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KniHivHi pekoMeHpallii Woao BUKOPUCTAHHA Ta iHTepnpeTauii HeiHBa3BHOMo npeHaranbHoro tecty (HIMT)

1. BCTYN

HeinBaanBHuMK npeHaTtanbHun TecT (HIMNT) — ue cyyacHuin metoa
CKPWHIHTY BariTHMX, 9KkMn € 6eaneyHnM Onsa nfoga i nonsrae B aHanisi
BinbHOUMpKyntoroyol nodaknitnHHoi [AHK nnoga (cell-free DNA, cfDNA) B
KPOBI BariTHOI XiHKWM NS OLIHKM PU3NKY XPOMOCOMHUX aHomanin. HIMT
OO3BONSE BUABMATUM nNnaueHTapHi Tpucomii 3a Xxpomocomamu 21
(cuHgpom [ayHa), 18 (cuHgpom Epappaca), 13 (cuHgpom [aTay), a
TaKoX, KiNbKiCHi aHOManii ctTaTeBUX XPOMOCOM.

OkpeMi naHeni, 4AKi 3acTOCOBYHTb [00OATKOBO A0 CTaHOAPTHOro
TeCTyBaHHS MOLWMPEHNX aHeynmoigin, BKNOYaTb MiKpoaeneuil Ta iHwi
ayTOCOMHI NOpYLLUEHHS, WO MOXe HaJaBaTu nepeBary Hag cTaH4apTHUMU
CKPUHIHFOBMMU NigxogamMn 00 OUIHKM iHOMBIOYanNbHOro puU3nKy B OEAKNX
Bunagkax. 3aBasikm BUCOKiM 4yTnuBocTi Ta 6e3neui HIMT ctaB Baxxnuemm
IHCTPYMEHTOM Yy MpeHaTanbHOMY CynpoBOAi BariTHUX y BCbOMY CBITi 3
2011 poky.

2. TEOPETUYHI OCHOBMU

2. 1. BinbHouunpkyntorya nosaknituHHa JHK
Ta peTanbHa dpakuis

BinbHoumpkyntotoda nosaknituHHa [OHK (cfDNA) 6e3nepepBHO
BUAOINSAETbCA B PiAMHW OpraHiamy noauHn y d¢opMi CermMeHToBaHuX
MOJIEKYI 32 JOMOMOrOK Pi3HUX LLNSAXIB HOPMarbHUX NPOLECIB KNITUHHOI
cmeprTi. MNonynauis nosaknitnHHol [HK y kpoBoTOUI BiApPI3HAETLCA MiX
iHOMBiOAyyMaMn, € TreTeporeHHow Ta AWHaMIYHO  KONMBAETLCH,
BigjoOpakatounm TUMYacoBi rEHOMHI 3MiHM B pi3HMX opraHax. [lig vac
BariTHOCTI 0O nonynsauil nosaknituHHoi [HK BaritHOl gogaetbca OHK
nnogosoro noxomkeHHs (cell-free fetal DNA), WO BUMBINIbHAETbCA B
KPOBOTOK Yy BUMMA4i KopoTkux dparmeHTiB (150-200 nap OCHOB)
BHaACnNigoK anonToay KNiTnH Tpodobnacty i ctaHoBUTb 40 20% 3aranbHol




TeopeTnyHi 0CHOBY

nosaknitmHHoi [OHK. Akwo ananidyBatn cknag nosaknitmHHol OHK
BariTHOI, TO Moro GinbLwa YactnHa dyae maTu NOXO4XKEHHS 3 niMcoumnTis
Ta agMnounTiB, arne TakoX € JoKasu NpucyTHocTi y nnasmi saritHol JHK
3 KNITUH cepueBnX TKaHWH, MO3KY, LMTOBUAHOI 3ano3un, MiglsyHKOBOI
3ano3un, HAPOK, CNOMYYHOT TKAHWUHW Ta IHLWNX OPraHiB Ta TKaHWH. TakKoX,
B KPOBOTOLli BariTHOI NPUCYTHI iIHTaKTHI KNiTUHW Nnoga, ane KoHueHTpauis
BinbHOT nosaknitmHHol  [OHK nnoga (Tpodobnacty) nepesuLlye
KoHueHTpauito OHK B iHTakTHUX KNiTUHax B 25 pasiB, TOMY Ha CbOrofHi €
Kpalwmnm ob6’ekToM Ansa AOCHIOKEHHSI FTEHETUYHUX 3MiH.

NoszaknitmHHa [OHK nnogoBoro noxomKeHHA BUSIBASIETbLCS B
KPOBOTOL BariTHOI Yy Manmx KinbKOCTAX BXe 3 7 TWKHIB BariTHOCTI, Ti
KOHUEHTpaUisi 3pocTae 3 TEpPMIHOM recrauii, gocsaralym OoCTaTHbOro
piBHA Ans aHanisdy 3 9-10 TvxkHIB BariTHOCTI, konu dpakuia nnogosoi AHK
pocarae 4% i 6Ginbwe. CniBBIAHOWEHHA KOHUEHTpaUii nnoaoBoil
BinbHouupkyntotodol  [OHK  go  ToTanbHOI  BifTbHOUMPKYNHOKYOI
nosaknituHHoi OHK, BuaineHol 3 nnas3mu KpoBi BariTHOI, MPUUHATO
Ha3MBaTn ghemasibHOKO ppakyiero. JlabopaTopii MalOTb BKasyBaTu B
3BiTi Npo peaynbtaT HIMT BennunHy detanbHoi pakuil ona KOXHOro
3paska. PeTtanbHa dpakuis He BU3HAYaETbLCA Yepes Kinbka rogmH nicns
nonoriB abo nepepuBaHHs BariTHOCTI. HegoctaTHA peTanbHa dopakuis
Moxe 6yTm npuumHol xmbHoro pesynbrtaty. [eaki BUPOOHUKK
A03BOMATb  BUKOPUCTYBaBaTW Nig Yac METOAMKN  OOCHIOKEHHS
nosaknitnmHHoi [JHK cneuianbHi MmeToam 36aradeHHs peTanbHOI hpakuil,
TOMY KiHUEBUW pe3ynbTaT po3paxyHKiB dpeTanbHoi pakuil He 3aBXau
BiANoBigae NOYaTKOBOMY 3HAYEHHIO.

Cnig 3ayBaXuTu, WO iHKONWM FEHOMHUI cknag nos3aknituHHol OHK
NS040BOro NOXOMKEHHS MOXe He BignosigaTtu reHomHomy cknagy OHK
nnoaa 3 6ionoriyHnx abo TEXHIYHMX MPUYNH, WO ByayTb PO3rnNaHyTI Aani.
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3. TEXHONOTIIYHI OCHOBW HINT

HIMNT 6as3yeTbcs Ha cekBeHyBaHHI no3aknitnHHoi OHK nnopga, daka
BUBINbHAETBLCA NauLeHTol B MaTepuHcbkun kposoTik. HITTT gossonse
OLHUTUM PU3MK XPOMOCOMHMX aHOManin LWIISIXOM KiflbKiCHOro abo sIKicHoro
aHanigy uiei AHK.

[ToBHOreHoMHe MacuBHe naparenbHe cekBeHyBaHHA (MPS) aHanisye
yncneHHi pparmenTn HK onsa ouiHkM XpOMOCOMHMX aHOMarlin

TapreTtoBaHe cekBeHyBaHHA MPS KOHUEHTPYETLCA Ha KINHYOBUX
xpomocomax (13, 18, 21, X, Y)

AHaniz SNP (ogHOHYKNeoTuaHUX nosliMmopiamis)

3. 1. MacuBHe napanesribHe CeKBeHyBaHHS
(Massive Parallel Sequencing, MPS)

MacuBHe napanenbHe CEeKBEHYBaHHA €  HauMNOLUMPEHILLO
TexHonorieto HIMT, ake nepeabavyae cekBeHyBaHHSA MifIbMOHIB KOPOTKUX
dparmeHTiB [OHK, oTtpumaHux i3 nnasmm Kposi BariTHol. [lpouec
NOYMHAETLCA 3 BUAINEHHA NO3akiTUHHOI BinibHoumpKystotodol [HK, ska
BKNOYae AK matepuHcbky, Tak i nnogosy OHK (cfDNA). MNicna uboro
doparMeHTn amnniikytoTbCS Ta CEKBEHYHOTbHCS Ha BUCOKOMPOLAYKTUBHUX
nnatgopmax, (lllumina, Thermo Fisher, BGI Towo). KoxeH dparmeHT
KapTyeETbCA Ha BiANOBIAHY XPOMOCOMY pedepeHCHOro reHomy, a noTimM
NigpaxoBYETbCA KiNbKICTb pparMeHTiB Ana KOXHOI XpOMOCOMWU. Y HOpPMi
KINbKICTb (oparMeHTiB npornopLinHa po3mipy XpoMOcCOMW, arne npu
HasiBHOCTI Tpucomii (Hanpuknag, 3a 21-10 XxpOMOCOMOK) CNOCTEPIraeTbCA
BiAHOCHE 30inbLLEHHS KiNbKOCTI hparMeHTiB LiEel XpOMOCOMM.




TexHonoriyHi acnektn HIMT

Y 2022 poui 3’aBnA0TbCA NepLli HayKoBi nybnikauii npo pearnisadito
HINT metogom umdposol MJIP, cnepwy Ha KpanenbHUX cuctemax, a
ni3HiWe — i Ha BiNbW Cy4YyaCHUX i 3pYYHUX HaAHOMMNALUKOBMX Mpuragax.
Lindoposa INJIP BigpisHaeTbea Big MMJIP y peanbHOMY 4aci po3finieHHsam
peakuinHol CcyMmiwi Ha iHauBigyanbHi Kpanni, abo KOMIpKM nnaLlKu,
HacCTINbKN OpibHI, Wo oaHa kpanns (KoMipka) MoXe MICTUTU He BinbLie
oaHiel monekynn OHK pasom 3 iHWwnMn KoMnoHeHTamu peakuil. MNpunag
ans undpposol MNJ1P peectpye priyopeCueHTHUIN curHas 3 KOXKHOT KOMIPKK
OKpeMo, BignoBiaHO iKCyoun amnnigikauito KOXXHOI OKpeMOoi Monekynm
LiNboBOI nocrnigoBHOCTI. Takum 4mHOM uudpposa [1JIP  possornsie
oTpMMyBaTW pesynbTaT ogpasy B KinbkocTi konin [HK, 3abesnevye Ha
nopagoK Buwy 4ytnueicTb HiK [MJIP B peanbHoMy 4aci Ta 6inbLui
MOXNUBOCTI ANA O4HOYACHOT AeTeKUil KiNbKOX MilleHen B peakuil.
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Puc.1. CxemamuyHe ripedcmaesrieHHs
MYyIbmurisieKCHoI amnsigbikauii 8 KOMipkKax HaHorawku.

Ona HIMT y undoposin MJ1P amnnidikytoTbCs cneundiyvHi HeBesnuiki
OINSHKN MaTEPUHCBbKMX XPOMOCOM i XpOMOCOM Mioda Ta NopiBHIOKTLCS
IX KinbkocTi. JJocTynHi cborogHi Ha puHky HIMT-Habopn ona undposoi
P possonawTb BuABNATU Tpucomil 13, 18, 21, xpomocomMm a Takox
BU3Ha4aTM CTaTb nnofda Ta aHeynnoidii ctateBux xpomocom. Y 2025
peareHTn ansa HIMNT-undposoi IMNJIP amepukaHcbkol Atila Biosystems
otpumanu ctatyc IVDR B CLUA.
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Puc. 3. Bizyanizauis cupux 0aHux nicsis yugpposoi NSIP dns HITTT
Habopom Atila Biosystems.

Ona nabopatopHoi npaktukn HIMNT 3a gonomoroto undposoi MJP
MOXe ByTUY LiHHUM WBMNALIOK adanTauieto, HXYMM MOPOroM BXOPKEHHS,
nopiBHaHO 3 HIMNT NGS, ockinbkn He BuMarae Big nikapiB-rnabopaHTis
3aCBOEHHS HOBMX HABUYOK, SIKLLO B nNabopaTopil Bxe HanarogpxeHa lMNJ1P-
AiarHocTtuka. PoboTa 3 ungposoto MNJIP npakTuyHO He Bigpi3HSAETLCA Big
noctaHoBku [MJIP B peanbHOMYy 4aci, ocobnmBo SKWO MOBa ige npo
cydacHi cuctemum Ha ocHoBi nnawok. O6bpobka AaHWX BUKOHYETbCA
aBTOMaTUYHO nNporpamMHMM 3abesrnevyeHHAM Ta BUAAETbCA Y BUMMIAAI
NPOCTOI AN4A pO3yMiHHA Tabnuui pesynbTtaTis. TUM He MeHLUe, OOCTIgHUKY
cnig maTtu Ha yeasi wo HIMNT metogoom umndposol MNMJIP He moxe paTtu
iHpopmauito nNpo  pigKiCHI  TPUCOMIT  iHWKMX XPOMOCOM, LWO He
NoKpMBalTbCA TecToM. Hanbinblu AouinbHEe BUKOPUCTAHHA MeTody —
PYTUHHUWA MacoBUX CKPUHIHT HITT.
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MPS moxxe 6yTn BUKOHAHO y 4BOX BapiaHTax:

e[losHO2EHOMHE MacusHe naparesibHe cekeeHygaHHs (MPS-WGS):
aHanisye [1HK Bcix xpomocom. Llen nigxia 4o3BOSIS€ BUSABNATU He NnnLle
Tpucomii 13, 18, 21, ane n aHomanii iHWnx aytocom. OgHak BiH NoTpebye
BinbLoi rMMbNHU cekBeHyBaHHS (KiNbKOCTI NPOYUTaAHUX pparMeHTiB), WO
nigBuwye cobiBapiCTb Ta YCKMagHKE iHTeprnpeTauilo pesynbTaTis ans
PIOKICHMX aHOManin Yepes3 HU3bKY CTaTUCTUYHY 3HadywicTb. [puknagu
3acTtocyBaHHs: TexHororii YourGene, NIFTY.

e TapecemHe cekeeHygaHHs1 (Targeted MPS): doKycyeTbCcs Ha
XpOMOCOMax 3 BUCOKUM KniHIYHUM 3HadeHHsaM (13, 18, 21, X, Y). 3aBasaku
obmexeHoMy obcary paHux Ans  aHanisy uem metonq € Oinbl
€KOHOMIYHMM | wBMawum, 3bepiralodM  BUCOKY TOYHICTb  AnNd
HaMnoLWMpeHIWNX TpUCOMIN. TapreTHe CeKBeHyBaHHA € pPi3HOBUOOM
MPS, ane 3ocepenXyeTbCs BUKMAKOYHO Ha MNonepegHbO BU3HAYEHUX
perioHax reHomy, Takumx sk xpomocomu 13, 18, 21 i ctateBi XpOMOCOMM.
Y ubOMYy MeTOoAdi BUKOPUCTOBYHOTLCS chneumdivHi npamepun abo 3oHAM
ana amnnidikauil uineoBux ginaHok OHK nepen cekBeHyBaHHAM. Lle
O03BOMNSIE 3MEHLWNTM 00car gaHux, Wo obpobnawTbCd, i 3HU3UTH
cobiBapTicTb TecTy nopiBHAHO 3 WGS, 36epiratoun npu LbOMYy BUCOKY
TOYHICTb [OS51I1 OCHOBHMX aHoMmarsnin. TapreTHe CeKBeHyBaHHSI 4acTo
3aCTOCOBYETbCA B KOoMepuinHux naHenax HIMT, Ttakux ak Harmony,
VeriSeq Towo. BoHO onTMMi3oBaHO ANs KNiHIMHOMO BUKOPUCTAHHA, Ae
OCHOBHA MeTa — CKPUHIHI MOLUMPEHUX TPUCOMIN | aHOManin cTtaTeBux
XpomocoMm. [leski nnatdopmMm TakoXK BKMNKOYAKOTb aHania Mikpogeneuin
(Hanpuknag, del22q11.2), xo4a ue noTpebye gogaTkoBoi Banigadii Yyepes
HWXKYY NOLUMPEHICTb Takux nopyweHb. OBMeXeHHAM MeToay € Te, WO BiH
He JO3BOSISIE BUSBNATU aHOManil nos3a LifibOBMMM perioHamMmu, Wwo pobutb
NOro MeHL yHiBepcarnbHUM nopisHAHO 3 WGS.

