NPEREHEOHATANIbHA
S ATHOCTUKA




MpopuB B PilleHHAX ANA reHETUYHOro TeCTYBAaHHS
- NporHo3yBaHHA, EK3 i nonepeaimnnaHTauinHum
reHeTUYHUN CKPUHIHT

CborogHi B Cy4aCHOMY CBITi BXX€ CTilKO BKOPIHIOETBCS AYMKA, LLIO MPUAHATTSA
YyCBIiQOM/IEHOrO BMOOPY LWOAO PENPOAYKTMBHONO 340POB’S  CiM'i
MOYNHAETLCHA 3 MEHETUYHOIO CKPUHIHMY LWe A0 3a4atTs QUTUHN.

3aBOakn  nonepefHbOMY  TECTyBaHHIO  MawbyTHi  6aTbKu

MOXXYTb BU3HA4UTK, YA MOXYTb BOHM ByTn Hebe3neyHum

ONA reHeTUYHUX BigXuneHb CBOIX Aiten. O TOro X,

Ona nap, y Skux € npobnemn 3 penpopyKTUBHUM

300pOB’AM, Taki SIK YTPYOHEHHs  3a4aTTs,

nepiognyHa BTpaTa BariTHOCTI, XPOMOCOMHI

aHomanii i iHW., reHeTn4yHe TECTYBaHHSA €

000B’A3KOBIM MOKa3aHHSIM.

Ha cborogHi icHye ABa OCHOBHVX BapiaHTu 4
nepegiMnnaHTauinHoro reHETNYHOr o
TecTyBaHHA emOpioHiB nig 4ac EKO:
nonepegiMnnaHTauinHnin reHeTUYHNI
ckpuHiHr (PGS) i nonepegiMmnnaHTauinHa
reHeTnyHa giarHocTtuka (PGD).

Lo Take PGS?
[MonepegimnnaHTauiiHiin reHeTU4HUN
CKPWHIHI  BM3Ha4Yae XpPOMOCOMHUI
CcTatyc embpioHa LUAAXOM CKPUHIHIY
BCiX 23 XPOMOCOMHUX Map Ao
nepegadi B unkni EK3. PGS ananisye
emMbOpioHn Ha AHeynnoigjto, TO6TO
Ha npaBWiIbHY KiNbKICTb XPOMOCOM,
Wwo6 NigBULMTA LWAHCKA Ha YCRillHYy
noganblly BariTHiCTb. PGS nokasaHui
onsi nap, ski marotb EK3 yepes icTtopito
6e3nnigoa  abo nepiogu4HOI  BTpaTH
BariTHOCTI, OCKiflbK/ OCHOBHOI MPUYNHOLO

BigmoBu EK3 € aneynnoigis — em6pioHn

3 HEHOPMAaNbHWM  4YMCJIOM  XPOMOCOM.
AHeynnoigia Moxe BuHMKaTM y OyOb-SKOro
eMOpioHa; NpoTe WaHcK 36iNbLUYOTLCS 3 BIKOM
marepi.

LLlo Take PGD?

MonepegiMnnaHTauinHa reHeTn4Ha giarHoctuka (PGD)
OLiHIOE eMbpioHn, Wo6 [onomMorTy 3anobirti nepepadi
CMagkoBOro FEHETUYHOro pPOo3Nagy LiTaM. SKWwo 6aTbku
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cTypboBaHi nepepaveto ix reHeTU4HUM
CTaHiB 4epe3 BigOMUI CTaTyC HOCIs,
BOHM MOXYTb 3axOTiT! 3acTocyBaTtu
PGD B noegHaHHi 3 EK3. Kapiomanninr
(kapTyBaHHA TreHiB) — Ue LBMOKe
pilleHHs Ans  aHanisy MnoOAUHOKMX
reHis, 3abesnevye iHpOPMATUBHUNA i
HaginHWI aHani3 gns nap, 3auikaBneHnx
B PGD.
KowmnaHia lllumina gns paHoro
reHEeTUYHOro aHanisy
NPOMOHYE CBOIO

HanMacoBiLLy cucTemy.

MiSeq ™ System [lepcoHanbHui
reHOMHOI ceKBeHaTop HOBOro
MOKOJiHHSA

MiSeq - ue wswugko! [MepcoHanbHa
cucrtema CEeKBEHyBaHHS lllumina
MiSeq posBonsie pgocnigHMkam B
HaNKOPOTLLNIA yac oTpumyBaTn
BUCOKOTOYHI  pe3ynbratn.  AHanis
3paska [OHK ax po oTpumaHHsa
06po6neHnx JaHnx B aBTOMAaTU4HOMY
peXxmmi 3aiMae BCbOro 8 roguvH.

