LUMATONrEHETUYHA
NNABOPATOPIA

KNiHIKM MeguuuHu chepTunbHocTi «AuBiMen»
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LUMATONrEHETUYHA
NABOPATOPIA KNIHIKA IVMED

MPOMOHYE MOBHUM  Habip  OiarHOCTUYHMX  XPOMOCOMHMX TecTiB  gns
AOIMMNAHTAUIMHUX, NPeHaTallbHMX Ta NOCTHAaTaNbHUX (OiTel | LopocnMX) 3pas3Kib.
JlabopaTopia MNOBHICTIO YKOMMJIEKTOBaHa Cy4YaCcHMM ob6nagHaHHAM Ta
cneuianizoBaHUMU iHPOPMaLLIMHUMK CUCTEMaMMN.

10 1500+

POKiB po3BUTKY NnabopaTopii MauieHTIB Ha piK
BUAiIB JOCNigXeHb napTHepiB-3aMOBHUKIB nocnigykeHb KapioTuny Ha pik

MNMpeaHaniTMyHMii etan nabopaTopHOi AiarHocTMkM y KniHiui IVMED 3abesneuye
BUCOKY TOYHICTb pe3ynbTaTiB [OCNiAXKEHb, 3aBAAKU, 30KPEMA, AOTPUMAHHIO BUMOT
00 TpaHCNOopPTyBaHHA Ta 36epiraHHA 6ioMmaTepiany.

MPEAHANITUYHUA ETAN BK/IHOYAE:

3abip 3 OTPUMAHHAM YMOB CTEPUIbHOCTI
MapkyBaHHS 6ionoriyHOro MaTepiany

[ligproToBKa BiAMoOBigHOI CyNnpoBigHOI LOKYMEHTaLii
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OCHOBHUMU TUNAMU OOCNIAXKEHDL
LUUTONEHETUYHOI JIABOPATORPII €:

I XPOMOCOMHUA AHATI3 (KAPIOTUIMYBAHHS)
FISH-AHANI3 (PJTYOPECLULEEHTHA NBPUOU3ALIA IN SITU)

BunsHauyeHHA KapioTuny npoBoanTbes i3 BUKopuctaHHAM GTG-nodapbyBaHHS, LLO
0O03BOJIAE AOCAIANTUN CTPYKTYPY Ta KiNbKiCTb XpOMOCOM. BuaBneHHa nopylleHb

KapioTuny gornoMara€ BU3Ha4YUTU NMPUYNHY NopyLLleHb (DepTUIbHOCTI NaLLEHTIB Ta
KOPUIryBaTU TaKTUKY iIX BeOEHHS NiKapeM-pPenpoayKTO/I0rom.
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Bu3HauyeHHsa KapioTMny nauyieHTa Bu3HauyeHHsa KapioTMny nauyieHTa
46, XY 46, XX, t(6;18)
(HopManbHuiA YonoBiumii KapioTun) (MiHounih KapioTun i3 peunnpPoOKHOLO
TpaHC/IoKaLi€l MiXK XpoMocoMaMy
6 T1a 18)

B0 Rk e b ) 1 3de age
TRy new ane WO
BunsHauyeHHA KapioTuny aMHiouuTiB BunsHauyeHHA KapioTUny BopcuH
BariTHOCTI, LLO PO3BUBAETbLCH XOpioHa BariTHOCTI, L0 PO3BUBAETbCS
47 XY 69, XXX
(HonoBiunii KapioTun i3 TpUcoMieto (TpunnoigHWMA KapioTnn 3 TpboOMa
xpoMocomu 18) KonistMn XpoMocomm X)
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OCHOBHUMU NOKA3SAHHAMU
Ond NPOBEOEHHA KAPIOTUTTYBAHHA €:

HasaBHiICTb XpOMOCOMHUX aHOMariN Yy YNEHIB pOaUHU
TpuBane igionatnyHe 6e3nnigon

lNepBWHHa abo BTOpMHHA aMeHopes
a6o nepepyacHe BUCHa)KEHHS SIEYHUKIB

AHoManii cnepMaTtoreHesy — azoocnepMia abo onirosoocnepwmis

nOBTopHI BTpaTu BariTHOCTI, MepTBOHapo,D,)-KeHHﬂ
abo XNBOHAPOOXEHHA naogaiB i3 MHOXXMHHUMKM BagamMu PO3BUTKY