[MepeBaroo MPS € noro Bucoka 4yTnuBiCTb i CNeuM@IivHICTb, a TaKoX
MOXIMMBICTb aganTauil OO Pi3HMX naHenen TectyBaHHA. OaHak meTton
CUIbHO 3anexXxunTb Bifd OOCTaTHLOI heTanbHOI pakuii (3assnvam >4%),
LLIO MOXE MaTu NeBHI OBMEXEHHS Y XKIHOK, SIKi CTpaXaaloTb Ha OXUPIHHS,
abo Ha paHHiXx TepMmiHax BariTHOCTI, KONn eTanbHa dpakuisa we He
gocarna HeobxigHoT Ans aHanisy BENIMYMHM.
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KniHivHi pekoMeHpallii Woao BUKOPUCTAHHA Ta iHTepnpeTauii HeiHBa3BHOMo npeHaranbHoro tecty (HIMT)

3. 2. AHani3 ogHOHYKneoTuAHUX nonimopdismis
(SNP-based NIPT)

TexHonoris SNP (single nucleotide polymorphisms) 6asyetbca Ha
aHanisi O4HOHYKNeoTUAHUX NOoNiIMOPQi3aMiB — TOYKOBUX BiAMIHHOCTEN Y
OHK Mk mMaTepuHCbKMM | nnogoBum reHomamu. [Ons uboro metoay
cekBeHylTbca cneundidHi SNP y UinboBMX XpomMocomax, a noTim
NMOPIBHIOKOTBLCA  ariefibHi  CriBBIAHOWEHHA MK MaTEPMHCBKOK Ta
nnogosoto OHK. Hanpuknag, y pasi Tpucomii crnoctepiraetbCca 3MmiHa
nponopuin anenen, WO BKa3dye Ha AOo04aTKOBY KoMilo BignoBigHOI
xpomocomun. SNP-nigxia Ao3BONs€ He NuLe OUiHKBAaTU KiflbKICHI 3MiHU
(Tpucowmii), ane N BUABNATU AKICHI aHOManil, Taki Kk Mikpogeneuil abo
YHiNapeHTaneHi gucomil. BiH TakoX egeKkTUBHUIA a5 pO3MeXyBaHHS
MaTepuHcbKol Ta nnogosoi AHK, wo nigBuLLye TOYHICTb Yy CKMagHUX
BUNagKax, Hanpuknag, npu OGaratonnigHin  BariTHocTi. OpHak
BUKOPUCTaAHHA AOHAaUil raMeT, AONOMKHE MaTEPUHCTBO Ta baraTonnigHi
BariTHOCTI yCKnagHoTb Uen aHani3. lNpuknagom SNP-nnatdopmn €
Panorama (Natera). NepeBarn SNP Bknto4yaoTb BUCOKY cneundidHICTb i
3gaTHICTb npautoBaT 3 HUXYOK pakuieto nnogosol JHK (oo 2—-3%).
OpHak MeTod BuMMarae cknagHiworo OioiHopMaTUYHOro adanisy,
3aCTOCOBYETbCA TiNbKU ANS MOLWMPEHUX CTaHIB Ta MOXe OyTu MeHLW
TOYHMM Ona BUABIIEHHA Mo3aldyHux doopM. TexHonoria SNP  He
BUKOPUCTOBYETLCA Y BuNagkax asonnigHux (ta GinbLue) sariTHoCcTen y
pasi 3acToCyBaHHSA AoHauil oounTiB abo QOMOMDPDKHOMO MaTepuHCTBa Yy
3B’SA3KY 3 TEXHIYHUM OBMEXeEHHAM BioiHOpMaTUYHOrO aHani3y YOTUPbLOX
reHOMiB O[JHOYAaCHO.

3. 3. |[HWi acnekTn TexHonoriun

Yci metogn HITT 3anexaTb Big SIKOCTI 3paska KpoBi BariTHOI Ta
npaBubHOI nabopatopHoi 06pobkn. 3assmyan, 3pas3ok MicTUTb 7—10 mn
BEHO3HOI KpPOBi BariTHOI Yy cheuianbHiM  CKNAHIK - npobipui i3
ctabinizatopom BinbHOoI [HK Ta HabupaeTbca HaTwe. Baxnueoro
YMOBOK [N YHUKHEHHS MOMWIIOK Ha eTani OTPUMaHHS 3paska €
HaBYaHHS CcepedHbOoro Meau4YHOro nepcoHany, Wo 3anyydeHnn o
NPoLeCy, OCKIfIbKM 3pas3ku € 4YyTriMBUMW [O FemMofSiizy Ta YTBOPEHHS
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TexHonoriyHi acnektu HIMNT

aryctkiB. [lpyn oTpuMaHHi 3paska KpoBi BariTHOI He [J03BONSAETLCS
nanbnyBaTu BEHY, 3aCUbHO Ta HAAOBIoO HaknagaTh OXXyT Ta 000B’A3KOBO
3abesneynTn nnaBHe nepemiwlyBaHHsA KpoBi 3 cTabinizatopom 8-10 pasis
nicns  oTpuMaHHsA. binbwicte nabopaTopin  BUKOPUCTYBYHOTb AN
TPaHCNOPTYBAHHA  CneuianbHi  TPAHCNOPTHI  KOHTEeWHepw, LLIO
ybesneyyoTb MNpobipkyu Big BMAMBY 30BHILLHIX YMHHUKIB (MeXxaHi4yHe
nowKomKeHHA abo neperpiBaHHS). Npobipkn MoxXyTb 6yTn BigOpakoBaHi
nabopaTtopieto y pasi nNpoTepMiHyBaHHA MPUOATHOCTI, HEAOCTaTHbLOro
oB’eMy KpoBi, remonisdy, 3ryctkiB Ta HeOOTPUMaHHS TemnepaTypHOro
pexumy. [Npobipkn i3 3paskamu MatoTb 36epiraTUCb NpU KiIMHATHIN
TemnepaTypi, IX He MOXHa CTaBUTU B XOSIOOAUNbHUK, 3aMOpPOXyBaTW Ta
nigaisatn Harpisy 6inbwe 30°C. 3anexHo Big BUpobHMKa npobipok, 4Yac
cTabinbHOCTI oTpMaHoro 3paska Mmoxe bytn 5-14 gHiB — ue nepioa, 3a
KM 3pas3ok Mae OyTM oTpumMaHun nabopartopicto ana aHanisy. lNpu
TpuBanomy 30epiraHHi abo TpaHcnopTyBaHHI eTanbHa dpakuiga
3HMXKYETLCSA | MOXe BYyTN HegoCTaTHLO ANS aHaniay.

KnioyoBum etanom € 6GioiHopMaTUyHMA  aHani3, OCKiSbKK
cneuianizoBaHi anroputMn (Hanpuknag, z-score abo likelihood ratios)
OUiHIOTb BIOAXWNEHHA Bi4 HOPMW Ta BuOalTb pesynbTaT Yy BUMMSA,
Kateropin pu3nMky (BMCOKMW/HM3bKMI) abo SAKICHOro pesynbTaTy
(nosuTmBHMI/HeraTueHMiN). [esaki cydacHi nnatdopmMn O03BOMAOTb
PO3LUMPUTK CNEKTP aHanidy Ao BCix 23 nap XpoMocomM abo BKOYUTU
CKPUHIHI MOHOIEHHUX 3aXBOPIOBaHb (Hanpuknag, mykosicunaosy). OgHak
Taki po3WwmpeHi naHeni 3anuwalTbCA eKCcnepuMeHTanbHUMN 4Yepes
HeJOCTaTHIO KMiHIYHY Banigauitd Ta HU3KY eTUYHMUX nuTaHb. Kpim Toro,
ToyHicTb HIMT 3anexuTs Big rMmMbuHM cekBeHyBaHHSA (Sequencing depth),
ska Bapitoe Big 5 0o 30 MiNbMOHIB NPOYNTAHUX oparmMeHTIB 3aneXHo Big
TEXHONOoril Ta MeTn TecCTy.

Ha cborogHi iCHyt0Tb HOBITHI pO3p0o6bKK, AKi MalOTb NEPCNEKTUBU A0
nogasbLIoro 3acTocyBaHHS.

A cawme:

- Rolling Circle Amplification (RCA) — ue i30TepMiYHUIA MeTO[,
amnnidpikauii AHK, akui BUKOPUCTOBYE KiNbLEBY (LIMPKYNAPHY) MaTPULIO
Ana cuHtedy posBrux nosToptoBaHux nadutoris OHK. Lg TtexHonoris
O03BONSE:
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KniHi4Hi pekoMeHaaLlii Woao BIKOPMCTaHHA Ta iHTepnpeTauii HeiHBa3MBHOMO npeHatanbHoro tecty (HIMT)

e [ligBMWNTN YYTNNBICTb BUABIIEHHS HMU3bKOYACTOTHUX MilLEHEN,
30Kkpema parmeHTis nnogosol AHK;

e 3MeHWUTN QOHOBUM LWYM, SKUA XapakTepHUM AN iHWnNX
METOAIB CEKBEHYBAHHS;

e [IpoBOANTM MYIbTUMNIEKCHUA aHani3 (ogHoYacHe BUSIBIIEHHS
KiNTbKOX MilLIeHEeW);

e OnTmmisyBaTu BUTPATK Ta YaCc BUKOHAHHSA TECTY.

Y cbepi HIMT RCA BigkpuBae HOBI MOXITMBOCTI ANst:

e BuaBneHHa  XpOMOCOMHMX aHoOManin 3 LWe  BULLOK
cneummiyHICTIO Ta YyTMBICTIO;

e AHanisy CTPYKTYPHUX BapiaHTIB, MiKpoaeneuin i
MiKpoaynnikauin;

e P03po0KM MacoBMX CKPUHIHIOBUMX MpOrpamM 3 BMCOKOK TOYHICTHO
HaBIiTb Ha PaHHIX TepMiHax BariTHOCTI.

[Mepwi komepuinHi TecT-cuctemmn Ha ocHoBi RCA Bxe npoxoasTb
KNiHivyHy Banigauito. O4ikyeTbCsl, WO B HaAMBMMXK4I POKN LS TEXHOMOrINA
OOMOBHUTL ab0 4acTKOBO BUTICHMTb TpaguuinHi nigxoanm po HIMT,
3po6buMBLLM NOTO LLe Bifibll AOCTYMHUM, TOYHUM | MacliTaboBaHNM.

3 ornaay Ha nepcnektusBHicTb Rolling Circle Amplification, Baxxnueo
BXX€ CbOrofHi BpaxoByBaTW NOTEHLian uiel TexHOonorii nig Yac po3pobku
NPOTOKONIB, @ TaKOX MPW NnaHyBaHHI BNpoBagXeHHA HOBUX MOKOMIHb
HIMT y kniHiYHY NpakTuKy.

-Hugposa [/IP  (digital PCR). OcobnusicTio MeToaukm €
poanogineHHa 3paska [HK Ha Tucadi/MinbnoHn mikpopeakuin (kanesb,
HaHOKOMIpoK). INMpoeoaunTbea MNJIP y KoXHIN MikpopeakKuii okpemo. Peakuii
3 uinboBoto [HK patoTb cneundivyHnin ryopecueHTHUn curHan. 3a
pesynbTataMmm NpoBOAUTLCA O0BYUCEHHST abCOMOTHOI KifIbKOCTI KOMiK
reHa (abo XPOMOCOMHOrO CcermeHTa), MNOpPIBHAHHA 3 Hopmoto. Lle
O03BOMSIE BUSIBATU HaONUWOK abo AediunT reHeTU4Horo martepiany.
[MepeBaroto meToaa € WBUAKICTb BUKOHAHHS TECTY.
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KniHivHi pekoMeHpaLlii Woao BUKOPUCTAHHA Ta iHTepnpeTadii HeiHBa3nBHOro npeHaranbHoro tecty (HIMT)

4. NOPIBHANBbHI XAPAKTEPUCTUKMHA

4. 1. NopiBHAHHA TeXHONOriNn M cobon

MPS 3abeaneyye HaunbinblUy THYYKICTb | TOYHICTb AS11 OCHOBHUX
TPUCOMIN, TOLi SK TapretoBaHe CEKBEHYBAHHS € EeKOHOMIYHIWWM i
weugwmnmMm. SNP-nigxig BUPI3HAETLCA BUCOKOK 34aTHICTIO A0 AeTekuil
MiKpoZeneuin i CknagHWX reHeTUYHUX 3MiH, ane notpebye BUCOKOI
obuumcnoBanbHOI NOTY)KHOCTI. BUBIp TexHonorii 3anexuTb Big KNiHIYHUX
notpe6, [OCTynHOCTI nnatcopMn Ta PIHAHCOBUX MOXITMBOCTEN
nabopaTopil. Yci meToan BMMararTb OOCTaTHLOI AN NEBHOrO0 MeToay
deTanbHOl dpakuil, wo podutb HIMNT MeHWw edekTUBHUM Ha TepMiHax
<9 TxHIB abo Yy XKIHOK i3 BUCOKUM IMT.

4. 2. NopiBHAHHA HIMT 3 TpaguLUinHUM CKPUHIHIOM

HIMT peBonouioHidyBaB nigxia A0 npeHatanbHOro CKPUHIHTY
3aBOSIKM CBOIM BUCOKIM TOYHOCTI, 6esneui Ta LWMPLWIOMY CHEKTPY
BUABIIEHHA XPOMOCOMHMX aHOManih rMOpPiBHAHO 3 TpaguuinHUMmn
MeTo4aMn, TakKMMM sIK KOMBIHOBAHWIN CKPUHIHT nepLlioro Tpumectpy abo
CKPUHIHT  gpyroro TpumecTpy (b6ioxiMiYHMKA aHani3a cupoBaTKOBUX
MapkepiB). TpaOuuiHUA CKPUHIHF, XO4a | 3anuwaeTbCa OOCTYMNHUM i
LUMPOKO  3aCTOCOBYBaHUM, Mae  peski  obMeXeHHS. HIMNT,
BMKOpUCTOBYIOYKM aHani3 no3aknitnHHol AHK nnoga (cfDNA), mae okpemi
nepesary, WO podOUTb MOro 3pyyHUM Ta eqeKTUBHMM BUOOPOM Yy
BGaraTboX KMiHIYHUX CUTYyaLiax.
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KniHiYHi pekomMeHauil Woao BUKOPUCTaHHA Ta iHTepnpeTadii HeiHBa3uBHOro npexHaranbHoro Tecty (HIMT)

KopoTko npo ocHoBHi nepesarn HIMT:

Bucoka ToO4YHICTb

YyTnumeicTb i cneundivHicTb nepesuyoTs 99%
A8 TpyucoMmil 21, 3Ha4YHO NepeBepLLYOYN aHamNOoriYHi
MOKa3HUKM  KOMOBIHOBaAHOrO  CKPWHIHIY  nepLuoro
TPUMECTPY.

Hwn3bknn piBeHb
XVOHOMO3UTUBHUX
pesynbTarTiB

0,1-0,5% npotn 5% y Bunagky KomMGiHOBaHOro
CKPUHIHrY | un Il TpumecTpy.

Besneka

MiHimizauis pusnky Ona  nnoga  LWAgXoMm
YHUKHEHHS NPOBEAEHHS HeobrpyHTOBaHMNX
IHBa3NBHUX Npoueayp.

Po3wupeHi
MO>XIUBOCTI

BusBneHHs pU3NKy  aHomanin  craTteBuXx
XpPOMOCOM, MiKpoAeneLuin, piakicHMX aHeynnoigin (3a
HasiBHOCTI  BIAMOBIAHOI  MaHeni), 4SKi  MOXHa
KOMOIHYBaTM B 3aneXHOCTi Big MOKasiB Ta KIliHIYHOI
KapTUHU NauieHTa.

HaTtomicTb, okpemi moaudikauii koMbiHOBaHOro
CKPUHIHTY | TpMeCTpy A03BOMNSAKTb pO3paxoByBaTH
iHOUBIOyanNbHUA  PU3UK  YCKMNadHeHb  BariTHOCTI
(Npeeknamncii, 3aTpPUMKM BHYTPILLHLOYTPOBOHOIO
PO3BUTKY nroga, nepegyacHux rMosorie), YactoTa
AKMX B MonynaAuil BuWwa 3a 4acToTy MNOLMPEHUX
XPOMOCOMHWX CUHOPOMIB.

PaHHe
TeCTyBaHHSA

HoctynHe 3 9-10 TUXHIB BariTHOCTI.

| TpaguuinHi ckpuHirosi nporpamun, i HIMT € pisHMMM BapiaHTamu
FEHETUYHOrO CKPUHIHIY, WO NOoTpebyloTb BiAMOBIAHOIO NepeaTecTtoBOro
Ta NICNATECTOBOro KOHCYMbTYBaHHS Ta HaB4YaHHSA MepcoHany, SKuin
KOMYHiKye 3 BariTHUmu. [eTtanbHe nopiBHAHHA HITT Ta TpagnuinHnx
CKPUHIHroBMX 06CTEXEHb BariTHUX:
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KniHiYHi pekomMeHauil Woao BUKOPUCTaHHA Ta iHTepnpeTauii HeiHBa3uBHOro npeHaransbHoro tecty (HIMT)

1. Yymnueicms i cneyugidyHicmb

HIFT

TpaaunuinHi CKPUHIHIOBI Nporpamu

BUcoKa 4yTnmBicTb (>99%) |
cneuundivHicTb (>99%) ans
BUABSIEHHA TpUcoMil 21 (cuHapom
[layHa), a TakoXX BUCOKa TOYHICTb
ans Tpucomin 181 13. Le
A03BOSISIE 3 MAKCUMaribHO
BMNEBHEHICTIO iAeHTUdIiKyBaTn
BariTHOCTi 3 BUCOKUM PU3MKOM LINX
aHomanimn.

Hanpuknag, ansa tpucomii 21
yytnueicTb HIMT nepesuniye 99%,
a piBeHb XMOHOMNO3UTUBHUX
pesynbTtaTiB ctTaHoBUTHL 0,1-0,5%.

PesynbTat goCnigKeHHA He
3anexuTsb Big pesynbTartie Y3/.

3aBasku suLwin vyytnmeocTi HIMT
3HUXYETBCSA KiNbKICTb
HeoBrpyHOBaHNX iIHBA3UBHUNX
BTPYYaHb

KomBiHOBaHMIN CKPUHIHT NepLuoro
TPUMECTPY, KU BKINOYae
BMMIiPOBAHHA TOBLLMHN KOMipLEBOTo
npoctopy (TKIT) nnoaa, HOCOBOI KiCTK
3a gonomoroto Y3 i aHanis
cnposaTkoBux mapkepis (b-XIJ1 i
PAPP-A) 3 HacTynHUM po3paxyHKOM
iIHOMBIAYaNbHONO PU3NKY XPOMOCOMHUX
aHomanin, Mae YyTnmeicTb 6nn3bko 90-
95% ans Tpucomii 21 npwu piBHi
XNMBHOMO3UTUBHUX pesynbTtaTiB 5%.
Cnig nigkpecnuTw, Wo KiHueBumn
pesynbTaT KOMOIHOBAHOIO CKPUHIHrY |
TPUMECTPY € KPUTUYHO 3arieXHUM Big
komneTeHuin nikapsa Y3M woao
MapKepiB, SKi BiH BUMIPIOE, Ta Bif,
KoeqilieHTa Bapiauii peareHTiB Ta
obnagHaHHs, WO BUKOPUCTOBYETHLCS
OS5 po3paxyHkKiB. BkasaHi 3Ha4eHHS
YyTIIMBOCTI CnpaseasivBi nuwe ans
cuTyauin, ne 4oTpMMaHO BCi BUMOTM
FMF. Y pasi HegoTpuMaHHS BUMOT
YYTNUBICTb 3HAYHO 3HUXYETHLCS.
CKPUHIHT gpyroro TpumMecTpy y doopmari
notpinHoro tecty (A®I, XI'T1 i ectpion)
Mae YyTnuBiCTb Ha piBHI 50-70%, a
piBEHb XMOHOMO3NTUBHUX Pe3yrbTaTiB
BiANOBIgA€E MOKA3HMKY CKPUHIHTY
nepworo TpumecTpy. Lli Hegoniku
NPU3BOAATbL 0 TOro, WO 3Ha4Ha
KiNTbKICTb XIHOK OTPUMYIOTb pe3yribTaTu
BMCOKOIO pU3KKy i NOoTpebyloTb
A00aTKOBUX iIHBaA3MBHUX npoueayp 3
KapioTunyBaHHAM MaTtepiany
NNOAO0BOr0O MOXOMKEHHS, TakuX AK
aMHioueHTe3 abo bioncia BOpCuH
xopioHa (BBX), Wo HecyTb pu3aunk
NOTEHUINHNX YCKNagHeHb (Hanpuknag,
pu3unk BukngHsa 0,11-0,22%).
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KniHiYHi pekomMeHauil Woao BUKOPUCTaHHA Ta iHTepnpeTadii HeiHBa3uBHOro npexHaranbHoro Tecty (HIMT)

2. 3HUXXeHHS pieHs1 XubHOMNoO3umueHuUX pe3yJsibmamie

HIFT

TpaaunuinHi CKPUHIHIOBI Nporpamu

OpHieto 3 Hanbinbwux nepesar HIMT
€ MOro 34aTHICTb MiHiManidysaTu
XMOHOMO3UTUBHI pe3ynbTaTh Wo €
gaxkxnuesum chbakmopom Orisi
CKPUHIH208020 MeMmMOodJy .