MiSeq - ue 3py4Ho! MiSeq - ue egnHa
B CBOEMY pOAi cucTtema, B SKil Ha
6asi ogHiei nnathopmn peanisytoTscs
BCi CTafii CEeKBEHyBaHHA HOBOMO
MOKOJIHHA: KJIoHanbHa amnnidikadis,
6esnocepegHbO  CEKBEHYBAHHS i
KOMM’IOTEPHWI aHani3 gaHux.

MiSeq - ue macwTa6Ho!
BigpisHsalunCb  KOMNAaKTHICTIO
i 3PYYHICTIO Y BMKOPUCTaHHI,
MiSeq Bxe 3apa3 3parteH
reHepyesatn 6inbwe 8 Gb
iHpopmauii, aHanisyroumn 8
MinbApgiB nap OCHOB 3a
OfVH 3anyck.

MiSeq - ue nepcnekTUBHO!
Bucoka  npopyKTUBHICTb,
ONTMMI30BaHi  NPOTOKOSMN,

npocre i iHTYITMBHO
3po3ymine nporpamHe
3abe3nevyeHHs - Bce Lue

pobute MiSeq igeanbHoO
nnatopmMoro ana Oyab-Akin
nabopartopii, 003BOSIAI0YN
LIBMOKO i HEQOPOro NPoBOANTY
LIJI/IpOKI/II7I CMNeKTp reHeTU4YHNX
TecTiB.



KomepuiliHuii BanigoBaHuii Habip pons nonepegiMniaHTauiiHOro reHeTU4HOro
ckpuHiHry VeriSeq PGS-MiSeq kit (xkat. Ne RH-101-1001).

TexHonoris nepenbaYae CEKBEHYBaHHA OKPEMUX LiNSHOK Ha BCiX
22 aytocomax i Ha cTaTeBUX XPOMOCOMax, i BUCHOBOK MpoO
AHeynnoigito, a Takox genedii posmipom Big 1.2 Mb (Zheng et

al, Molecular Cytogenetics, 2015).

Bcsa HeobxigHa peareHTika 06’eiHaHa B O4HY MaHesb.
CekBeHyBaHHss Ha cuctemi MiSeq, possonsie
aHanizyBatu [o 24 3paskiB 3a oguH 3anyck.
Mpn Takomy HasaHTaxeHHi y NGS € nepesaru
nepeq nonepegHLO TEXHOMOrE, B OCHOBI
SAKOI NEXWUTb aHania TOYKOBMX MyTauil Ha
Mikpouinax. Kpim Toro, NGS Kpalle Bussnsie
aHeynnogii B Cymiwlax HopManbHUX i
aHeynnoigHMX  KNITWUH, WO  [O3BONSE
OonycTuT! MOoro nepesara B aHanisax
Mo3aivHu 3paskis (Goodrich et al, J Assist
Reprod Genet 2017).

Sk i paHiwe, 06pobka AaHuX i Bisyanisauis
aHeynnoigin 3AiNCHI0ETECA NPOrpPamMoro

BlueFuse Multi software.




Po3lWnpeHnit CKpUHIHI HOBOHAPOMKEHUNX —
LIAHC Ha 30POB’A AA KOXHOI ANTUHN!
x-d

LLlo TaKe BPOAXEHi NOPYLUEHHA
meTa6onismy?

Lle 3axBoptoBaHHSA, LLO CMPUYMHEHI crnagkoBumu aAedekTamu
hepPMEHTIB, SIKi NPU3BOAATL 4O 3HMKEHHST abo nigBuLLEeHHS dep-
MEHTHOI aKTWBHOCTI. 3rofomM B Tifli HAKOMWYYOTLCA MPOMIXKHI
nponykT metaboniamy. BignosigHO OO0 CTyneHs 3axBoploBaHHSA,
tdhepMeHT abo MOBHICTIO BiACYTHIN abo NPUCYTHIN nuwe Ha 0b6-
MEXXEHMUX piBHAX. Lle npr3BoanTb 4O HAKOMNYEHHSA MOTEHLINHNX
TOKCUYHUX MeTabOoNITIB, L0 B CBOK Yepry CNpPUHMNHSAIOTL MNOLLIKO-
IPKEHHS OpraHiB i MyNbTUCMCTEMHI 3aXBOPIOBaHHS (amiHO- Ta op-
raHoauegemii).

