyTHA abo aybntoeTbCA, NOAANbLWIMIA PO3BUTOK OpraHiamy byae nopyleHo.

B uinomy, Hawa AHK mictuTb 6inbwe - 100 000 reHiB, ane KAiHIYHO 3HaYyWMMK € 6an3bKo 20
000 reHiB, KOXKEH 3 AKMX MA€ Pi3HY KOMDIHALLitO | KiNbKiCTb HYKNEOTUAIB.

Ane He BcAa iHpopmauis, aka mictutbea B JHK, koaye 6inku (HacnpasAai BennKa YacTMHa reHoma
- e reHu, siKi He KoaytoTb 6inku!). FeHn cknagatoTbea 3 ABOX TUMIB B 3a/I€XKHOCTI Bif, X
3[aTHOCTI KOAyBaTU BiNIKK: EK30HW, AKI BiANOBIAAOTb 32 CMHTE3 Bi/IKiB; | IHTPOHM, AKi cami He
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NPoAYKYytoTb BiNkK, ane gonomaratoTb y Biabopi biNoK-KoayoumMx eK30HiB. Becb Habip reHis
Ha3nBaeTbcA "reHoM", a Becb Habip eK30HiB Ha3nBaETbCA "ek3oM" - CMUCN0Ba YaCTUHA reHoMa.

AHA/I3 MITOXOHAPIAZIBHOT AHK (MTAHK): Ky uiHHY iHpopMmauito Hapae?

MTAHK — ue AHK, wo 3Haxoantbea (Ha BigmiHy Big saepHoi AHK) B miToxoHAapiax. MiToxoHAapii
PO3TallOBaHI B LIUTOMNNA3Mi KOMKHOT KNITUHMU, X MOXKHa NOPIiBHATU 3 «baTapeikammn», aKi
BUPOOIAIOTL, 36epiratoTb i PO3NoAiNATbL HeObXiAHY ANA KNITUHU eHeprito. baraTo i3
CTPYKTYPHUX reHiB KoaytoTb BinKK, BiaNoBiAanbHi 32 pobOTY ANXaNbHUX CUCTEM i CTIMKICTb A0
aHTM6ioTUKIB. MTAHK ycnaZikoByeTbCA TiIbKM NO MaTEPUHCBKIN NiHiT i NepeaaeTbca 3 MOKO/iHHSA
B MOKOAIHHA BMK/IFOYHO XiHKamu.

MyTauii 8 MTAHK npucKkoptotoTb NpoLuec CTapiHHA | PO3BUTKY BIKOBUX NATONOri, HanNpuKaaa,
HenpoaereHepaTMBHUX 3aXBOPIOBaHb. Kpim TOro, BOHN MOXKYTb BUKAMKATU 3HUKEHHSA
4oN0BiYOi PepTUNBHOCTI, NiABULLYBATU PUSNK HEBMHOLLYBAHHA BariTHOCTI Ta eMbpioHaNbHMX
NnopyLleHb. SHUKEHHA YMcna Konii monekyn mtAHK Takox nprM3BoanTb 40 PO3BUTKY
3aXBOpPIOBAHb, TAaKMX AK MionaTii, HepponarTii, NneYiHKoBa HEZOCTATHICTb i iH.

KO/IX CNiA NPOUTU CEKBEHYBAHHA EK30MA + MITOXOHA,PIA/IbHUA TEHOM?

- y Bac € HefliarHOCTOBaHe 3aXBOPIOBAHHA, asie nonepeaHi pe3ynbTaTn reHeTUYHUX TeCTiB
6y HEOAHO3HAYHMMU;

- y Bac € cMumnTOMM CKNAZHOTO reHETUYHOrO 3aXBOPOBAHHSA, fIKe 3yCTpiYanocs B Bawii
pOoAMHI (X-3uenneHe abo ayTOCOMHO-peLLecnBHe / 4OMIHAHTHE ycnaaKyBaHHSA);

- HEeMaE€ iHLWOoro cnocoby BUKOHATM reHeTUYHE TeCTyBaHHA NeBHOro reHa (-is).

Martepian — 3 mn BeHO3HOI Kposi 3 EATA.
TepmiH BUKOHaHHA — 0 45 pobounx aHis.
LUiHa - 811 eBpo + 12'000 rpH.

KpaiHa BUKOHaHHA Tecty — HimeyunHa.
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