PiBeHb XMOHOMNO3UTUBHUX
pesynbTaTiB cTaHOBUTb MeHLwe 0,5%,
LLIO O3HA4Ya€ MEHLLY KifbKICTb XIHOK,
AKi NepexunBaroTb HENOTPIBHUI CTpec
| NPOXOAATb iHBA3UBHY AiarHOCTUKY.
Lls nepeBara ocobnueo Baxxnuea ans
XXIHOK i3 cepeaHiM abo HU3bKUM
6a30BMM PU3MKOM, A€ TpaauLinHnA
CKPVIHIHT YacTiwe Buaae
XMOHOMO3UTUBHI pe3ynbTaTy, LWo
CMPUYNHYE 3aCTOCYBaAHHSA
noganbLUMX iHBa3MBHUX TECTiB 6e3
pearnbHoi noTpebu.

BuLwin piBeHb XMOHONO3UTUBHNX
pesynbTartiB (40 5%) cnpUYnHEeHnN
3arexHiCcTIo Bi HENPSIMUX MapKepIB,
Taknx sik nabopaTopHi NOKa3HUKN B
cupoBaTLi KpoBi abo aHaTOMIYHiI
0COONMBOCTI Nnoaa 3a pesynbTaramu
Y3M, Wwo MoXyTb BapitoBaTh 4yepes
doizionorivyHi goakTopu, He NoB’sa3aHi 3
XPOMOCOMHUMN aHOMarslisiMu.
Hanpuknag, nigBuLLeHnn NoKasHUK
TOBLLMHM KOMipLEBOIro NPOCTOPY
(TKIT) moxe OyTn noB’a3aHum i3
HEereHeTUYHUMN NPUYMHAMMK, TaKUMIN
SK BHYTPILLHbOYTPOBHA iHGEKLis Yn
Baau cepud, a 3aMmiHu pisHa PAPP-A
MOXYTb Bigobpaxkatu nnaueHTapHy
ANCYHKLIO, @ He TPUCOMIIO.

3. be3neka ma HeiHea3UuBHicMb

HINT

IHBa3MBHa npeHaTanbHa giarHocTuka

BpaxoBytoun WO TECT BUKOHYETHCH
K PYTUHHUIA 3a0ip KPOBI, BiH €
NpaKkTU4HO 6e3nevyHnmM MeToLoMm,
Aakun notpebye nuwe 3abopy 7-10
MJ1 BEHO3HOI KpoBi MaTepi. BiH He
Hece X04HOro pM3nKy Ans nNnoga yu
BariTHOCTI, Ha BigMiHY BiJ iIHBa3NUBHUX

npoueayp.

AmMHioueHTe3 i BBX 3
KapioTunyBaHHAM, Xo4a €
AiarHOCTUYHUMMN, NPOTE acoLilOITbLCH
3 404aTKOBUM PU3MKOM BUKUAOHS
(0,11-0,22%), iHGbiKyBaHHAM 4K
ypaKeHHsIM Nfioaa, Wo pobuTb ix
MeHL BakaHMMK O PyTUHHOIO
BUKOpuUcTaHHs. Came ToMy nepeg
IHBa3MBHUM BTPYyYaHHAM MOTPIOHO
NMOPIBHIOBATU PU3NK BUABIIEHHSA
XPOMOCOMHOI aHoMarii y nrnoga Ta
PU3MK MOXITMBUX YCKNaHEHb,
NOSAACHIOBATU Lie BariTHin Ta
OTPMMYBaTU MUCbLMOBY iIHPOPMOBAHY

aroqy.
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KniHivHi pekoMeHpaLlii Woao BUKOPUCTAHHA Ta iHTepnpeTadii HeiHBa3nBHOro npeHaranbHoro tecty (HIMT)

4. PaHHE eUsi8/IeHHS1 XPOMOCOMHUX aHoMarlil

HIFT

TpaaunuinHi CKPUHIHIOBI Nporpamu

[laHe obCcTexxeHHA MOXKHa NPOBOANTH
3 9-10 TWXHIB BariTHOCTI (3anexHo
Bi nnatdopmn), konu etanbHa
dopakuis y MaTepPUHCLKIN KPOBI
aocsrae oCTaTHbOro pPiBHA Ans
aHanigy. Lle no3ssonge otpumaTu
pe3ynbtat 00 12-13 TUXHIB
BarTHOCTI. PaHHE TecTyBaHHSA cnpusie
CBOEYACHOMY MNSiaHyBaHHIO
IHBA3MBHOI AiarHOCTUKWU, AKLLIO BOHa
HeobxigHa, abo niaroToBLi OO
HapPOMKEHHSA OUTUHU 3 XPOMOCOMHOK
aHoMarnieto, Lo B CBOIO Yepry
[03BOSSE NPOrHO3yBaTU BCi PU3UKK
Ta BUbyayBaTun TakTUKy OiR, K AN
nikapsi KU cnocTepirae BariTHICTb,
TakK i ANs BariTHOI y pasi NPUAHATTA
PiLLEHHA NPO MPOOOBXEHHS
BariTHOCTI Ta Mnosioru.

CKPWHIHT NepLLoro TpUMecTpy
npoBoanTbea B 117°—13*% TuxkHiB, LWo
3aaeTbes nopiBHAHHUM i3 HITIT.
[MpoTe noro pesynbTaT MOXYTb
noTpebyBaTtu NiaTBEPAXKEHHS
(LLNAXOM 3aCTOCYBaHHS iHBA3UBHUX
npouenyp) Yepes HMXKYY TOYHICTb, Lo
BiATEPMIHOBYE OCTaTOYHUN
BUCHOBOK.

[MoTpibHO 3ayBaXXnTu, WO Y pasi
BNCOKOro abo cepeHbOro pu3uky 3a
pes3ynbTaToM KOMBIHOBaAHOro
CKPUHIHrYy | TpumecTpy 3
aoTpumaHHam anropntmy FMF (Fetal
Medicine Foundation), CKpUHiHr
ApYyroro TpUMecTpy He Moxe ByTu
3aCTOCOBaHUM y 3B’A3KY 3 NOro
MeHLwot vyytnueicTio (50-70% npoTun
90-95%)
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5. Po3wupeHuu cnekmp eUusi8J/1IeHHS

HIMT

TpaguuinHi CKPUHIHIOBI Nporpamm

HIMT 3gateH BuaBnsaTK He nuwie
Tpucomii 13, 18 i 21, ane n aHomanii
cTaTeBMX XpOMOCOM (Hanpuknag,
cuHgpom TepHepa — XO, cuHapom
KnanHdpenbtepa — XXY), a B 4esKux
naHenax — Mikpogeneduii (Hanpuknaga,
22011.2) Ta pigkKicHi ayTOCOMHi
TPUCOMII — Lie Jae MOXIUBICTb LLIMpLIE
OLIHUTUM KNiHIYHY cuTyauito. [eski
naHeni HIMNT po3sonatoTb
nornubnoBaTK aHani3 4o OLiHKU
Bapiauil KifTlbKOCTi KOMin po3MipoMm
6inbwe 7M6 (Copy Number Variation,
CNV), ane y pasi NO3UTUBHOIO
pesynbTaTy fiarHOCTUYHE TECTYBAHHS
MOXXe€ BUMaraTu npmu3HayeHHs He
KapioTunyBaHHA, @ XpOMOCOMHOIo
MIKpOMaTPUYHOro aHanidy amHiounTiB
Ta BiANOBIAHOIo Yacy Ha NPoBeAEHHS
OOCnNioKEHHS.

3aBasikm npamomy aHanisy OHK,
NPOMOHYE LUNPLUMIA OiarHOCTUYHUIA
noTeHuian, wo pobuTtb NOro LiHHUM
IHCTPYMEHTOM 4515 Cy4acHOl
npeHaTanbHOI MegULINHN.

Y pasi 3actocyBaHHsa HIMT sk TecTy
nepwol NiHit go Y3 nepLuoro
TPUMECTpPY Ta y pasi HOpManbLHOro
pesynbTaTy pekoMeH40BaHO
nposeaeHHs Y3 3 noganswmnm
pO3paxyHKOM iHOUBIQYaNbHUX PU3UKIB
yCKnagHeHb BariTHOCTI 6e3 OLiHKK
PU3NKIB TPUCOMIN.

Kom6iHOBaHWI CKpUHIHT | TpumecTpy
0OMEXYETbCH OLIHKOK PU3UKY NnLLE
anga Tpucomin 21, 18 i 13, a Takox
AedektTaMmy HEpPBOBOIT TPYOKM
(BM3Ha4eHHs piBHA APl y opyromy
TpumecTpi). B gesknx Bunagkax
BUCOKWUIM PU3NK NOLLUMPEHOT TPUCOMIN
abo KifibKOX TPUCOMIN MOXe
HernpAMo BKa3yBaTW Ha iHLINN
reHeTUYHuM ctaH. Pnamk anomanin
cTaTteBMX XPOMOCOM i Mikpoaeneuii
3a3BM4an He BUSBIIAETLCS
TpaguuinHnMmn MmetTogamu, Lo
3anuulae Li ctTaHu nosa yearow o
HapOAKeHHSA abo BMNAAKOBOro
BUSABMEHHS NEBHMX 03HAK Ha Y3/,
LLIO iHOAI MOoXe ByTu AiarHOCToBaHO
B Ni3Hi TepMiHK BariTHoCTi abo nicns
HapOMKEHHSA ONTUHN.

3a anroputmom FMF kombiHOBaHWUI
CKPUHIHT | TpMecTpy Ao3BoOSIsiEe
po3paxoByBaTu iHAUBIQYyaNbHUI
PU3NK yCKNaaeHb BariTHOCTI
(Npeeknamncii, 3aTpPUMKn
BHYTPILLHbO- YTPOOOHOro pO3BUTKY
nnoaa, nepegyacHux nosioris).
PanHe Y3/[] Takox moxe
piarHoctyBatn Ao 40% rpyoux
aHaToOMiYHUX Baf, PO3BUTKY noda
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6. 3MeHWeHHs rncuxosio2i4Ho020 cmpecy

HIMT

TpaguuinHi CKPUHIHIOBI Nporpamm

Baxnmeo po3ymiTu, O 3 BIKOM XIiHKKU |[1pu TpaguuinHOMY CKPUHIHTY iCHYE

3pOCTaE PU3NK XPOMOCOMHUX

BULLNIA piBEHb XMOHOMNO3UTUBHUX

aHomanin B ooumMtax ocobnmBeo LWoOO0 |pe3ynbTariB, Lo, B CBO Yepry,

Tpucomil 21, Tomy came BUCOKa
HeraTMBHa NPOrHOCTUYHA LiHHICTb
(>99,9% nnsa Tpucomii 21)
3abeasneyye BinbLUy BNEBHEHICTb Y
HeraTMBHOMY pe3ynbTari,
3MEHLUYHYM TpMBOry Ta noTpedy B
A00aTKOBUX TECTax.

BUKIMKAE 3HAYHUN CTPEC Y BariTHUX,
ocobn1Bo KONM noganbLua iHBa3nBHA
AiarHOCTMKa He NiaTBepaXye
aHomanin.

7. Y3azanbHeHHs

HIMT

TpagunuinHi CKpUHIHIOBI Nporpamu

HIMT gpemoHcTpye BUCOKY
YYTNUBICTb Ta CneundIiyvHIiCTb 3
piBHEM BUsiIBNEHHA noHad 99% ans
cuHgpomy [ayHa. Llen piBeHb
TOYHOCTI NepeBepLUye TpaanuLinHi
MeToau, AKi NoKNnagarTbCs Ha
YNbTPa3ByKOBE AOCHIIKEHHA Ta
CUPOBATKOBI MapKepwu.

MatoTb HUXXYY YYTNUBICTb, BULLIN PiBEHb
XNBHOMO3UTUBHUX PE3YNbTaTIB i
0OMEXEHUN CNEKTP BUABIEHHS
XpOMOCOMHOI nartosoril. OgHak,
N03BONAITb AiarHoCcTyBaTu Baau
PO3BUTKY CUCTEM Ta OpraHiB nnoaa,
po3paxoByBaTu iHAMBIAYaNbHUN PU3KK
npeeknamncil, 3aTPUMKN BHYTPILLHbO-
yTPOOOHOro po3BUTKY Nnoaa,
nepenyacHux nosorie. Lle nigkpecntotoe
noTpeby B CynyTHbOMY 3aCTOCYBaHHI
cyyacHux meTtogais, Takmx gk HIMT,
ocob6nmMBO Ans rpyn NigBuLLEHOrO
PU3NKY.

TpagunuinHi CKPUHIHIOBI TECTU TaKOX
MaloTb METOAONMOriYHI OOMEXEHHS, AKi
3anexunTb Bid BiKy MaTepi, LLO MOXe
NPU3BOANTU A0 HEAOOLIHKM PU3UKY B
MONOALLNX XiHOK abo NepeoLliHkM B
CTapLumx. Takox pesynbTaTv MOXYTb
BapitoBaTK 3anexHo Big skocTi Y3[-
obnagHaHHsA, OOCBigy onepaTopa Ta
nabopaTopHUX cTaHgapTiB Ans

CUPOBAaTKOBUX MapKepiB.
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5. KNNIHIYHI ACNEKTU TA OBMEXEHHHA

5. 1. OomexeHHsa HIMT

HIMT € 3Ha4YHMM OOCArHEHHSIM npeHaTanbHOI MeAUUUHU 3aBOAKU
CBOIN BWMCOKIN 4yTnMBOCTI Ta ©Oes3neui, ogHak BiH HEe € OOCKOHannMm
MeToaoM i, K Oyab sKMM MeTod, Mae obMmexeHHs. Lli obmexeHHs
CTOCYKOTbCSl MO0 CKPUMHIHFOBOrO XapakTepy, TEXHIYHUX 0cobnmnBoOCTEN,
KNIHIYHMX cueHapiiB | TOYHOCTI ANnA nNeBHUX TUNiB aHomMarsin. Po3ymMiHHS
LMX acnekTiB € KPUTUYHO BaXKNUBUM AN NPaBUNbHOIO BUKOPUCTAHHS
HIMT, iHTepnpeTauil pe3ynbTaTiB | YHUKHEHHST XUMOHWUX OYiKyBaHb Y
BariTHUX Ta nikapis.

Hwxye HaBeaeHO geTanbHUM ornan Kiaroyosux obmexernb HIMT:

Hes3Baxatun Ha BMCOKY YYTNMBICTb i cneumdivHICTb
ansa Tpucomin 21, 18 i 13 (>99% BignoBigHO), NO3UTUBHUN
pesynbTaTt 3aBxau NnoTpebye niaTBepoKEHHS iIHBA3NBHUMMU
MeToAaMK, TakuMM siK amHioueHTe3 abo 6Gioncia BOpCUH
xopioHa (CVS) 3 nopganbwum KapiTunyBaHHaM. Lle
noe’sisaHo 3 TuMm, wo HIMT ananisye nosaknitnHHy [OHK
nnoga (cfDNA), dka noxoouTb i3 nNnaueHTn, a He
CKpuHiHroBumn, |6esnocepedHb0 3 KMiTMH nnoga. Y Aesikux Bunagkax

a He nnaueHTapHa OHK moxe He Bigobpaxatu reHoTMn nnoga
AiarHOCTUYHUIN |Yepe3 sBuvLLe ODMEXeHOro nraueHTapHoro mo3aiunsmy

xapakrtep (confined placental mosaicism, CPM), konu aHomanis
oOMEeXyeTbCA MNaueHTo, a nfig Mae HopManbHU
Kapiotun abo Haenaku. Taki po3b6iKHOCTI NpuM3BOAATb A0
HeobOxigHoCTi gopaTtkoBoi Bepuddikauii. Omxke, HIMT He
3aMiHIOE [iarHOCTUYHI TeCTN, a nuwle Crnyrye iHCTpyMeHTOM
ans crpatudikauil pusuky. MNosutneHun pesynetat HIMT
6e3 noganbLol AiarHOCTMKM He Moxe ByTu nigcTaBoo Ans
HEe3BOPOTHIX MEOUYHUX PilLlEeHb.
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KniHiyHi acnekTn Ta 00MeXeHH#

3anexHicTb Big

dopakuit
nnogosol HK

EdektusHicte HIMNT 3anexunts Big AOCTaTHLOI
KoHueHTpauil nnogosoi [QHK B MaTepuHCLKI KpOBI, sika
3a3Buyan ctaHoButb 4—-13% Big 3aranbHoi cfDNA. Akwo
dpakuis nnogosoi JHK € H13bKo (<4%), TeCT MOXe ByTn
HeBaanum (no-call result).