Brcokui pnsunk npeHaTasbHOro CKPUHIHTY
BHyYTpilWHbOYTPO6HI Bagu po3BUTKY naoay

MHO>XWHHI Bagn po3BUTKY, 3aTPUMKa hi3MYHOro Ta pO3yMOBOIO
PO3BUTKY AUTUHU

KniHiyHO 3Ha4uMi aHOMarnii 3pocTy
CraTtesi aHoManii / 3MiHeHi renitanii

QO OO O d00

PosymoBa BiacTanictb HesicHOI eTionorii

BIOJTIOMNYHUN MATEPIAN, LLLO BUKOPUCTOBYETbLCA
ONAa UUTOMEHETUYHUX OOCNIOMXEHD:

JNimcpounTtn nepudepiiHoi KpoBi
BopcuHu xopioHa

BionTtaT nnaueHTH

KoppnoBa KpoB

®di6pobnactu nnony
CnepmMaTo3oign
TpodekTogoepma

(<IN BB I I <)

Bbnactomepu
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3ACTOCYBAHHA FISH-METOAY:

NEPEOIMMNAHTALLIMHA TEHETUMHA OIATHOCTUKA TA CKPUHIHT
o [lepeniMnaaHTaLUiiHWNIA FeHETUYHNIA CKOUHIHT
e [lepenimnnaHTalifiHa reHeTn4YHa AiarHoCTMKa /15 HOCIB XPOMOCOMHMX
aHoMasnin

MPEHATAJTIbHA OIATHOCTUKA
o CKPUHIHI @aHeYyr10ifin HEKYIbTUTOBAHMX KNITUH aMHIOTUYHOI PignHMN
e Bepudoikalig-yTo4HeHHS pe3ynbTaTiB CTaHAaPTHOro LUUMTOreHETUYHOro
OOC/iOXKeHHS

MOCTHATAJIbHA OIATHOCTUKA

e Bepuikalig-yToYHEHHS pe3y/bTaTiB CTaHAaPTHOMO LNTOrEHETUYHOMO
OOC/iOXKEeHHS
BuzHa4veHHs1 4acToTu aHeyn/10iaivi cnepMaTo30inis
LocnigxeHHs1 cerperauil XpoMoCoM Yy HociiB 36aniaHcoBaHMx nepebynos
Llocnig>keHHs1 Npupoan MapKepHMUX XPOMOCOM
Llocnig>xeHHs KinbKOCTI MeBHUX PariOHIB XPOMOCOM Y TKaHUHAX i3 HU3bKOK
rnposihepaTBHOK 34aTHICTIO

B OHKOIMEMATONOTII
e [liarHocTnKa CconigHuUX rnyxamH

OoiMnnaHTauinHnim reHeTnYHMn ckpuHinr (PGS — PGT) MeTtogom FISH ponomorae
npoBecTu BiabGip eMbpioHiB 0o eTany eMbpioTpaHcdepy. [na Moro npoBeaeHHsA
BUKOPUCTOBYETbCA 3Pas3oK KIITUH TpodeKToaepMm emMbpioHa n’'daTtoi pobwu
po3BUTKY (6n1acToumncTm).

AHeynnoigia (MoHocoMis Moninnoigia (no Tpu Konii
xpomocomu 21) / Aneuploidy CUrHaniB XpoMocoM
13 1a 21) / Polyploidy

Hopma / Normal

MOKA3AHHAMU ON14 NMPOBEOEHHSA PGT €:

Y'Y  LutoreHeTU4YHi NOKa3HUKN — XPOMOCOMHI abepaliii

SS9 (CTpYyKTYpHi aHOMannii)

g Bik »iHKM &> [lepBUHHE HEBMHOLYBaHHSA
(cTapwe 38 pokiB) BariTHOCTi HEBU3HauYeHoI eTionorii

})’ Bucokunin piBeHb aHeyngoiain

Hespani unknu IVF y criepMaTto3oigax

“ ivoned



FISH-AHAJI3 —

MeTO4 MOJIEKYNAPHO-LUUTOFEHETUYHOIO aHanisy AOsa BUABNAEHHSA | Nnokanisauii
cneundivyHnx nocnigoHoctet [IHK Ha MeTadhasHUX XpoMocoMax Ta iHTeptasHMX

agpax. na noro npoBegeHHs BUKOPUCTOBYIOTb KOPOTKI mochnigoBHocTti OHK
(30HAM), 9Ki € KOMMNeMeHTapHWUMKU MO BigHOLWEHH Ao nocnigoBHocTter OHK
06’eKTa pocNig>KeHHs. 30HAM 3B’A3YI0TbCA 3 KOMMNJIEMeHTapHUMU AinaHkamMmn OJHK.
HasBHicTb dhntoopecueHToi MITKM A03BONSAE 6GAUYNTM SIOKani3alilo reHiB y cknagi
OHK 4n xpomocom.