3rigHo 3i cTatucTuKoto, 3aranbHa YacToTa BPOOXKEHNX MOMUSIOK
mMeTaboniamy ctaHoBuUTb 6n1M3bko 1:2000 HEMOBNAT, 3 PISHUMU
BapiauigMn No KpaiHax Ta reorpadivyHmx perioHax.
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HaBilLo NPOBOANTU CKPUHIHT Yy nepui
OHI XUTTA?

MeTOl0 CKPUHIHIY HOBOHApPOOKEHUX € AiarHOCTUKa CnafgKoBMX
nopyLleHb 06MiHy PEYOBUH [0 TOro, SIK BOHW HaHeCyTb LUKOZY
opraHiamy HemMoBnATW. [JO BPOOKEHUX MOPYLUEHb MeTaboniamy
BiQHOCSTLCS Taki BigoMi po3nagy MeTaboniamy amMiHOKUCHOT, SK
heHinkeToHypis (PKY) Ta xBopoba kneHosoro cupony (MSUD),
NMopyLLEHHSA MeTaboni3aMy >XXMPHUX KUCNOT (Hanpuknag, nediunt
auun-KoA perigporeHasn cepegHboi Ta Ay>Ke OOBroi NaHLorosoi,
MCAD Ta VLCAD), a Tako>X opraHivHi aumooHeMmii, Taki gk isoBa-
nepiaHosa auugoHemis (IVA).

Lli pedekTn € cnagKoBMMM | 3aXBOPIOBAHHA HEBUAIKOBHI - Tepa-
nist 06MEXXYETbCA KOMMEHCALLE0 CUMMTOMIB. TVM HE MEHLL, SIKLLIO
xBopo6a AjarHOCTYETbCS BYACHO, TOBTO NPOTArOM NEPLUNX Kiflb-
KOX OHIB XXUTTSA, AITN, AKi CTpakaaoTb Hanpuknag Ha OKY, 3paTHi
>KUTU HOPMaJTbHUM XXUTTSM 3 [liETOK 6e3 heHinanaHiHy.

Ik NPOBOAATb CKPUHIHI HOBOHAPOMKEHNX?

JlabopartopHa giarHocTmKa Uyx 3aXBOPOBaHb 3IMCHIOETLCS LLAXOM BUMIPIOBaHHS NiABULLEHNX aB0 3HUKEHUX 3HAYEHb PEYOBUH-Map-
KepiB Y KPOBi HOBOHAPOMAXXEHOro. [na uboro KpoB, B3sTa 3 N'ATN HOBOHAPOKEHOrO Ha (hinbTpyBasibHUI Nanip, BUCYLLYETLCA | Ha-

NpaBnsieTbCs B laGopaTtopito.

B 6inbwocTi KpaiH cBiTy HOBOHapomKeHi nepesipstoTecs Ha 20-80 BpogyKeHMX nopylleHb MeTaboniaMy y nepLli gHi xxXutts. B Hawin

KpaiHi nepesipstoTb nuLe Ha 4 XBOpobU Takoro Tumny.

Cy4acHa pjarHocTika 3a JOMOMOroK TEXHOSOrT TaHAEMHOI Mac-CrNeKTPOMETPIl Aa€ MOXIIMBICTb BU3HAYATU LUMPOKUIA CMEKTP Mopy-
LeHb MeTaboniamy B ofHil aHaniTu4Hii npobi. Lie meTop, [o3BoNnsie 3abe3neqnT HadiiHe Ta OAHOYAaCHe BUSIBNEHHS 6araTbox Ljinbo-

BUX MOSIEKYS Ta BUSHAYNTY IX KOHLEHTpaL,i.



aters CyuacHa
THE SCIENCE OF WHAT’'S POSSIBLE™ in-vitro HlarHOCTVI Ka

KomnaHis Waters mae 6inbw Hik 15-Tu  piyHuin - goc-
Bif, B KNiHIYHIN pgiarHoCcTuui, i nocTadae HaginHi, nepe-
BipEHi pilleHHs, WO BXe mnpauTs B 6aratbox Kii-
Hikax cBiTy. 3aBasky nnigHin  cniBnpadi 3 KhiieHTamu,
HayKoBLUAMM Ta BUpPOOHMKamu, Waters po3pobus HanonTtu-
ManbHilli IHCTPYMEeHTasbHi, NporpamMHi Ta peareHTHi pilleHHs,
AKi gorioMaraloTb Nikapsam pATyBaTy XXUTTS MO BCil NNaHeTi.
3a [OnoMOro Cy4acHUX AiarHOCTUYHUX IHCTPYMEHTIB Bif
KoMmnaHii Waters mMoxxHa BU3Ha4aTy HACTyMHi po3nagn MmeTta-
00ni3My HOBOHAPOLKEHNX:

e [lopylweHHs1 06MiHY aMiHOKMCNOT i aUMNKapHITUHIB

¢ [lopyleHHsi 06MiHY XXMPHUX KUCTOT

¢ [lopylweHHs 06MiHY OpraHiyHUX KUCOT

e J1i30COMHi XBOPO6GW HAKOMUYEHHS Ta iHLE

[Ons 6araTeox 3 UMX 3aXBOPKOBaHb PO3pobeHi roTosi 4O BU-
KOPUWCTaHHA AiarHOCTU4YHI Habopwu, WO 3HAYHO MONErLyoTh i
cnpoLytoTb poboTy nabopartopii.