Hunsbka ppakuist MOXXe BUHMKATW B KiSTbKOX CUTYyaUisiX:

ePaHHin TepmiH BaritTHocTi: Ao 9-10 TWXHIB
KoHueHTpauis cfDNA 4yacTo HegocTaTHS onsa aHaniay.

e OXXMPiHHS MaTepi: y XIHOK 3 BUCOKUM iHOEKCOM Macu
Tina (IMT >30) dpakuia nnogosoi AHK 3HMKyeTbCS Yepes
Oinbwunin 06’eM MaTEpPUHCLKOI nfasmuM Ta NigBULLEHNIA
piBeHb MaTepuHcbkol CfDNA 3a paxyHok [OHK 3
agumnoumnTiB.

ebaratonnigHa BariTHICTb: dopakuisa nnogosoi AHK
pO3NoAiNAeTbCa MK nnogamu, WO MOXe YCKnagHUTH
aHanis i notebye ocobnueoi yBaru fikapsi, AKMin NOTEHLINHO
byne sukopuctosysatun HIMNT B poboTi.

¢ 3aCTOCYBaHHS aHTUKOArynsaHTiB NpsAMOl Ail.

HeBoanuwm pesynbTaTt TECTY 3MyLLUYyE NOBTOPHO BpaTu
3pa3ok 4yepe3 1-2 TWXKHIi abo BOoaBaTucs OO0 iHBA3MBHOI
AiarHOCTUKN, LLIO NOAOBXKYE NPOLIEC TECTYBAHHS i NiABULLYE
TpuBOry BariTHOI. Y [Oedkux Bunagkax MOBTOPHUM TecT
TakoX He gae pesynbtaTty, ocobnuseo npu IMT >40, wo €
CEPNO3HNM TEXHIYHUM oOMexeHHaM HIMT.
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ObmexeHa
TOYHICTb And
PiOKICHUX
aHomanin

Xoua HIIMNT mae BUCOKy TOYHICTb ans Tpucomin 13, 18,
21 i aHOmanin craTeBnX XPOMOCOM, MOro eeKkTUBHICTb
3HAYHO 3HMKYETBLCS NPU CKPUHIHTY PiAKICHNUX XPOMOCOMHUX
NOpYLLEHb, TaKUX SIK TPUCOMIT iIHLLMX ayTOCOM (Hanpuknag,
9, 16 Towo) abo mikpogeneuin (Hanpuknag, cuHgpom [Li
[bxopaxi, del22g11.2). [Ona uux CcTaHiB 4yTnuMBICTb
KonmBaetbcad B Mexax 50-90%, a nosuTmBHa
NPOrHocTUYHa UiHHICTb (PPV) Moxe 6yTn Huxyoto 3a 50%
Yyepes3 HU3bKY MOLUMPEHICTb TakMX aHoMarnin y nonynsi.
Hanpuknag, PPV gna wikpogeneuin 4acto CTaHOBUTb
nuwe 2—-40%, Lo O3Havae BUCOKUN PU3NK
XMBHOMO3UTUBHUX pe3dynbTaTiB. ToMy chnig BpaxoByBaTH Ui
MOMEHTU i PO3yMITN 0COBNBOCTI CKPUHIHFOBOIO METOAY.

Baxnueum Ona po3ymMiHHA € Te, WO oObMexeHa
TOYHICTb ONA pigKICHMX aHoManin Hanpsimy mMoxe 6yTu
noB’dA3aHa 3 Kifibkoma hakropamu:

eHepocTtaTHA rmMmnbuHa cekBeHyBaHHS OS5 BUSIBIIEHHS
Masrimx 3MmiH y reHomi

eCknagHicte  BiciHbopMaTUYHOro  aHanizy  Aans
pO3ni3HaBaHHSA PiaKICHUX NaTOMOrin

eBioCyTHICTE BeNUMKMX KIHIYHMX OOChiAXeHb AJIS
Banigauii HINT wopo Taknx aHomanin.

Poswupeni naHeni HITT, aki BkovaoTb Mikpoaenewil
YN BCi XPOMOCOMMW, HE PEKOMEHAOYTLCA ONA PYTUHHOrO
BUKOPUCTaHHSA 6e3 YiTKMX NokasaHb, Taknx 9K aHomarnil Ha
Y3 4n ciMenHun aHamHes, i NoTpebyTb peTenbHOro
BUBYEHHS  KOHKPETHOro  KIiHIYHOro  BuMNagky, Ans
nogansLol NnobyaoBn TaKTUKN Y BUKOPUCTAHHI.
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KniHiyHi acnekTn Ta 00MeXeHH#

Mo3saiunam i
niaueHTapHi
0CODNNBOCTI

Moxe He BUsBUTN abo HenpaBUbHO iHTepnpeTyBaTH
MO3alyHi POpPMM XPOMOCOMHMX aHOMarlin, KON aHoMarsibHi
KIMITUHWU MPUCYTHI JiMWe B YacTUHi TKaHWMH nnoga 4w
nnaueHTn. Ockinbkn cfDNA noxoauTb i3 nnaueHTu, TecT
Bigobpaxkae 1 TreHeTUYHU cKnag, SKAA He 3aBXau
3biraeTbcs 3 reHOTMNOM nnoaa.

Cnig BpaxoByBaTu Taki oakTopu :

e ObmexeHnn mo3aiunam nnaveHTn (CPM): Tpucomis
BUSBIMSETBCA B MMauUeHTi, ane nnig mMae HopManbHUn
KapioTun, WO nNpu3BOoAUTbL OO0  XMBHOMO3UTUBHOIO
pesynbTaTy

e Mo3aiunam nnoga: AKLo aHoMarnis NpUCyTHS NnLle B
YacTWHI KNITUH nnoga, nnaueHTa NUWaeTbCsa eynsoigHoto,
HINT moxe gatn xnbHoHeraTMBHUIA pesynbtar

Lli aBuwia ycknagHioTh iHTepnpeTauito pesynbTariB i
notpebyoTb kKopensuii 3 pesynbTatamu Y3 Ta
IHBa3MBHOK [iarHOCTUKOK AJ11 OCTaTOYHOIO BUCHOBKY.

XnbHo
NO3NTUBHI
pes3ynbTaTh Ta
XWUOHO
HeraTuBHI
pesynbTaTtu

€ Hu3Ka [puYyuH , WO MOXymb rpu3godumu 9o
XUbHOMoO3umugHUX pe3yibmamis:

e 3HMKNMI ONM3HIOK (vanishing twin): AKWoO oauH i3
nnoAis y 6baratonnigHin BariTHOCTI 3yNUHMBCS B PO3BUTKY 3
NPUYUHN  XPOMOCOMHOI adHomanii, wnoro HOHK moxe
NPOAOBXYBaTU LIMPKYNOBaTN A0 14 TUXKHIB B MaTEPUHCHKIN
KpOBI, BNNMBAO4M Ha 3aranbHuUi pesynbTaT TECTYBaHHS.

eMaTepuHCbKIi XPOMOCOMHI aHomanil: Hanpuknag,
Mo3aiumam abo Mikpoaeneuii y matepi MOXyTb BAAnBaTu
Ha SKICHWUW aHani3 i NPM3BOANTM 40 NMOMUITKOBUX BUCHOBKIB
npo CTaH nnoaa.

e TexHi4Hi noMunku: npobremu i3 cekBeHyBaHHAM abo
DioiHdopMaTUYHMUM aHani3oM, XOM | PIAKICHI, ane Takox
MOXYTb CIPUYMHUTM HETOYHOCTI.

XnbHoHeraTMBHi  pe3ynbTaTtu, X04 | € MeHLW
nowmnpeHnmn 3asasakm sucokin vytnmeocTi HIMT (>99%
ans Tpucomil 21), BCce X Takum MOXYTb BMHUKATU 4depes
HU3bKY pakuito nnogosoi [AHK, mosaiumam nnoga abo
nnaueHTn. Taki BuNagku nNigKPECNIOTb BaXNUBICTb
iHTerpauii HIMT i3 ganumn Y3, ockinbkn HIMT He BuaBnsie
CTPYKTYpHi aHomanii nnoga, y T.M. S9Ki MOXyTb OyTu
NnoB’A3aHi 3 XPOMOCOMHUMW MOpYyLIEeHHAMU. Y pasi
HeraTuBHoro pesynbTtaTy HIMNT Ta BuABNeHHs Ha Y3[
O3HakK NeBHOro XPOMOCOMHOIO NOpPYLLUEHHSA
pPEeKOMEHI0BaHO NPOBEAEHHS aMHIOLIeHTe3y 3 noganbLlUunm
OOCNIDKEHHAM 9K MiHIMYM, KapioTuny nnoga.
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Y pasi 6araTonnigHoi BaritTHocTi (2, 3 nnogun) HIMT mae
aoaaTkoBi obmMexeHHs. 3aranbHa dpakuia nnogosol JHK
pO3noAiNaeTbCa MK KiflbkOMa niogamMu, WO YCKNagHKoE
OUiHKY IiHOMBIOAYanNbHOro PU3NKY ONS KOXHOIMO 3 HUX.
Hanpuknag, sKkwo oauH nnig Mae TPUCOMIKD, a iHLWKWA — Hi,

pesynbtat HIMNT moxe OyTM HeogHO3HaAYHMM abo

O6meXeHHsa | XMbHOHeraTuBHUM Yepes "po3basneHHa" aHomanbHoi JHK

npu reHeTM4HMM  maTtepianoMm  nnoga 3 HOpMalibHUM

GaratonnigHin |kapiotunoMm. SNP-TexHornorii [O03BONATb  4YaCTKOBO

BariTHOCTI nogonatn Uk npobrnemy Lwnaxom poamexysaHHsa [QHK

KOXXHOro nsioga, ane TOYHICTb BCE OOHO HMXK4Ya, HiXK npu

OAHONMIAHIN BariTHOCTI (4yTNMBICTb ANnga Tpucomii 21 nagae

0o 90-95%). Y sunagky 3-x Ta 6inbwe nnogis HIMT

3asBM4al  He pPEKOMEHOYETbCA 4Yepe3 HeOdoCTaTHIo

Banigauito. TakoX HEeMOXNMBO OTpUMaTW [OOCTOBIpPHI

pe3ynbTaTh No PigKICHUX aHeynsolgiamMm Ta Mikpoaenewism.

TecT MoOxe OyTM MeHW HagiHiM Yy  BuNagky

BariTHOCTEN, oTpuMaHux 3a gonomorot NPT, ocobnueo

npuM  BUKOPUCTAHHI  OOHOPCbKUX  AWUEKNiTMH  abo

Brme cyporaTHoro matepuHctBa Yy Bunagky SNP-metogis. Y

. TakMx BuUnagkax reHeTUYHi BiAMIHHOCTI MK BariTHOK Ta
JOMNOMI>KHUNX . . .

NnIoAOM  YCKIagHWTb iHTepnpeTauito. Kpim  Toro, vy

penpoayKTuB- : : : .

.. |BariTHocTax nicna OPT 4vacTiwe cnocrepiraetbCa HMU3bKa

HUX TEXHONOTIN : . L

(IPT) dpakuia nnogosoi [HK 4epes ocobnuBocTi iMnnaHTau,i

abo nnaueHTapHOro pPO3BUTKY, WO MigBULLYE PUBKK
HeBaanux tectiB. [Jeski aBTopu NOB'A3yTb Le 3 LWNPLUIMUM
3aCTOCYyBaHHAM HOPMarbHOro JOACLKOro iMyHOrnobyriHy
B CXeMi niarotoBkn 0o embpioTpaHcdepy.

HemoxxnuBsicTb
BUSAABIMEHHS
CTPYKTYPHUX
aHomanin i
MOHOIEeHHUX
3axBOpPIOBaHb

HIMNT 3ocepemxkeHNn BUKNIOYHO Ha XPOMOCOMHMX
aHomanisax i He 3gaTeH BUSABNATUM CTPYKTYPHI OedeKkTun
nnoga (Hanpuknag, Bagu cepus, AOedekTU HepBOBOI
TPybKN), SKi MOXYTb OYyTW MOB’A3aHi B TOMY 4ucrhi i 3
reHEeTUYHUMUN NOPYLLUEHHAMN ab0 BMHUKATU HE3aNeXHo Bia
HUX. TpaguuinHMn CKPUHIHT, 30kpema Y3[, 3anuiaetbca
He3aMiHHUM AOnga Takux ouiHok. Kpim Toro, HIMT He

NPOBOAUTL  CKPUMHIHF  HA  MOHOrEHHI 3axBOPHOBAHHSA
(Hanpuknag, MYKOBICUMA03, CepnoBUAHO-KITITUHHY
aHeMmilo), xo4a [esiki eKkcnepuMmeHTaribHi naHeni BXe

po3pobnawTbcss came ansa uiei metn. Lle obmexeHHs
nigKpecrnoe HeobXigHICTb KOMMMEKCHoro nigxogy Ao
npeHaTanbHOro CynpoBO4Y BariTHOI 3 ypaxyBaHHAM
CIMENHOI icTopii Ta 0cOBNMBOCTEN NOTOYHOI BariTHOCTI.
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EkoHOMIYHI Ta
NOTICTUYHI
bap’epun

Xoya HIMNT € TexHonoriyHO nepegoBMM METOAOM,
NOro BMUCOKa BapTIiCTb i 0BMexeHa OOCTYMHICTb Y AesKnX
perioHax MOXyTb OyTn cyTTeBMMM nepelkogamun. Ha
BiAMIHY Big TpPagUUINHOIO CKPUHIHTY, SKAAW 3a3Bu4au
BXOOMUTb OO0 CTaHOapTHMX MNporpaMm BeAeHHs1 BariTHOCTI,
HIMNT yacto BumMarae gooatkoBoro piHaHcyBaHHS 3 HGOKy
nauieHTiB, WO pobuUTb NOro MEHLL OCTYNHUM ANS XKIiHOK i3
HU3bKUM  (DIHAHCOBUM  CTAHOBMULLIEM. Kpim  TOro,
HeoOXigHICTb crnewiani3oBaHnx naboparopin [
KBasnigikoBaHOro nepcoHany ana adanisy pesynbTaTiB
YCKNagHE WNOro BNPOBAaXEHHA B MEHLI PO3BUHEHUX
MEANYHUX CUCTEMAX, TOMY caMe He NMoBHa O0Bi3HaHHICTb
TeX Moxe OyTM Ha 3aBafdi B NpPaKTUYHIN 3any4yeHoCTi
OaHoro TecTy.

ETnuHi Ta
MCUXONOTIYHI
acnekTu

PoswupeHHs naHenen HIMNT po wmikpogeneuin i
PIOKICHUX aHeynnoigin Moxe npu3BoauTM OO0 HagMipHOI
KiNbKOCTI iH(popmMaLil, SIKy Ba)XKO TOYHO IHTeprpeTyBaTu.
[Mo3nTmBHMIA pe3ynbTaTt 3 HM3bKkoto PPV (Hanpuknag, ons
MiKpoZeneuin) Moxe BUKINKaTKU XMOHY TpMBOry Yy BariTHOI,
0COONMMBO SAKWO HACTyrnHa iHBa3MBHA [JiarHOCTUKa He
nigTBepaxye aHomanii. Lle nigkpecnioe BaXMBICTb
reHeTUYHOro KOHCYNbTyBaHHA [[O i nicns TecTy, wob
YHUKHYTU XMBHUX O4ikyBaHb abO MCUXONOriYHOro TUCKY, a
TaKOX PO3YMiHHI KITIHIYHOT KapTUHMW.

HIMNT € NOTY>XHUM CKPUHIHFOBUM IHCTPYMEHTOM, arie Noro o6MexXeHHs
TexHi4YHoro (Hu3bka gopakuis AHK, HeBgani Tectn) i MeTO4ONOrYHOIro
xapaktepy (Mo3aiunam, pigkiCHi aHomarlii) BuMararTb 3BaXXeHOro niaxoay
Ao noro npusHadeHHsa. HIMNT He 3amiHIOe iIHBa3MBHOI AgiarHOCTUKKM Yn Y3, a
npautoe sk YacTMHa KOMMMNEKCHOI cTpaTeril npeHaTanbHOro 06CTeXeHHS.
Po3yMiHHS Linx oBMexeHb A03BOSISE ONTUMI3YBaTU KIiHIYHY TaKTUKY,
3abes3neyvytoun GanaHc MK TOYHICTIO, 6e3neKoto Ta AOCTYMHICTIO AN

BariTHUX XIiHOK.
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KniHivHi pekoMeHpallii Woao BUKOPUCTAHHA Ta iHTepnpeTauii HeiHBa3BHOMo npeHaranbHoro tecty (HIMT)

5. 2. liarHOCTUYHiI XapaKTepPUCTUKWN,
AKi 3anexaTb Big TNy aHomaril
Ta NonynsibiuHOro pUsmnKy

OuiHka edrektnBHOCTI HIMNT 6a3yeTbCs Ha KMNHOYOBUX CTATUCTUYHMX
NOKas3HMKax, TaKuxX $K. YYTNUBICTb, CReUundIivHIiCTb, MNO3UTUBHA
NPOrHoCTMYHa LiHHICTb (PPV) i HeratueBHa nporHoctmnyHa LiHHICTb (NPV).
Lli napameTpu 003BONAIOTL 3pO3YMITU, HACKISIbBKM TOYHO TECT BUABIISE
XPOMOCOMHI aHomanii, i gonomaratTb fikapsMm iHTepnpeTyBaTM WOro
pe3ynbTtaTn. Hmx4ye HaBegeHO MNOACHEHHS LUMX MOHATb, X 3Ha4YeHHA Angd
nposeneHHa HIMT, npuknagn po3paxyHKy Ta KOHKPETHI AaHi Ansg pisHuX
TMNIB NOPYLUEHb.

LLlo Take 4yTnueicTb, cneundiyvHictb, PPV i NPV

Yytnmeictb (Sensitivity) — ue BIigCOTOK oci6 3 aHomanieto (cnpabXHix
NO3UTMBHUX BUMNALKIB), SKUX TECT NpaBurbHO iaeHTUdikye. BoHa Bignosigae
Ha NUTaHHA: "AK YacTo TeCT BUABIISIE aHOManI, KON BoHa AiucHo (yeara!)
HasiBHa B NNaLeHTI?»