BukopuctaHHa FISH-aHanisy onga ckpuHiHry
aHeynAoIAin y KNITUHAX aMHIOTUYHOI pPiguHN

®doTokapTka agpa ibpobnacTtis nnopny i3
BMKOPUCTAHHAM OHK-30HAiB ons
JocnigMeHHAM KiNnbKiCHUX aHoManin
xpoMocoM 13 Ta 21 (Tpm Konii xpoMocomu
21).

FISH-aHanis aMHiouuTiB BariTHocCTi, LLO
pPO3BMBAETbCA [[OMOMara€e 3a KOPOTKUN
TEPMIH BU3HAUUTU HaSABHICTb KiNIbKICHMX
aHoManin 3a xpomocoMamm 13, 18,21, XTa Y.

BukopuctaHHa FISH-aHanisy onga ckpuHiHry
aHeynnoiai cnepMaTo30i4iB

BusHaueHHa  piBHA  cnepmaTo3o0igiB 3
KiIbKICHUMM  XPOMOCOMHMMKM aHoOManiaMu
jonomarae NnikapsiM-penpoayKTonoram
NPOrHo3syBaTW pe3yNbTaTUBHICTb MeToAIB
OPT Ta HapaBaTu BignoBigHI pekoMeHaau,il
Woao npoBeOeHHA  AoiMMMaHTauiMHOro
reHeTUYHoro TecTyBaHHSA OTPMMaHUX
eMbpioHiB B nporpaMax EK3.
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KALLEBAPOBA

OnekcaHppa OnekcaHgpiBHaA
3aBipgyBay nabopaTopii

+ 12

pOKiB [oOCBiAYy Yy UUTOreHeTuui

BMK/agauJ Kacdenpu 3aranbHoi
M Ta MegU4YHOI reHeTUKU
KHY iMeHi Tapaca LLleBueHKa

@ KepiBHUK AUMNTTIOMHUX
Ta HayKoBUX PoGIT

B 0COBUCTi HayKOBI AOCNiO»KEHHS




LHUTOMEHETUYHA NABOPATOPIA KNIHIKU IVMED
Y NAPTHEPCTBI 3 MDXKHAPOOHUMU JTABOPATOPIAMU
NMPOIOHYE:

XPOMOCOMHUN MIKPOMATPUYHUIN AHANI3
(NnpeHaTanbHWI Ta NOCTHaTaNbHUI)

WES
NMoBHOEK30MHE CceKBEeHYBaHHSA (MeTo[, W0 A03BOJISAE OOCNIONTU KOLYOUI QiINAHKM
reHiB, MyTauii B SKUX MOXKYTb CMIPUYNHUTU 3aXBOPIOBAHHS)

NGS (NEXT GENERATION SEQUENCING)
Meton PGT-A, AKMIA Oa€ MOXIUBICTb AOCAIiAUTU 36a5aHCOBaHICTb KapioTuny
eMbpioHa Ta BUSHAUYMUTU HAAABHICTb aHeYNnnoiain)

PGT-M
MeTton poiMnnaHTauiMHOI FeHeTUYHOI AiarHOCTUKU, WO [O03BOJIAE BCTAHOBUTU
HaABHICTb CagKoBOi MOHOreHHOI NaTosorii y eMbpioHa)

Mpn poTpuMaHHI HaneXXHUxX yMoB 3abopy Ta TPaHCNOPTYBaHHIO bGiosioriyHoro
MaTtepiany, MU MaeMo MOXX/TNBICTb HapaBaTu nocnyrum 3
MOIEKYNIAPHO-FEHETUYHOIO TeCTYBAaHHA NapTHepPaM 3 yCiX KyToukKiB YKpaiHu. Hauwi
cneuianict 3 TreHeTUKUM NnabopaTopHOi Ta KIIHIYHOI TeHeTUKU 3aBXKiu
gornomaraioTb Y OTPMMaHHI  NauieHTaMn Ta niKapaMu-penpoayKTosioraMm
peKoMeHaaLlil Woao NnpoBeAeHHs Takoro TUMy o6CTe)XeHb Ta iX AO0LiNIbHOCTI.