Hanpwknag giarHOCTUYHMI Habip AN BU3HAYEHHS aMiHOKMC-
NOT Ta auWnKapHiTMHIB gae iHdopmauito Npo Binbll HiX 26
MOKa3HUKIB, caM aHani3 Tpueae 2 XBWWHW, i JO3BONSAE BU-
3Ha4YaTu LIMPOKMIA Nepenik 3axBopoBaHb, MOB’A3aHUX 3 NOPY-
LLEHHSAM MeTaboniamy.

BMKOPUCTAHHA TaHAEMHOI
Mac-CcneKTpomeTpii B in-vitro giarHocTuui

Mac-cnekTpomeTpuyHi cuctemmn ans in-vitro giarHoCTuKM € yHiBepC&ﬂbHI/IMVI iHCTDYMeHTaMI/I, LLIO BUKOPUCTOBYHOTbCA B 6araTtbox
Megn4yHNX HanpsamMmkKax, Hanpuknag tTakmx aK:

e [liarHOCTVKa eHOOKPVHHUX NOPYLUEHb e [liarHocTmka nopyLleHb MeTaboniamy
e MoOHITOpUHr  TepaneBTU4HMX [O03 IMYHOCYNpecaHTiB Y ®  TOKCUKOMOTriYHUA CKPUHIHF
TpaHcnAaHTauinHin MeguunHi e OHKoJlorisl — paHHsA giarHocTuka (6iomapkepw), KOHTPOIb
* MoHiTopuHr nikyBanbHUX NpenaparTis npu eeKTUBHOCTI A03yBaHHS XiMmioTepanii
®  [OBroTpuvBasIoOMy NiKyBaHHI e TpaHcnduinHa MeguunHa Ta nepcoHanisosaHa MeguumHa
e iHOuBigyansHOMY Migbopi 4O3YBaHHs e BusHayeHHs BiTamiHiB D2/D3, iHWKMX BiTamiHiB, MapkepiB
®  BU3HAYEHHI B3aemMofji 3 iHWKUMK NpenapaTamm OediuunTy BiTaMiHiB
e 3MeHLUeHHi Nobi4yHuX ecekTiB e [locnigpxkeHHs 6ioMapKepiB 3axBopoBaHb
®  KOHTPOIO BY3bKOrO TepaneBTUYHOro AianasoHy e Bu3sHa4veHHs BioreHHNX amiHis



Hawi KoMNNeKCHi pilleHHsA BK/TIOUYAKTb
B cebe:

e OnTmanbHy KOHirypauito cuctemu, Lo Bunpooy-
BaHa Ta yCnilHO NMPautoe B iHWNX KJliHIKax CBIiTYy
ONs 3apaY, aHanoriyHmx Bawin

e [lporpamHe 3abe3neYveHHst ons 3py4yHOI
06p0o6KUN pe3ynbTaTiB Ta OTPUMaHHS
3BITiB Y ONTUMI30BaHOMY [J1s MOcTa-
HOBKW JjarHo3y BUrns;

e HaB4aHHs Bawwnx cneuianicTis
KBanicikoBaHMMM Ta gocBigYe-
HUMW NPeACcTaBHUKaMN BUPOG-
HUK

e [liarHOCTM4YHi Habopwn peareH-
TiB, LLIO BKKOYaOTb BCe HEOO-
XigHe onsi novaTky poboTun

e Harnkpawi 6a3u gaHux ta
METOONYHUX PEKOMeHAALIIN,
O BKIOYaOTb Balli Linbosi
CrosyKun

e MeToanyHa nigTpnmMKa

e [lporpamHi pilieHHs gns cnpo-
LLEHHS iHTepnpeTauii pesynbTtaTis

e  BignoBigHiCTb NOCTaBNEHNX CUCTEM
Lito4oMy 3aKOHO[ABCTBY YKpaiHu gns
in-vitro giarHocTukn
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THE SCIENCE OF WHAT'S POSSIBLE.”