Qopmyna:

Yytnueictb = (CnpaBxHi no3uTuBHI / (CnpaBXxHi NO3UTUBHI + XMOHOHEraTuBHi) X
100%

Bucoka 4yTnuBicTb Baxnmea NS BUKITHOYEHHS NPOMYCKYy XPOMOCOMHOI
aHomaniil

CneuundivHicTb (Specificity) — ue BiAcOTOK ocib 6e3 aHomanil (cnpaBXxHix
HeraTMBHMX BUNAAKIB), AKUX TECT NpaBuUibHO KNnacudikye 9K HeratueHi. BoHa
BignoBigae Ha nuTaHHA: "fAK 4acTo TEeCT NpaBUITIbHO BUKITHOYAE aHoMmanito,
Konwu i Hemae (B nraueHTi)?"

®@opmyna:

CneumdivnicTb = (CnpaBxHi HeratuHi / (CnpaBXHi HeraTBHiI + XWOHONO3UTMBHI) X
100%

Bucoka cneumdivHiCTb 3MEHLLYE KiNbKiCTb HENOTPIOHMX NoganbLUMX TECTIB.
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KniHiyHi acnekTn Ta 00MeXXeHHA

[Mo3uTmMBHa nporHocTuyHa UiHHicTb (PPV, Positive Predictive Value) — ue
MMOBIPHICTb TOro, Lo No3nTuBHUM pe3ynbTtat TecTy HIMT (nnaueHTa) Bkasye
Ha HasBHICTb aHoMaril y nnoaa.

Dopmyna:.

PPV = (CnpaBxHi no3utusHi / (CnpaBxHi no3uTuBHI + XnbHono3anutusHi) x 100%.

PPV 3anexuTb Bif NOWMPEHOCTI aHoMarii B nonynauii Ta nnaueHTapHoro
Mo3aium3my. Yum pigkicHilwa aHomanis, Tum Hwkya PPV npu Tin camin
YYTIMBOCTI Ta cneun@ivyHOCTI

HeratmeHa nporHocTtuyHa uiHHICTL (NPV, Negative Predictive Value) — ue
MMOBIpPHICTb TOro, wo HeratuBHum pesynbtat HIMNT (nnaueHTa) AiINCHO
O3Hayae€ BiACYTHICTb aHoManii y nnoaa.

Dopmyna:

NPV = (CnpaBxHi HeratuBHi / (CnpaBxHi HeraTuBHi + XnbHoHeratueHi) x 100%

Bucoka NPV BM3Ha4yae HafinHICTb HEraTMBHOIo pesynbrarty

BapTo 3BepHyTH yBary Ha Te, L0 YYTSIMBICTb Ta CNeUndIivyHiCTb TECTY
CTOCYETbCHA BUKIMIOYHO HAsIBHOCTI/BIACYTHOCTI XPOMOCOMHOI aHoManil B
nnaueHti. B Tom 4yac gk PPV T1a NPV Bu3HavawTbca 4K
NiATBEPOXKEHHS/BUKIOYEHHS XPOMOCOMHOI aHoManil y nnoaa, Kapiotun
SIKOro Moxe OyTu BIiAMIHHMM Bi4 KapioTUNy nnaueHTu 4depes3 sBULLE
Mo3ailunamy
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KniHiYHi pekomMeHauil Woao BUKOPUCTaHHA Ta iHTepnpeTadii HeiHBa3uBHOro npexHaranbHoro Tecty (HIMT)

[Mpuknagn po3paxyHkKis

Tun YyTtnueictb | CneundidHicTb PPV NPV
>99% >99% 90-95% >99,9%
TecT BuaBense |3 1000 90-95% vy rpyni HeraTtuBHUM
Mamxe BCi 340pOBMUX BUCOKOIO pesynbTar
BMMNagKu nnogis nuwe 1—|punauky (BIK Mawmxe
Tpucowmis 21 [Tpucomii 21. |5 moxyTb Byt |>35), ane Moxe [rapaHTye
(cuHgpom |3i 100 nnogais |MOMUNKOBO 3HMXYBaTUCb O0|BIACYTHICTb
[ayHa) (3 Tpucomieto |knacudikoBaHi |50-70% y Tpucomii 21
21 SIK MNO3UTUBHI MONOALLNX
iAeHTuikye XIHOK Yyepes
99 abo HUKYY
GinbLue NOLUMPEHICTb
97-99% >99% 80—90% >99,8%
3i 100 XunbHonoautmeHi|Hmx4a PPV Bucoka
Tpucomia 18 |Bunagkis pe3ynbraTtu NMOPIBHAHO 3 HaOINHICTb
(cuHgpom |Tpucomii 18  |pigkicHi Tpucomiero 21  |HeraTMBHOIO
EnBapaca) [Tect moxe yepes3 MEHLLY |pesynbTaTy
NponycTUTK MOLLUMPEHICTb
1-3 (1:5000)
90-95% >99% 70—-85% >99,7%
TecT MeHL LLle Hmx4a
Tpucowmisa 13 BN Hepes
(CHIpOM 4epes MeHLy PiAKICHICTb
Natay) Kinbkicte AHK (1:20000).
XpOMOCOMU
13 y cfDNA
(Mo3aiumsm)
90-95% >99% 40-60% >99%
TouyHiCcTb Hunabka PPV
3HMXYETbCS yepes BUCOKY
Yyepes 4acToTy XMBHO-
MO3aiLn3m NO3UTUBHUX
AHomanii  |abo HU3bKy pesynbTarTiB,
cTaTteBuXx |ppakuito NoB’si3aHnX 3
xpomocom |OHK. MO3aiLN3MOM
(X0 XXY) nnaueHTn ym

mMarepi

lpuknad: Y epyni 3 1000 eacimHux 3 5-ma sunadkamu
cuHopomy TepHepa (XO) HIMT moxe susseumu 4-5,
arne 0odamu 5—10 xubHorno3umueHux Yyepe3 CPM
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KniHiyHi acnekTn Ta 00MeXXeHHA

Twun YyTtnueictb | CneyundivHiCTb PPV NPV
50-70% >98% <50% >99%
Hunsbka 4yepes [yxe Hu3bka
HeOoCTaTHIO NOLUMPEHICTb
[HLWU Banigauito Ta (1:50000)
aytocomu |(many pobUTb
Hanpuknag, |Kinbkicte JHK NO3NTUBHUN
Tpucomii 9, |umx pesynbtaT
16 XpOMOCOM, MasionMOBIPHUM
BUCOKY
4yacToTy
MO3ailum3my
75-90% >98% 20-40% >99%
3anexuTb Big [MowmpeHicTb
po3Mmipy 1:4000 3HMXYE
Mikpoaeneuil,|,geneuii Ta NMPOrHOCTUYHY
Hanpuknag, |[rMubnHu LiHHICTb
22011.2 |cekBeHyBaHHA
lNpuknad: 3 10000 eacimHux i3 2—3 sunadkamu 22q11.2 HIIT
gussieums 2, arne mMoxe dodamu 5-10
XUBHOMo3umueHuUXx, Wo 3HUXye PPV
lMpumimka: ansa  pospaxyHky PPV~ MOXHa  BMKOPUCTOBYBATU

cneuiani3oBaHi KanbKynaTopu, Hanpuknaa:

https://ppv.geneticsupportfoundation.orq/,

https://www.med.unc.edu/mfm/nips-calc/
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KniHi4Hi pekoMeHaaLlii Woao BIKOPMCTaHHA Ta iHTepnpeTauii HeiHBa3MBHOMO npeHatanbHoro tecty (HIMT)

[Mpuknag po3paxyHky:

Mpunyctumo, HIMT Tectytote Ha 1000 BariTHUX AN BUSIBNEHHSA Tpucomii 21.
PeanbHa nowwupeHictb — 1:500 (2 Bunagkwu). TecT mae 4ytnueictb 99% i
cneumndivHicTe 99%.
Pe3ynbmamu:

CnpaxHi no3ntueHi: 2 x 0,99 = 1,98 (okpyrntoemo o 2).

XubHoHeraTtmeHi: 2 x 0,01 = 0,02 (0).

CnpaBxHi HeraTmBHi: 998 x 0,99 = 988.

XnbHono3ntmeHi: 998 x 0,01 = 10.

PPV =2/ (2 + 10) = 16,7%.

NPV =988/ (988 + 0) = 100%.

Llen npuknag nokasye, L0 HaBiTb i3 BUCOKOK YYTIIMBICTIO Ta CrneuuiyHICTIO
PPV moxe 6yTn HU3bKUM Yepes pigkicHicTb aHomanii, Todi sk NPV 3anuwaeTtbcsa
AyXe BUCOKUM.

IHTepnpeTauis NoKasHUKIB Yy KNiHIYHIW NpakTuui

Bucoka vytnueicTb i cneyundivHicte HIMNT ana tpucomin 21, 18, 13 pobnaTb
MOro  HEBIA'EMHUM  IHCTPYMEHTOM Cy4YaCHOro rpeHaTanbHOro  CKPUHIHTY.
Hanpuknag, yytnueicte >99% 03Hauvae, LWo nponyLleHi BUnagkuM Bkpam pigkicHi, a
crneumdivHicTb >99% 3MeHLLye HeobXigHICTb iIHBa3MBHUX BTPYYaHb

PPV Bapitoe 3anexHo Big puauky, Tak, y 40-pivyHOI XiHK1 3 Da30BUM PU3MKOM
Tpucomii 21 1:100 PPV 6yae suwnm (90%), Hix y 25-pivHoT 3 pusmkom 1:1000
(50%)

NPV 3anuwaeTtbca cTabinbHO BUCOKOK: HaBiTb ANSA PiAKICHUX aHoManin
HeraTuBHUW pesyrnbTar

Takum 4mHOM, 4yTnuBicTb | cneuudivHicte HIMNT € BuMKNHOYHO
BUCOKMMMW A1 NOLUMPEHUX TPUCOMIN, ane 3HMXKYKTbCA ONA PiaKiCHUX
aHomanin. PPV 3anexuTtb Bi NOWMPEHOCTI MOPYLUEHHS, WO MNOACHIOE i
HM3bKE 3HadeHHA ansa Mikpogeneuin, Todi ak NPV  3anuwaetbcs
cTabifibHO BUCOKOK Ans BCiX Kateropi. Po3ymMiHHS UMX NOKa3HWUKIB
goriomarae nikapsMm npaBuilbHO KOHCYIbTyBaTWM MNAUIEHTOK, YHUKATW
HaZMipHOI TPUBOTIU MPU NO3UTUBHUX pedynbTaTax i 4OBIPATU HErAaTUBHUM
pes3yrnbTaTamM 9K BUKINOYEHHIO aHOMarniu.
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PekomeHpadii 10 3aCTOCYBaHHA

6. PEKOMEHOALII 0O SACTOCYBAHHHA

6. 1. 3aranbHi pekomeHaauii wono sBukopmuctaHHa HIMT

Pe3tomMe Ha OCHOBI 3aranbHOMPUUHATUX CTaHOapTIB, Takmx sk ACOG
Practice Bulletin No. 226 (2020, oHoBneHHa 2023), ISPD Guidelines
(2023) Ta eBpONENCHKNX HACTaHOB:

HIMNT € nepenoBvM MeTOAOM CKPUHIHTY, KU BUKOPUCTOBYE aHarsis3
nosaknitnHHoi JHK nnoga (cfDNA) y MaTepuHCBKIN KPOBi AN OLiHKK
PU3NKY XPOMOCOMHUX aHomanin. Moro BNpoBamKeHHS B  KMiHiYHY
NPaKTUKy 3MIHMNO MigxoAu OO0 NpeHaTasribHOl AiarHOCTUKW, oaHaK Ansd
ONTUMAasribHOro BUKOPUCTAHHSA JAHOro Tecty HeobxigHO AOTpPMMYBaTUCh
YiTKMX pekoMeHauin, pPo3pobfeHnX Ha OCHOBI CyYacCHUX KIiHIYHMX
npoTtokosiB. Lli pekomeHaauil BpaxoBYylOTb MOKa3aHHA OO TeCTyBaHHS,
TN aHoManin, LWo aHanisyttbcsa (xpomocomn 13, 18, 21, craTesi
XPOMOCOMMU, YCi XPOMOCOMM, MiKpoAeNeLil), a TakoX KIiHIYHI, TEXHIYHI Ta
eTUYHi acnektTn. Hwk4ye HaBegeHo AeTanbHi HacTaHOBM  LOAO
BukopuctaHHa HIMT, cTpykTypoBaHi 3a KnioYOBUMW KaTeropisimMu.

e [lepBUHHUI CKPUHIHT OS5 FPYN BUCOKOro pU3nKy, a came (8iK|
>35, obmsikeHuUl ciMmeuHuUU aHaMHe3)

e Moxxe nponoHyBaTUCA BCIM BariTHUM MNiCNA KOHCYNbTYBaHHS
AK BinbWw MOYHUU CKPUHIH208uUU Memod.

e [lo3NUTMBHUI pe3ynbTaTe € NOKasoM [0 IHBa3UBHOI
AOiarHOCTUKN_maux siKk aMHioueHme3s, moulo.

HITT € 30110TMM cTaHOApPTOM CKPUHIHTY OS99 OUIHKMA PU3UKY TpUcoMin 21
(cuHgpom [layHa), 18 (cuHgpom EgBapaca), 13 (cuHgpowm NaTtay) Ta aHomarnin
craTteBMX XpoOMOCOM (Hanpuknag, cuHgpom TepHepa — XO, cuHOpOM
KnanHdenbtepa — XXY). CydacHi npotokonu, 3okpema ACOG Ta ISPD,
PEKOMEHAYHTb NOro K NEPBUHHUIN CKPUHIHTOBUW METOL 4SS XKIHOK i3 BUCOKUM
PU3MKOM, [0 SKUX Hanexartb:

Xpomocomu
13, 18, 21,
CTaTeBI
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e BariTHi BikoM cTapwe 35 pokiB Ha MOMEHT MOMoriB, Nno3asik pPuU3aunK
XPOMOCOMHUX aHOManin 3pocTae 3 BIKOM (Hanpuknag, pvsuk Tpucomii 21
ctaHoBuTb 1:100 y 40-pivyHmx nopiBHAHO 3 1:1500 y 20-pivHKX).

e XiHKNW 3 nNPOMPKHMM Ta BWCOKMM iHAOMBIQYANTbHUM  PU3UKOM

XPOMOCOMHMX aHOManin 3a pesynbtTatamu TpaguuintHoro KOMGiHOBaHOro CKp
WHIHTY NepLloro Yn gpyroro TpumecTpis (KomBiHOBaHUM TeCcT abo NOTPINHUA T

€CT), KM NPOAEMOHCTPYBaB NiABULLEHUA PU3UK. Y pasi, SKWo eazimHa

posenisidae obcmexeHHs rnnoda Ond  npuldHaImmsi  perpodyKmugHO20
piweHHs, HITTT 8 dpyeomy mpumecmpi Moxxe po3arsdamucek OnuitiHo y pasi
o0ocmamHb020 MPOMIKKY 4Yacy Orsi ompuMaHHsl to20 pel3yribmamy ma Oss
rpoeedeHHs aMHioUueHme3y ma ompuMaHHS pe3yribmamy Kapiomurly riooa
00 22 muHie eacimHocmi (pekomeHOauiss adarnmosaHa 00 HOpMamueHUX
akmie YkpaiHu).

e BuaeneHi nig yac Y3[ MIHOPMHI Mapkepu XpOMOCOMHUX aHOManiu
nicnsa BiAMNOBIOHOIO KOHCYNbTYBAHHSA NiKapeM-reHeTUKOM.

o ObmsxeHUU ciMeUHUU aHaMHe3 - BUNaAKN XPOMOCOMHUX aHOMarin y
nonepenHix BariTHOCTSX abo y 65IM3bKuUX poaundis.

B uux rpynax HIMT mae nepeBary 3aBAdku BUCOKIN 4yTnuBocTi (>99%
ana tpucomii 21) i cneuyundpivHocTi (>99%), a TakoX HU3bKOMY PIBHIO
XnbHonosntmeHmux  pesynetatiB  (<0,5%). [lpoTokonn pekoMeHOyTb
nponoHyeaTn HIMT sk anbTepHaTMBY iHBa3UBHIN AiarHOCTULi (aMHIOLEHTE3Y
yn BBX 3 kapioTunyBaHHAM), SKWO BariTHA XO4e YHUKHYTU PU3KKIB
yCKnagiHeHb BariTHOCTIi abo 3a HasBHOCTI MPOTUMOKa3aHb [0 iHBA3UBHOIO
BTPYYaHHSA (XBOPOONMBUM CTaH BariTHOI, KpOBOTEYa, HEAOCTATHS KiSbKiCTb
aMHIOTMYHOI pignHK abo JoBXMHA LiepBikanbHOro kaHany abo iHwi).

OpHak cyyacHi HactaHoBM, 30kpema ACOG (2023), po3wmprooTb
pekoMeHaauil, no3sonsaoyun npornoHysaTth HIMT ycim BariTHUM He3anexHo Bif
PIBHS PU3MKY 32 YMOBU HANEXHOro KOHCYNbTyBaHHA. Lle rpyHTYyeTbCS Ha TOMY,
wo HIMNT 3HayHO nepeBepLuye TPagUUIMHUA CKPUHIHT 3a TOYHICTIO | MOXe
3MEHLLUUTU KifbKICTb iIHBA3MBHUX NpoLeayp Y XKIHOK 3 HUSbKUM PU3NKOM.