BucokoTexHONoriyHi reHeTUYHi JOCNigXXeHHA JonoMaratoTb rnmblue pgocniguTu
MOpPYLUEHHSA, WO MpPU3BOAATb A0 6e3nniana, a TakoXK 3arnobirtv HapoAXKeHH
OUTUHU 3 BafaMU PO3BUTKY.
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LUHUATONEHETUYHI OOCNIOMEHHA

11359
AHanis cnepmu, FISH-MeTon 3 600 rpH

11360

AHani3 cnepmu, FISH-meToR 3 pocnigkeHHAM

. . . 5130 rpH
iHAMBiQYyanbHOI XpoMocoMu

10583

Bu3sHauyeHHsA KapioTuny NauieHTa 2 950 rpH

11653

BusHaueHHSa KapioTuny nauieHTa

. . 3 255 rpH
TepMiHOBe BMKOHaAHHA (7 gHiB)

11363

BusHauyeHHs KapioTuny BOpCUH XOpioHa

- 5 280 rpH
B a6bopTMBHOMY MaTepiani

11752
AMHioueHTe3 2 620 rpH

11361

BusHaueHHA KapioTuny aMHiouuTiB BariTHOCTI,

L0 PO3BUBAETLCS 3870 rpH

11362

Bu3HavyeHHs KapioTuny aMHiouuMTiB BariTHoOCTI,

wo po3BuBaerbcs, FISH-meTop, 4 000 rpH

2311

Bioncia BopcuH xopioHa 2 960 rpH

11367

Bu3HaueHHsa KapioTuny nnopy 3 nynoBUHHOI KPOBI 3 250 rpH
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11364

Bu3HaueHHSa KapioTuny BOPCUH XOpPioOHa BariTHOCTI,

3 300 rpH
LLLO PO3BMBAETbCA
2112
Bu3HaueHHSa KapioTuny BOPCUH XOpiOHa BariTHOCTI, 3 465 rom
LLLO PO3BMBAETbCSH, TEPMIHOBE BUKOHAHHS P
11365
Bu3HauyeHHA KapioTuny BOPCUH XOpioHa BariTHOCTI,

2940 rpH
wo po3BuBaeTbcs, FISH-meTon
11368
FISH-aHani3 nimdouunTie Kposi (1 xpoMocoMa) 2 450 rpH
11369
FISH-aHani3 nimdouunTie Kposi (2 xpoMocomn) 3 450 rpH
6651
Xpomocomuml MIKpOMaTpPUYHWI aHani3 26 000 rpH
npeHaTasbHUN (MONEKyNsipHe KapioTUNnyBaHHA)
6652
XpOMOCOMHMVIvMIKpOManVI‘-IHVIVI aHanis 25 000 rpH
NOCTHaTaJIbHUI (MONeKynsapHe KapioTUNnyBaHHS)
6653
lNpeHaTanbHa giarHocTukKa cuHppomy i Ixkopoxi, 2 800 rpH

FISH-meTOp,

Bu Mo>keTe 3BEpHYTUCb 3@ KOHCY/IbTaLIEI0 A0 HAaWMX cneuianicTis
3 reHeTUKM NabopaTopHOI Ta KNiHIYHOro reHeTUKa:

IHTepnpeTaLlis oTprUMaHuX pe3y/ibTaTiB FreHETUYHOIr0 TEeCTYBaHHS
HeobxigHicTb npoBeneHHs reHeTUYHOro TeCTyBaHHS
[lporHo3yBaHHS pe3y/ibTaTUBHOCTI BUKopucTaHHA APT

3a HAsIBHOCTI O6TS)KEHOro reHeTUMYHOro aHaMHe3y Y ravieHTIiB
[Npy3Ha4YeHHT reHeTMYHOro TeCTyBaHHS [J1S BCTaHOB/IEHHS
MPUYMH MNOPYILLIEHHS hePTUIBHOCTI NaLliEHTIB
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