KoHcynbTyBaHHA Mae BKNOYaTu:

ePo3’acHeHHs Toro, wo HIMNT 3anuwaeTbCcsi CKPUMHIHIOBUM TECTOM, a
NO3NTUBHUWN pe3ynbTaT NoTpebye NigTBEPAXKEHHS iIHBAa3MBHOI AiarHOCTUKOKD

¢ O6roBopeHHsa PPV (NO3nMTMBHOI NPOrHOCTUYHOI LiHHOCTI), sIka Bapitoe
3anexHo Big 6asoBoro pusuky (Hanpuknag, 90% y rpyni BUCOKOro pu3uky
npoTn 50% Yy rpyni HA3BKOro PU3KKY A5st Tpucomii 21)

e |[HbOpMaLil0 Npo MOXNMBICTb HeBaanoro Tecty (no-call result) yepes
HU3bKY pakuito nnogosol OHK (<4%), wo 4acTiwe TpannseTbcs npu
OXWPiHHI Y1 paHHbOMY TepMiHi NpoBeAeHHs AocnimkeHHs (<10 TwxHIB)
BariTHOCTI.
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e He pekomMeHOOBaHO PYTUHHO 4Yepe3 HU3bKY TOYHICTb i

BUCOKUIN PU3NK XMOHOMO3UTUBHUX pe3ynbTaTiB.
Bci e BukopuctoByetbcd 3a crneuyudidyHMMM  nokasamu  —
Hanpuknag, easimHocmi, OompuMaHi 8Hac/liOOK MepeHocy)
MO3ai4H020 eMbpPiOHY OnuyitiHO 0151 3HUXXEHHS [1CUX0-eMOoUiiHO20
HagaHMa)XeHHs1 8 OYiKy8aHHI _mepMiHy Onf _ poeedeHHs
amiHoueHmesy

Heski komepuinHi nadeni HIMNT nponoHytoTe aHania ycix 23 nap
xpomocoMm. [lpoTe cyyacHi kniHiyHi npotokonu (ACOG, ISPD, 2023) He
PEKOMEHAYIOTb PYTUHHE BUKOPUCTAHHS TaKMX PO3LLUMPEHUX NaHenen yepes
3HWKEHY BIOHOCHO MOLUMPEHUX TPUCOMIA TOYHICTb | BUCOKUMMA PU3MK
XMBHOMO3NUTUBHUX pe3ynbTarTiB.

OCHOBHI NpUYKnHNK:

e YyTnueicTe Ang pigkicHnx Tpucomin ctaHoBuTb 50—70%, LLO 3HAYHO
HUX4e, HixX ansa Tpucomin 21, 18, 13

e Hwusbka nowwmpeHicTb uMx aHomaniv (Hanpuknag, 1:50000 pgns
Tpucomii 16) npussoante oo PPV <50%, T06TO GinblicTe MO3UTUBHUX
pes3ynbTaTiB 6yayTb XMOHUMMW.

e BigcyTHiCTb OoCTaTHLOI KINIbKOCTI KMiHIYHUX OaHuMX AONng Banigauil
TaKnx TecTiB

BukopuctanHa HIINT gna  Bcix XpoMocoM AouifibHE nuwe  3a
cneundiyHUMK nokKasamu:

e AHoManii Ha Y3[, AKki MOXyTb BKadyBaTM Ha pigkicCHi Tpucomil
(Hanpuknag, 3aTpuMKa pocTy, MHOXWHHI Baau PO3BUTKY).

e CimenHi Bunagkn cneyndivyHnx ayToCOMHUX aHOManiu, TOLLO.

Y Takux Bunagkax nepen TeCtoM HeobxigHe reHeTUYHE KOHCYNbTyBaHHS
Anst po3’aCHEHHA 0OMEXeHOI NPOrHOCTUYHOI LiHHOCTI i MMOBIPHICTI noTpedu
IHBa3MBHOI AiarHOCTUKU. PyTWUHHE 3acTOCyBaHHS po3WMpeHux naHenen 6es
NnokasaHb BBa)XaeTbCHA HEBUMNPaBOAHUM Yepes3 pU3MK HaZMIPHOI TPMBOIrM Ta
HeoOlI'PYHTOBaHMX iHBa3MBHMX NpoLeayp.

XpOMOCOMMU
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e He € cTaHOAPTHMM CKPUHIHIOM Yepe3 HU3bKY NOLUMPEHICTb
i HU3bKa nokasHuku PPV.

e [1ponoHyeTLCA MiCNA rEeHETUYHOro KOHCYNbTYBaHHA $IK
CKPUHIHFOBUW MEeTOoL 3a HasaABHOCTI puauky (aHomanii Ha Y3/,
o0bmsikeHo20 aHaMHe3y), mouio.

AHani3 mikpogeneuin (Hanpuknag, 22911.2 — cuHgpom i Oxopaxi, 1p36,
cuHgpom Cri-du-Chat) poctynHun y pgeakmx naHenax HIMNT, ane wnoro
BUKOPUCTAHHSA BUKINUKAE ONCKYCIT cepepn, ekcnepTiB.

€auHa icHytoda Ha cborogHi pekomeHgauis ACMG (2023) wopno
BKIMOYEHHA B 6e3BnbipkoBMIA CKpuHIHT mMeTogom HIMT geneuii 22911.2 y
3B’A3KYy 3 TUM, LLO U Aeneuid € HannoLWpeHiLo B Nonynauil.

Ane npotokonim ACOG Ta ISPD (2023) He pekoMeHOylTb BKIIHOYaTU
CKPUHIHT Mikpogeneuin ao ctaHgapTHoro HITTT 3 HACTYNHUX MPUYNH:

o Hwxkyuy yytnusictb (75—90%) NOPIBHAHO 3 OCHOBHUMW TPUCOMISIMM.

e Hnseky PPV (20-40%), cnpuunHeHy PpigKiCHICTIO UWX CTaHiB
(Hanpuknag, 1:4000 ans 22911.2)

o OBMexeHy KniHiYyHy Banigauito Ta BapiabenbHICTb pO3Mipy Aeneuint, SKi
BNSMBAOTb HA TOYHICTb BUABIEHHSA

HIMNT gna mikpoaeneuin moxe 0yTn BUnNnpaBgaHMM y Takux BUNagkax:

e HagaBHicTb cneuudiyHMx aHomanin Ha Y3[, acouinoBaHux 3
Mikpogeneuismun (Hanpuknag, cneundivyHnx ans 22q11.2).

o ObmsikeHa cimeltHa icTopia nigTBepMKEHNX MiKpoaerneyuin 3 HagaHoro
nepeniky y 6aTbKiB Yn nonepeaHix giren.

[Mepen npusHavyeHHAM TecTy HeobxigHO NpPOBECTM  FEHEeTUYHE
KOHCYNbTYBaHHS, SIKe BKIIlOMAE PO3'ACHEHHS Hu3bkol PPV i MMOBIpPHOCTI
XMBHOMO3UTUBHUX pe3ynbTaTiB. [103MTMBHMI pe3ynbTaT 3aBxau notpebye
NigTBEPAKEHHA IHBA3MBHOK AiarHOCTUKOK, a He2amueHUl pe3yribmam He
BUKINIOYAE MOBHICTIO MiKpoAerneLil Yepe3 0OMexXeHy YyTnmBICTb TECTY.

Mikpo-
peneduii
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PekomeHpadii 10 3aCTOCYBaHHA

e O60B’sI3KOBE KOHCYNbTYBaHHA Nnepea TeCTOM.
e MNMoeaHaHHA 3 Y3[-CKPUHIHIOM AJ1A OLiHKU CTPYKTYPHUX
aHomaniun.

3aranbHi
NPUHLUNK

e [eHeTn4YHe KOHCYIbTYyBaHHS:

[Mepen Tectom BariTHa MOBWHHA OTpPUMAaTM MNOBHY iHGOPMaLiD npo
MoxnmeocTi HIMT, obmexxeHHA, MMOBIPHICTL XMOHOro pesynbTaTty Ta nogasbLui
Ail. Hanpuknag, saxnueo nodcHutw, wo HIMNT He BUABMSE CTPYKTYPHUX
aHomarsin XpomMocomMm, BiNbLIOCTI MiKpoAeneuin YU MOHOFEHHUX 3aXBOPHOBaHb,
AKi NOTPebyoTb NPOBEAEHHS iHLINX CYMYTHIX METOAIB OOCTEXEHHS

e |HTerpauia 3 Y3[:

HITT He 3amiHioe ynbTpa3BykoBUU CKPUHIHT (1113 TvkHIB i 18—22 TrxkHI),
SKUA 3anULIAaETbCs KITHOYOBMM A5 OUHKM aHaToMil nnoga. Hanpuknag, Bagn
cepus 4n gedektn HepBoBOI TPYBKKN He BuaBnatoTbes HIMNT, ane moxyTb 6yTn
NoB’AA3aHi 3 XPOMOCOMHUMN aHOManisiMu.,

e TepMiH NpoBEOEHHS:

PekomeHayeTtbea 3 10-ro TxKHA BariTHOCTI, KOnu dppakuis nnogosoi AHK
pocsrae >4%. TecTyBaHHs paHiwe 9 TUXHIB He peKOMeHAYETLCS Yepes3 BUCOKY
WMOBIPHICTb HEBAANIOro pesynbTary.

e [loBTOpHE TeCcTyBaHHS:

Y pasi HeBganoro pesynbtaTty (no-call) 4Yepe3 HuM3bKy dpakuito OHK
NOBTOPHUIN TECT MPOMOHYETLCH Yepe3 1-2 TWXKHI nicna oTpUMaHHA NepLuoro
3paska. AKWO MOBTOPHUM pe3yrnbTaT TakoX HeBOanuu, pPo3rnsgaeTbes
NUTaHHS IHBA3MBHOI AiarHOCTUKN abo TpaguLINHOIO CKPUHIHTY
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KniHivHi pekoMeHpallii Woao BUKOPUCTAHHA Ta iHTepnpeTauii HeiHBa3BHOMo npeHaranbHoro tecty (HIMT)

Ocobnusi KniHiYHI sunaoku

HINT moxnuenin Ons OBiVHI, ane TOYHICTb TeCTyBaHHSA
Batatonniana 3HWXKYETHCA (qunMBiCTb ~90% gna Tpucowmil 21), Nnpn UbOMYy
BaritHicrs  [27@NI3  IHOMBIAYanbHOTO  pU3MKY  ANA KOXHOrO  nioAa
ycknagHeHun. [Ona 3-x Ta Oinbwe nnogis  HIMNT  He
pEKOMEHAYETLCH Yepe3 HeOCTaTHIO Banigauito.
TonoMbKH Y BaI'iTHOC:I'FIX nlicnﬂ OPT, ocobnuBo 3 BUKOPUCTAHHAM
DEnpPOYKTUEHI [OHOPCHKMX  ANLEKTIITUH 4/ 3@  MPOTPamoio  CyporaTHOro
TexHonorii |MaTepuHCTa, HII'IT. MOXIMBNW, ane n0Tpc?6ye iHOUBIQyanbHOro
(IPT) nigxoay. FeHequll-u BIAMIHHOCTI MiXX MaTip'to Ta NN0A0M MOXYTb
ycknagHutn aHanis gna SNP-metogis.
Y xiHokK i3 IMT >30 pu3unk HeBOanoro TecTy 3pocTae yepes
ONKUPIHHS HUXKYY cppgkuiro nyoaoBoi D,HK. PekomeHayeTbCs iHpopmyBaTu
TakMx NaUiEHTOK NPO MOXIIMBICTb MOBTOPHOrO TECTYyBaHHS abo
3aCTOCYBaHHSA anbTepPHATUBHUX METOAIB AiarHOCTUKN.

6. 2. HopmaTuBHo-npaBoBa 6a3a
Ta NPOTOKOJSIN NMpeHaTasribHOro CKPUHiHry B YKpaiHi

B YkpaiHi npoBeaeHHS nNpeHaTanbHOro CKPUHIHIY perfnaMmeHTyeTbCH
HaCTYMHOK Aito4o HopMmaTMBHOK 6a3oto: Haka3 MiHicTepcTBa OXOPOHU
sgopos’a  YkpaiHm Big 09.08.2022 Ne1437 «[lpo 3aTtBepaKeHHS
CTaHgapTiB MeguyHol gornomorn «HopmanbHa BariTHiCTb» Ta Hakas
MiHicTepcTBa 0xopoHUM 3gopoB’s YkpaiHm Big 20.10.2015 Ne 685 «[1po
3aTBepAXEHHA Ta BNPOBaLKEHHS MEOUKO-TEXHOMOIMNYHUX OOKYMEHTIB 3i
cTaHgapTusauil MmeauyHol gornomoru npu cuHgpomi ayHa». Hakasu €
000B’A3KOBUMN [0 BUKOHAHHA B YCiX 3akrnagax OXOPOHW 340pOB’S
He3anexHo Big dopmu BRacHocTi. BignosBigHO OO0 UMX OOKYMEHTIB,
«HeiHBasuBHI MeTOOM nNpeHaTanbHOro UMTOreHEeTUYHOro  aHarnisy
(BM3HAYEHHSA KapioTMny No KNiTMHaXxX nnoaa y KpoBi MaTepi) BIQHOCATbLCSA
A0 CKPUHIHrOBMX i NOTpebyloTb NiATBEPAKEHHSA AiarHO3y TpaguuiniHUM
IHBA3MBHUM LOCIIIOKEHHAM KapioTUmny».
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PekomeHpadii 10 3aCTOCYBaHHA

Ob6oe’s3Kkogicmb rpeHamarsibHo20 CKpUHIHay

3rigHO 3 NPOTOKOSIOM, NpeHaTanbHUN CKPUHIHT Ha cuHapoMm [layHa €
000B’sA3KOBUM A1 BCiX BariTHUX XXIHOK He3anexHo Big Biky. MeTtowo
CKPUHIHTY € BUABJIEHHSA TPYNN BUCOKOIO PU3MKY HAPOOXKEHHS OAUTUHMU 3
XPOMOCOMHOK NaTosorield Ta nofarbllue HanpaBfiEHHA Ha MeauKo-
reHeTUYHe KOHCYIbTYyBaHHS Ta, 3a HeobXigHOCTI, iHBa3MBHY NpeHaTanbHy
AiarHOCTUKY.

Emarnu ma memodu CKpUHIH2y

MNepwun TpumecTp (11 TWXKHIB 2 AHIi — 13 TWXKHIB 6 OHIB):

1. YnbTpasBykoBe OOCIIOKEHHS 3 OLIHKOK aHaTOMIYHUX CTPYKTYpP
nnoaa Tta exorpadivHMx MapkepiB (KOMipLeBUIM NPOCTIp, KiICTKa Hoca).

2. bioximiyHnM aHani3 cuposaTkoBux mapkepis: PAPP-A Ta BinbHa
B-cyboanHULS XOPiOHIMHOro roHagoTponiHy noanHu (B-XIJ1).

3. Po3spaxyHokK iHgMBigyanbHOro pu3nky XpoMOCOMHMX aHOManiu 3a
A0MOMOroro cneuianisaoBaHnUx KOMMIOTEPHUX NPOrpam.

Opyrun TpumecTp (14 — 20 TUXKHIB):

1. BIioXiMiYHMIA CKPUHIHT ONA XIHOK, SIKi He NPOXoanIin 06CTeXeHHS
B NepLIOMY TPUMECTPI.

2. AHanis mapkepiB: anba-petonpoteiH (A®DI), BinbHa -
cyboamHuus XI'J1, HekoH'toroBaHum ecTpion, iHriGiH A.

Cnid 3asHa4yumu, wo 6ioximiyHuti eman |l mpumecmpy 3
8UKOpUCMaHHSM MompitiHo20 mecmy 0711 XPOMOCOMHUX aHoMarslil exe
BUKIMOYEHO 3 binbwocmi MiXXKHapOOHUX HacmaHo8 SIK HeegheKkmueHul
MOPIBHSIHO 3 [HWUMU OQocmyrnHUMU mecmamu. TakoxX, Y KIiHIYHIU
HacmaHosi «HopmaribHa eaz2imHicmb» 8idcymHs 32a0Ka rpo bioxiMiyHUU
CKpUHIH2 || mpumecmpy.
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KniHi4Hi pekoMeHaaLlii Woao BIKOPMCTaHHA Ta iHTepnpeTauii HeiHBa3MBHOMO npeHatanbHoro tecty (HIMT)

Meduko-eeHemuy4He KOHCYIbmy8aHHSsI

Y pasi BUABneHHA NigBuULLLEHOrO pM3nNKy, BariTHa HanpasBfiSETLCA Ha
MeOMWKO-reHeTUYHE KOHCYIbTyBaHHA A0 3aKnagy OXOPOHW 300pOB’d, Lo
Haga€e TPEeTUHHY MeandHy gornomory. KOHCynbTyBaHHS BKIlOYa€ HagaHHSA
iHpbopmaUuil Npo MOXNUBI XPOMOCOMHI aHoManii, 06roBopeHHs1 BapiaHTIB
noganbLlunx 4iv T1a NiaTpuMKy Y NPUAHATTI iIHPOPMOBAHOIO PiLLEHHS.

[MpeHaTanbHMN  CKPUHIHF Ha cuHgpoMm [layHa B YkpalHi €
000B’sAI3KOBUM Ta pPerfiaMmeHTyeTbCA YMHHUMW HOPMAaTUBHO-NPaBOBUMU
aktamu. LoTpuMmaHHA npoToKoniB 3abe3nevyye CBOEYaCHE BUSIBIIEHHS
PU3KKIB Ta HaJaHHS HeObXiAHOT MeaNYHOI JONOMOrM BariTHAM XKiHKaM.

Y KOHTEKCTi MiXKHapOoAHUX CTaHdapTiB Ta BiAnNoBigHO OO MPUHUMNIB
A0Ka30BOI MeaguuuHn, HeiHBa3MBHe npeHaTtanbHe TectyBaHHA (HIMT)
aepani vacTiwe po3rnsgacTbCa 9K MeTo nepLuoi AiHil CKPUHIHIY ons
BUABJIEHHA XPOMOCOMHUX aHoMarsin, 3okpema Tpucomii 21 (cnHgpomy
[ayHa).

Monpwn Te, wo npoTtokost Ne 685 2015 poKy Lie HE MICTUTb MOJSIOXKEHb
npo HIMT ak ctaHgapT, 3 ypaxyBaHHAM CTPIMKOro pO3BUTKY TEXHOSIOTIN i
MibKHapoaHux pekomeHgauin (ACOG, ISPD, FIGO), Bce 6inbwe
yKpalHCbKnx 3aknagis BkntoyarTb HIMNT y  kniHIYHY npakTuky 4K
pekomeHAoBaHy HaabyaoBy A0 6ioXiMIYHOrO CKpPMHIHrY y rpynax
PU3UKY.

Takum 4YnHOM, y pamMkax YMHHOro 3akOoHoA4aBCTBa YKpaiHM Ta Ha
nigctasi  MikHapoaoHux crtangaptie, HINT cnig posrnapatm Ak
NPiopuTeTHMU MeToA noAanbLIOro npeHaTanbHOro CKPUHIHTY,
0COo6MNBO Y XKIHOK 3 MPOMPKHUM PU3MKOM 3a pesynbTatamu TpaguuinHoro
CKpuHiHry. BkntoueHHa HIMT go ctaHaapTy KNiHIYHOT NPaKTUKN € KPOKOM
Ao Oinblw nepcoHaniszoBaHol, edekTUBHOI Ta 6e3nevyHol MeguyHol
A0MOMOrn.
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ETWU4YHI Ta npakTU4Hi acnekTu

IHpopmoBaHa
3roga

BariTHa mae npaBo BigMOBUTUCA Big TecTy abo Big
OKPEMMX MOro KOMMOHEHTIB (Hanpuknag, BU3HA4YeHHs cTarTi
4n Mmikpogeneuin). KoHCynbTyBaHHA He MOBWHHO HOCUTHU
OVPEKTUBHUMA  XapaKkTep, TeCTyBaHHS MNpoOBOAUTLCA 3a
3rogo nNauieHTUMKM Ta 3 HadaHHAM BcCiel HeoOxigHol

iHbopMmauii

HOoCTynHICTb

HIMT He BXxoanTb A0 060B’A3KOBUX NporpamM y araTbox
KpaiHax, TO6TO MOro BapTIiCTb OMNMavYyeTbCs MauieHTKaMu.
Nlikapi nNOBMHHI BpaxoByBaTW (IHAHCOBI  MOXIMUBOCTI
NauieHTOK | NpOMOHyBaTW anbTepHaTUBKU (TpagauuinHUm
CKPWHIHT), akwo HIMT HegocTynHUK

PesynbTatn

[Mo3auTmBHUM  pesynbTaT  noTpebye  TepMiHOBOro
reHeTUYHOro KOHCYINbTyBaHHA Ta NilaHyBaHHA NpoBeAeHHS
IHBA3MBHOI AiarHOCTUKU. HeratuBHMW pesynbTaT 3a3Bu4yau
He noTpebye noganblunX OiK, ane He BUKMYaE PiaKiCHMX
aHomMmanin 4n CTPYKTYpHUX LOedekTiB. Y pasi BUABMEHHA
ocobnmnBocTen aHaTomii nnoga Ha Y3[ Ta HeraTMBHOMY
pesynbTati HIMNT pekomeHaoBaHe 06roBopeHHA noganbLunx
AIarHOCTUYHUX MEeTO.IB.
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Takum  4ymHom, HIMNT €
BNCOKOEDEKTUBHUM MeTOLOM
CKPpUHIHTY ans Tpucomin 13, 18,
21 |  aHomanin  craTeBuX
XPOMOCOM, PEeKOMEeHOOBaHUM $K
OS5 TPyN BUCOKOrO PU3KKY, TakK i
Ana  BCiX BariTHUX 3a YMOBMU
nonepeaHbOro KOHCYJSIbTYyBaHHS.
ns BCiX XPOMOCOM [
MiKpoZeneLwin Noro BUKOPUCTaHHSA
obmexeHe Yepes HN3bKY TOYHICTb
i PPV, TOMy TecTyBaHHS
noTpebye 4iTKMX MNokasiB Ans npoBegeHHs. KomnnekcHun nigxig, wo
noeaHye HIMNT 3 Y3[ i reHeTUYHUM KOHCYNbTyBaHHSM, 3abeanedvye
OonTUMarbHUN MpeHaTanbHUN CYNpoBi4, BPaxOoBYKOYW CydacHi KNiHiYHI
cTaHZapTMw.

[MpeHaTanbHin  CKpUHIHT  no3akniTuHHol  (cfDNA)  [OHK Ha
aHeynnoigito nnoga Moxe (3a OOMeXeHMMW OaHUMK)  ChpUaTU
BUABJIEHHIO MPUXOBAHOI OHKONAaTONoril y BariTHOI. 30Kpema, 3a JaHUMKn
PMID 39774314 pak 6y BuaBneHun y 52 3i 107 BariTHuUX, aKi manu
He3Bu4anHi pesynbtatu HIMT (Hanpuknag, 36inNblEHHs Ta BTpaTa
KiNbKOCTI Konin Ha =3 xpoMocomax) Ta 6ynn obcTexeHi 3a NPOTOKOSIOM
OHKOCKPUHIHIY, L0 BKMNKOYaB MOBHOreHOMHE CEeKBEHYBaHHS, MarHiTHO-
pe3oHaHCHY ToMorpaduito ycboro Tina Ta nabopaTopHi TecTu. Takum
YMHOM, Yy BMMNaOKy npusHadeHHa HIMNT  gouinbHO  npoBecTn
KOHCYNbTyBaHHA MauieHTa WoA0 MOXMMBOCTI TOro, Wo pesynbraTtu
MOXYTb BYyTK NiJO3PINMMM Ha OHKONATOOriK0 BariTHOI.

43



PesynbTaTi Ta KMiHiYHa TaKTuKa

7. PESYJNIBTATU TA KNNIHIYMHA TAKTUKA

7. 1. Moxnusi pesynbtatn HIMNT
Ta noganblia KniHiYHa TaKTUKa

HIMT € noTy>XHUM CKPUHIHFOBUM IHCTPYMEHTOM AN OLHKM PU3UKY
XPOMOCOMHUX aHomarnin nnoga, ane Wnoro pesynbTaTtv noTpedyroTb
peTenbHOol iHTepnpeTauil Ta BignoBigHOT KIiHIYHOI TakTuku. HITT moxe
MaTW Pi3Hi KaTeropil pes3ynbTaTiB: HU3bLKUWA PU3KK, BUCOKUN PUIUK,
HeBaoanun TecT (no-call result), a TakoX cneumiyHi BUCHOBKM WOAO
aHomarsin crtaTteBUX XPOMOCOM, MiKpoAeneuin 4Ym pPigkiCHUX TPUCOMIMN.
KoxeH i3 umx pesynbTaTtiB Mae cBOl OCOBGMMBOCTI, WO BANMBaKTb Ha
noganblle BeAeHHA BaritTHOCTi. Hwxkye HaBegeHO aeTanbHUM Onuc
Moxnunsux pesynbtatis HIMT i pekomeHaoBaHy TakTUKY Ha X OCHOBI, 3
ypaxyBaHHAM Cy4aCHUX KITiHIYHUX HACTaHOB.

3HayeHHs
PU3NKY

KniHivyHa TakTuka

Tpucomin 21,

HeratusHuin pesynbtat HIMNT Bkasye Ha Hu3bkun pusmk (<1:10000)

3aBOsIkKM BUCOKIM HeraTuBHIA NPOrHoCcTUYHIn uiHHocTi (NPV >99,9% ans
Tpucomil 21), uen pesynbTaT € Oy)Xe HadiMHMM MOKA3HWKOM BiACYTHOCTI
OCHOBHMX XPOMOCOMHMX nopyweHb. Hanpuknag, y rpyni 3 1000 BariTHuX i3
HeraTMBHUM pesyrnbTaToM nNuwle 1—2 Bunagkm MoxyTb 6yTu nponyuieHi Yepes
pigKiCHIi o6CTaBUHK, TakKi Ik MO3aiuM3M Yn Hu3bka pakuis HK

18, 13 abo iHWKX aHoMarnin, BKIOYEHUX OO0 MNaHesi TecTy.

Takmuka:

Hnabknn
pU3NK
(HeraTuBHUM
pesynbTar)

e 3acnokoiTu BariTHy, MOSACHMBLUM BUCOKY MMOBIPHICTb
300pOBOro nfoaa Woao TectToBaHMX aHoManin

e [lpoooBXUTM cTaHOapTHE BeAdEHHs1  BariTHOCTI,
Bkntoyatoum nnaHosi Y3 y 11-13 i 18—-22 TukHi ANs OUiHKK
aHaToMil nnoaa.

e [looaTKoBi reHETUYHI TECTU HE NOTPIOHI, AKLWO HeEMaE
iHLWMX nokasaHb (aHomanil npu Y3, aHamHe3).

o [losigomutn, wo HIMNT He BuKMYae CTPYKTYPHUX

nedekTiB  (Hanpuknag, Bagu cepusd) Y4 MOHOrEHHMX
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KniHiYHi pekoMeHauil Woano BUKOPUCTaHHA Ta iHTepnpeTauii HeiHBa3nBHOro npeHaransHoro Tecty (HIMT)

3HayeHHsa
PU3NKY

KniHivyHa TakTuka

3axBOplOBaHb, SKi NOTpedytoTb nposeaeHHs Y3[ abo iHWwKnx

MeTOoAIB OiarHOCTUKM.

[Npuknad: XiHka 32 pokie i3 HeezamueHUM pe3yribmamom HITT
ons mpucomiu 21, 18, 13 i cmamesux XpOMOCOM
OMPUMYE KOHCYnbmauito rnpo MiHiManbHUl pu3uK
uux aHomaniu. Y3 y 12 muxHie 0Oemekye
HopMarsibHy moswuHy Komipuesozo rpocmopy (1,5
MM), | Halani eazimHicmb Cyrnpo8odXyembcs 3a
cmaHOapmMHUM rPOMOKOIOM i 8E0EHHSIM|

gaz2imHocmi.

nnaueHTapHy

MosutneHum pesynotat HIMT Bkasye Ha BUCOKMI pu3nK Tpucomin 21, 18,
13 abo iHWwKnx aHomanin. No3nTuBHa NporHocTu4Ha uiHHicTb (PPV) Bapitoe
3anexHo Big aHomanii Ta 6asoBoro pusnky: 90-95% ansa Tpucomii 21 y rpyni
BUCOKOro pusuky (Bik >35), ane nuwe 70-85% pna Ttpucomii 13 4yepes Ti
pigkicTb. NMo3nTnBHUN pesynbTaTt He € diarHo3om, ockinbku HIMT ananisye

obmexeHnin mosaiunam nnaveHtn (CPM).

OHK, saka moxe He 3b6iratuca 3 KapioTunom nnoga 4epes

Takmuka:

Bucokun
pU3NK
(mos3nTnBHUN
pesynbTar)

e TepmiHOBe CKepyBaHHSA Ha reHeTU4He
KOHCYNbTYBaHHA ONA PO3’SICHEHHA 3HA4YeHHs pes3ynbTaTy Ta
BU3HAYEHHA  IMOBIPHOCTI  XMOGHOMO3UTMBHOIO  BUCHOBKY.
Hanpuknag, gna tpucomii 21 i3 PPV 90% € 10% waHc, wo
aHomanii Hemae.

e PekomeHaauia iHBa3MBHOI OiarHOCTMKU: aMHiOLLeHTEe3
(nicna 17 TnxHiB) abo Bioncia BopcuH xopioHa (10—14 TUXHIB)
3 KapioTUNyBaHHAM AN NiATBEPOKEHHSA pesynbTtaTty. Bubip
MEeTo4y 3anexuTb Big TepMiHy BariTHOCTI Ta nobaxaHb
nauieHTKn nicna po3’ACHEHHS rnepeBar Ta HeOosikis
3arnponoHoBaHMX  BapiaHTiB. Y  pasi niaTBepaXeHHS
HOpMarnbHOI  aHaToMil nfoga nepeBara  HagaeTbcs
aMHioueHTe3y. Y pasi BusaBneHHs npu Y3 komnnekcy Bapg
PO3BUTKY/eX0-MmapKepis MOXe ByTn BUKOPUCTaHUN
LMTOreHeTUYHUI aHani3 nNnaueHTH.

e [lpoBegeHHs ekcnepTHoro Y3[ 4Ona  NOLyKY,
cneundiyHUX Bag pPO3BUTKY |  MIHOPHUX exo-Mapkepis
(Hanpuknag, Bagu cepusa abo rinonnasis KiCTKM Hocy Angd
Tpucomii 21, aHomanii UHC, 3miHeHa dopma ronoeku Ta

dorIeKCOpHI KUCTI ansa Tpucomil 18) Towwuo.
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Pe3ynbTatil Ta KiHiYHa TaKTKa

3HayeHHsa KniHivyHa TakTuka
PU3NKY

e OOroBOpeHHA MOXIMBUX cCLEHapIilB: MPOOOBXEHHS
BariTHOCTi 3 MIArOTOBKOKO [0 HAPOMKEHHA AOUTUHW 3
aHoMarsiel 4YM nepepuBaHHA BariTHOCTI  (3anexHo Big
3aKOHOOaBCTBA).

e Y BMMagky nigTBepKEHHA HOPMAaribHOro KapioTuny
nnoga, BariTHa 3anuMwaeTbCa B rpyni BUCOKOro PU3UKY|
3aTPUMKN  BHYTPILLIHBOYTPOBHOrO pPO3BUTKY, MnaueHTapHOI
OANCYHKLIT, HEBMHOLUYBaHHA BariTHOCTI 4epe3 HaABHICTb
XPOMOCOMHOI aHOManii B nnawueHTi.

lMpuknad: XXiHka 38 pokie i3 NMo3umMueHUM pPe3yribmamom
HIMT ons mpucomii 21 rpoxooums
KOHCcyrnbmyegaHHs1, 0e iu nosicHooms PPV 90%.
AMHIoueHme3 ma Kapiomuriy8aHHs1 aMHioyumie y,
17 muxHie eagimHocmi rniomeepoXxye mpucomiro, |
napa eupiwye npodosxumu eacimHicmb i3
cyrnposodom cnieujanicmie / abo nepepsamu
gazimHicmpb 00 22 MUXHi8

Hespanun pesynbtaT BuHMKae, konn HIMT He MoXe BuaaTu YiTKUK
BMCHOBOK Yepe3 TeXHiYHI Yn BionorivHi dpakTopu. HannowmpeHiwa npuynHa
— Husbka pakuisa nnogosoi OHK (<4%), ska moxe 6yTn obymosreHa
OXUPiIHHAM  XiHkn  (IMT  >30), paHHiM TepMmiHOM (<10  TWXHIB),
baratonnigHicTio abo perpagauieto/remonizom 3paska. KpimM Toro, Hu3bka
deTtanbHa dpakuia iHodi noB’'si3aHa 3  OKPEMUMWU  XPOMOCOMHUMU
aHOManisMu nroga, TakuMmm sk Tpucomis 18, Tpucomia 13 abo cnHapom
TepHepa (XO), aki MoXXyTb BNnuBaTK Ha npoaykuito CFDNA nnaueHTor vyepes
il aHOMarnbHMN PO3BUTOK abo 3MeHweHun po3mip. Yactota HeBaanux
pesynbTaTiB cTaHOBUTL 1-3%, ane moxe caraty 10% y xiHok i3 IMT >40

Takmuka:

e [loBTOpHUM 3abip KpoBi 4Yepe3 1-2 TWXKHI, KOMK
dpakuis AHK moxe 3poctn (Hanpuknag, 3 4% y 10 TwxHIiB 0O
13% y 12 TwxHiB). lNMoBTOpHUIA TecT ycniwHui y 60-80%
BMNaAKiB.

e HAKUWO nMOBTOPHUM pe3ynbTaT TakKoX HeBOanuu,
OUiHNTK 6a30BUN PU3KNK | BpaxyBaTM MOXIIMBICTb PiAKICHMX
XPOMOCOMHUX aHoMasin gk MNPUYUHU HU3BLKOT doeTaribHOIl
dopakuii.

e [1Nn4 XIiHOK i3 BUCOKUM pu3nKoM (aHomanii Ha Y3[, BiK
>35) abo ABivi HEBAANNMM TECTOM PEKOMEHOYETLCA iHBa3nBHa

Hespanun
TecT
(no-call result)
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3HayeHHsa
PU3NKY

KniHivyHa TakTuka

niarHocTuka (amHioueHTes abo CVS 3 kapioTUnyBaHHSAM),
OCKiNlbKM Lle MOXe BKasdyBaTM Ha naTonorito nioaa,
Hanpuknag, Tpucomito 18, fAka acouitoeTbCA 3 HU3BLKOH
dpakuieto AHK yepes nnaueHTapHy HeQOCTaTHICTb.

e [1n4a HM3bKOro puauky 6e3 nigospinux Y 3[-3Haxigok —
NOBEPHEHHS 4O TPAAWULINHOIO CKPUHIHTY (KOMOIHOBaAHUW TECT)
abo crnocTtepexeHHs 3 Y3[1.

[Mpuknad 1: XiHka 3 IMT 42 ompumye Hegdasul pe3yrbmam
y 10 muxHie eazimHocmi. [loemopHut mecm y 12
MUXHI8 ycriwHUlU i OeMOHCMPY€e HU3bKUU PU3UK.
Y3/] nnoda 6e3 namorioaii, ea2imHicmb 8e0embCH
cmaHOapmHo.

[Npuknad 2: XKiHka 3 IMT 42 ompumye Hegdlaruu pe3yribmam
y 10 muxHie eagimHocmi. [loemopHut mecm y 12
MUXHI8 maKkox Hegdarnuu. Y3/] nokasye 3ampumMKy
pocmy, | amMHioueHme3 ma KapiomurlyeaHHs
amHioyumie 'y 17 muxHie e8useriise Mo3aidyH)

mpucomito 18, wo nosicHroe HU3bKy gppakuiro JHK.

HIMT moxe BMABNATUM BUCOKUA PU3UK aHOManin ctaTeBUX XPOMOCOM
(Hanpuknag, XO, XXY, XXX), ane PPV Tyt Hmx4ya (40-60%) 4epe3 yacTi
BUNaOKM mMo3aiuynamy nnaueHTn 4m matepi. Yytnmeictb ctaHoBUTL 90-95%,
ane XMbHOMO3NTUBHI pe3ynbTaTy TPannATbLCA YacTille, HiXK 4Nns TPUCOMIN.

Takmuka:

AHoOManil
cTaTeBux
XPOMOCOM

e [eHeTn4yHe KOHCynbTyBaHHA AN MNOACHEHHA PPV i
dpeHOTUNOBUX HacniakiB (Hanpuknag, KiHIYHOI KapTUHU Npu
TPUCOMIT Y MOHOCOMIT X)

e |HBa3MBHa aiarHoCTUKa ans nigTBEPAKEHHSA
(onTMMarnbHO aMHIioUeHTe3 3 HacCTYMHUM KapioTUMyBaHHAM
KNITWUH nnoga)

e Y3[ ang nowyky cneuudivHNX MapkepiB (KiCTO3Ha
rirpoma npun XO, HopMmanbHa aHaTtomist npu XXY)

e (OB6roBopeHHs KMiHIYHOT 3HAYYyWOCTi: gesaki aHomanil
(Hanpuknag, XXX) MOXyTb He BNIMBaTH Ha 340POB’S, TOAi 5K
iHWi (XO) noTpebytoTb MegmyHoro Harnagy. Cnig 3ayBaxuTy,
wo nig 4Yac nigTtBepoxeHHsa pesynbtaty HIMNT 3
aHeynnoigiaMmM ctaTeBuX XPOMOCOM MOXYTb OyTW BUSABNEHI
CTPYKTYPHi BapiaHTu (i3oxpomocomu abo TpaHcnokaujii 3a
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Pe3ynbTatil Ta KiHiYHa TaKTKa

3HayeHHsa
PU3NKY

KniHivyHa TakTuka

y4acTi cTaTeBMX XPOMOCOM), LLIO 3HA4YHO BMNSMBAE Ha NPOrHo3
300POB’St AUTUHM NICNA HAPOOXKEHHS.

[Npuknad: HITTT demoHcmpye sucokul pu3uk XO y 25-pidHOI
XiHku  (PPV  50%). Y34 eusense eiepomy,
aMHioueHme3 3 KapiomurygeaHHsIM aMHiouyumig
niomeepdxye cuHOpom TepHepa. [lauieHmka
ompuMye  KOHCyrbmauito wWodo MaltbymHb020

300poe’s

[Mo3uTmBHMIN pe3ynbTaT Ansa Mikpogeneuin (Hanpuknag, 22g11.2) abo
pigkicHux Tpucomin (9, 16) mae Hu3bKy PPV (20-40% ans mikpogeneuin,
<50% ansa Tpucomin) Yepes ix pigkictb (1:4000—1:50000). YyTnmBicTb TakoxX
Hwx4a (75-90% pna mikpogeneuin, 50—-70% ansa Tpucomin)

Mikpoaeneuii
4Yun pigKicHI
TpUCOMIi

Takmuka:
e[leTanbHe reHeTMYyHe KOHCYJSIbTYBaHHSA 3 akUeHTOM Ha
HM3bky PPV i BMCOKY WMOBIPHICTb XMOHOMO3UTUBHOIO
pesynbTary.
e |HBaA3MBHa JiarHocTuka ans niaTBepaXXeHHSA
(amHioueHTes 3 NpoBeAEHHAM XPOMOCOMHOIO

MIKpOMaTpPUYHOro aHanisy gnsa igeHtudikadil mikpogeneuin,
abo TapreTHoro FISH-aHani3y Ha KOHKpeTHi Mikpoaeneuir).

eY3[l ana kopensauii 3 eHoTMnom (Hanpuknag, Baau
cepus npu 22q11.2, 3aTpuMKa pocTy npu Tpmucomii 16).

eAKLWIO aHoMania He nMiOTBEPOXKYETLCH, 3acrnoKoITH
nauieHTKy; AKLLO NiaTBEPOKYETLCSA - nraHyBaTu
CNoCTepeXeHHs1 abo po3rnaaaTty NUTAHHS NepepuBaHHs 3a
PiLLEHHAM MeANKO-reHEeTUYHOI KOMICiIl.

[Mpuknad: HIFTT demoHcmpye pusuk 22q11.2 (PPV 30%). Y3/
y 20 muxHie eusiensie Oetekm  aopmu,
amHioueHme3s ma XpoMOCOMHUU MIKpOMampuyHUU
aHaniz abo FISH niomeepodxye Oeneuito. PoOuHa

nnaHye rnosoau 3 Kapoioso2ivHUM Cyrposoodom.
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NIFTY

Non-Invasive Fetal TrisomY Testing

NIFTY® HeinBa3uBHe

npeHartalibHe TeCTyBaHHA

Ornsapg ( !
[MpOoTAroM OCTaHHBOro AECATUPIYYSA PO3BUTOK HAYKU ‘\ G <
reHeTUKN Ta BENUYE3Hi JOCATHEHHA B FrEHETUYHUX . U
TEXHOMOrIAX 3MIHUITM HaLy 34aTHICTb PO3YMITH \
3axBOPIOBaHHSA, BCTAHOBMOBATY AiarHo3un 1a
HagaBaTu eheKTUBHI METOAM JiKYBaHHS.

lMosiBa HOBOro HEiHBA3MBHOIO NpeHaTaslbHOro
TectyBaHHsa (NIPT) BBena B ekcnnyaTtadito
BMCOKOTOYHY CTpaTerito CKPUHIHIY Ansa peTanbHuX
aHeynnoigin. Tect NIFTY® (Non-Invasive Fetal
TrisomY Test) 6y nepwum NIPT, wo 6ys
BMNPoO6yBaHUin y KniHivHmMx ymoax y 2010 poui i
NPOWLLIOB BanigaLito B 4OCAIOXEHHI HA Maixe

147 000 BariTHocTen. [1o LubOro 4acy no BCboMy
cBiTy 6yno nposegeHo noHaz 18 000 000 TecrTiB
NIFTY®. i /]

LLlo nepeBipsieTbCcA? L

NIFTY® npornoHye CKPUHIHT 4118 AeAKuUX
HaMMOLLUMPEHILLMX TPUCOMIN, SKi BUABMAIOTLCS NpU
HapOOXEHHI, BKITFoYatoum Tpucomito 21 (cuHgpom
[ayHa), Tpucomito 18 (cungpom Easapaca) i
Tpucomito 13 (cuHgpom lMatoy). Takox AOCTYMHi
BapiaHTV TeCTyBaHHA Ha aHeynsnoifji crTateBnx
XPOMOCOM, iHLLi XPOMOCOMHI aHeynnoiAil, NeBHi
XPOMOCOMHI Aenevwji/gynnikadii Ta ctaTb.

MiaxoanTtb AnsA

Bci BariTHi »KiHKW, NoYnHaK4u 3
10 TUXKHIB BariTHOCTI

Bumoru pgo 3paskiB

MNepudepuyHa kpos: 6-10 mn
Mnasma: 21 mn

TexHonorin
Low coverage WGS



Yomy obpatn NIFTY®?

NIFTY® Hagae 3Ha4YHO eheKTUBHILLY OLIHKY PU3KKIB, HK
TpaauLjiiHi NPOUEAYPWY CKPUHIHTY | € OAHMM 3 HaBINbLL
komnnekcHux NIPT Ha puHKy.
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Be3neuHui
HeiHBa3nBHWI 6e3 pU3nKy BUKUAHSA

TouHui
Hosepnena >99% uytnusictb ana T21, 18 13, Ha
OCHOBI pocnigxeHHa mamxe 147 000 sariTHocTen

MepeBipeHui
Monapg 18 000 000 TectiB NIFTY®, npoBeaeHux
KMiHiuMcTamMm B BinbLu Hix 80 KpaiHax

MpocTtuin
TecT 3 HeBenukoro >5 mn 3pa3ka KpoBi MaTepi BXe
Ha 10 TWXHi BariTHOCTI

KomnnekcHui
BapiaHTu ckpuHiHry ansa 137 pisHux
reHETUYHUX 3aXBOPHOBaHb

Bapiauii Tecty

NIFTY

Trisomies
Trisomy 21
(Down syndrome)

Trisomy 18
(Edwards syndrome)

Trisomy 13
(Patau syndrome)

Sex Chromosome
Aneuploidies*®
Monosomy X
(Turner Syndrome)
XXY
(Klinefelter Syndrome)
XXX
(Triple-X Syndrome)
XYY
(Jacobs syndrome)

Sex Indication*
Y Chromosome detection

NIFTS) pro

Trisomy of all autosomes, including
Trisomy 21 (Down syndrome)
Trisomy 18 (Edwards syndrome)
Trisomy 13 (Patau syndrome)
Trisomy 9

Trisomy 16

Trisomy 22

Sex Chromosome
Aneuploidies*

Monosomy X (Turner Syndrome)
XXY (Klinefelter Syndrome)

XXX (Triple-X Syndrome)

XYY (Jacobs syndrome)

Sex Indication*
Y Chromosome detection

92 micro deletion/duplication, including
Cri-du-Chat syndrome

1p36 deletion syndrome

2g33.1 deletion syndrome
Prader-Willi’/Angelman Syndrome
Jacabsen Syndrome

DiGeorge Syndrome (22q11.2)
16p12.2p11.2 deletion syndrome

Incidental findings

Other information about
potential fetal diseases

*Optional



KniHivHi pekoMeHpallii Woao BUKOPUCTAHHA Ta iHTepnpeTauii HeiHBa3BHOMo npeHaranbHoro tecty (HIMT)

8. NOOAHHA PE3YJIBTATIB

8. 1. 3aranbHi npuHUMNN HagaHHA iHcpopmauil
3a oTpuMmaHumum pesynobtatamu HIMNT

KoHcynbTyBaHHSA

Bci  pesynbtatv  noTpebyloTb  PO3'ACHEHHST B
koHTekcTi PPV, NPV i 6azoBoro pusnky

IHTerpauis 3 Y3[4

HIMT ponosHtoe, ane He 3amiHoe Y3[1 Anga ouiHKku
CTPYKTYPHUX aHOManIn.

IHOmBIAYyanbHUK
nigxig

TakTuka 3anexuTb Bi4 BIKY, aHaMHe3y, TepMiHy
BariTHOCTI Ta nobaxaHb PpoaAnHU

ETunyHi acnektun

PiweHHsa npo noganbwi Aii  (CnoCcTepexXeHHs,
nepepuBaHHs) NPUAMalOTbCS BariTHOK NiCNA OTPUMAHHS
iHpopmauil HeOUPEeKTUBHOINO XapakTepy B [MOBHOMY
o6’eMi Ta 3 ypaxyBaHHAM YMHHOIO 3aKOHO4ABCTBA.

PesynbTtatn HIMT BapitooTh Big BUCOKOHAAIMHONO BUKMKOYEHHS aHOMariu
(HN3bKMW PU3KMK) OO0 CKNagHUX cueHapiiB 3 HM3bkow PPV (Mikpogeneduin).
KniHiyHa TakTuka TrpyHTYeTbCA Ha noeaHaHHi HIMNT 3 reHeTn4yHUm
KOHCYNbTyBaHHAM, Y3[l Ta IiHBaA3MBHOK [AiarHOCTUKOK, 3abesnedyrouu
TOYHICTb | MNIATPUMKY BariTHAX y MPUAHATTI KNiHIYHUX PilLEHb.

51




[MonaHHA pe3ynbTaTiB

9. BUCHOBKMUW

9. 1. BucHoBku wozo poni HIMAT
B cucTeMi npeHaTaribHOI AiarHOCTUKN
Ha cy4yacHoMmy eTani

HeinBasneHun npeHatanbHun TecT (HIMNT) € BUCOKOEEKTUBHUM |
6e3neyHMmM MeTOAOM CKPUHIHTY, SIKUKA CYTTEBO MOKPALMB MOXITMBOCTI
PaHHbOro BUSABIIEHHA XPOMOCOMHUX aHOManin B NpeHaTarbHin giarHocTuu,.
3aBgsaku aHanisy nosaknituHHol JHK nnoga (cfDNA) B MaTepUHCBLKIN KPOBI
HIMT 3abe3neyvye 4yTnmMBICTb | cneundiyHicTb noHag 99% ana Tpucomin 13
(cungpom [lartay), 18 (cuHgpom EpBapaca), 21 (cuHgpom [ayHa) Ta
aHomanin crateBmx Xpomocom (Hanpuknag, XO, XXY). Ui nokasHuku
CYTTEBO MNEpPeBULLYOTb TOYHICTb | MaloTb nepesary Hag TpaguuinHUMM
MeTogaMn, TakMMu 9K KOMOIHOBaHWU CKPUHIHT MepLlioro TPUMECTPY 4u
CKPWHIHT gpyroro TpuMecTpy, ki MatoTb 4ytnueicTb 85-90% i piBeHb
XNBHOMO3NTUBHUX pesynbTaTiB 40 5%. Bucoka TouHictb HIMT gosBonse
3HM3UTN YacTOTy HEenoTpibHMX iHBa3MBHUX npoueayp (aMHioLeHTe3y uu
Gioncil BOPCUH XOpioHa 3 KapioTUNyBaHHAM), SKi HECYTb PU3MK BUKUOHS
(0,11-0,22%), wo pobuTb Noro 6e3neyvyHo anbTEPHATUBOK AN BariTHUX
SIK 3 BUCOKUM, TaK i 3 HA3bKMM Ba30BMM PU3UKOM.

BukopuctanHa HITT ontumidye npeHaTanbHUM CKPUHIHT, Hagdakuu
nikapsaMm i nayieHTam WBUOKMW AOCTYN A0 HaginHol iHpopmauil Bxe 3 10-ro
TWXHSA BariTHOCTI. Lle Jo3Bonde paHiwe nnaHyBaTh KNiHIYHI pilleHHSA: Big,
3aCrOKOEHHA  MpuW  HeraTMBHOMY  pe3ynbTaTi OO  CBOE€YacHOro
NiATBEPOKEHHA aHoMarniv npu No3UTUBHOMY. Hanpuknag, Bucoka
HeraTMBHa NPOrHOCTUYHA LiHHICTL (>99,9% ansa Tpucomii 21) 3abesnevye
BNEBHEHICTb Y BUKITKOYEHHI JaHOI aHOMaril, Todi K NO3NTUBHUW pe3yrnbTaT
3 Bucokoto PPV (90-95% pna tpucomil 21 y rpyni BUCOKOro puU3unKy) €
Nokasom [0 LUifiecnpsiMoBaHol AiarHOCTUKW. Takui nigxig 3MeHLye
NCUXOJIONYHE HaBaHTaXXeHHHA Ha BariTHMUX, 3MEHLUYE KiflbKiCTb iHBa3UBHUX
BTPYyYaHb i CNpuda€e palioHanbHOMY BUKOPUCTAHHIO MeANYHUX PecypcCiB.
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[MpoTte HIMT mae HU3Ky obmexeHb, Aki HeobXxiaHO BpaxoByBaTU ONS
npaBuUIIbHOrO 3acTtocyBaHHA. BiH 3anuwaeTbca CKPUHIHFOBUM, a He
OiarHOCTUYHMM  MEeTOAOM, TOMY MO3UTUBHI pes3ynbTaTu NOTPedylTb
NiaTBEPAXKEHHS iHBa3nBHUMKM TecTamu. OcobnmnBo LEe CTOCYETLCA PiAKICHUX
aHomanin (Hanpuknag, Tpucomin 9, 16) | Mikpogeneuin (Hanpuknag,
22q11.2), ge 4yTnumBicTb 3HMXyeTbcA Ao 50-90%, a PPV nagae oo 20-50%
yepe3 HU3bKY MOWMUPEHICTb UMX CTaHIB | MOXIMBUW MnaueHTapHUn
Mo3aiunsm. HITTT Takox He 3gaTteH BUABMAATM CTPYKTYPHI aHOMarnil nnoaa
(Hanpuknag, gedekTn HepBOBOI TPYOKM 4M Baaum cepud) YA MOHOrEHHI
3aXBOPOBAHHS, LLO MiOKPECNIOE HEe3aMiHHICTb YrbTPa3BYKOBOIMO CKPUHIHTY
B KOMMMEKCHIN aiarHocTuui. TexHiYHi obMeXeHHs, Taki sIK HM3bka dopakuis
nnogosol AHK (Hanpuknag, npu OXUPIHHI Y1 GaraTonnigHin BariTHOCTI),
MOXYTb MNPU3BOAUTM A0 HEOOXiAHOCTI MOBTOPHOrO TecTyBaHHA abo
anbTEPHaATUBHMX METOAIB.

[MpaBunbHa iHTepnpeTauia pesynbTatie HIMNT i po3pobka nogansLiol
TaKTUKM 3anexaTtb Bif iHTerpauii JaHuX TecTy 3 KIiHIYHOM iHdhopMauieto —
BiKOM BariTHOI, aHaMHe3oM, pedynbtatamn Y3[. Hanpuknaa, no3sntueHUM
pesynbtat anga mikpogeneuii 3 PPV 30% 6e3 Y3[-mapkepiB Moxe 6yTu
XUOHUM 4epe3 obMexeHMn nnaueHTapHMin Mo3aiuM3M, ToAi SK 3aTpuMKa
pOCTYy 4M Baan Ha Y3[l nigBuLLytOTb IMOBIPHICTb CApaBXHbOI MaTomMoril.
Takmn iHOuBIOyanbHMA NigXxig, 3acHOBaHMWM Ha CydacHUMX MpOoTOKoMax
(ACOG, ISPD, UpToDate), 3abe3neyye 6anaHc Mix TOYHICTIO AiarHOCTUKM
Ta YHUKHEHHAM HaAMIpHUX BTpyYaHb. Y MepCrnekTuBi BOOCKOHAIIEHHS
TexHonorin HIMT, 3okpema ona piakicHUX aHomanin i MOHOreHHMUX CTaHiB,
MOX€E pPO3LLUMPUTU WNOro MOXIMBOCTI, ane Hapasi BiH 3anuwaeTbCcs
YaCTMHOK KOMMJIEKCHOI CTpaTerii, a He YHIBepcanbHUM PilLEHHSIM.

Omxe, HIMT € He3aMiHHMM IHCTPYMEHTOM Cy4acHOl npeHaTasbHOol
MEONLMHUN, AKUA ONTUMI3YE CKPUHIHI OCHOBHUX XPOMOCOMHUX aHOManin 3
MiHIManbHUM puankom ans nnoga. EdektusHicte i 6esneka pobnate HIMT
e(PeKTUBHMM BUOOPOM Yy BaraTbOX KIHIYHUX CUTyaUisX, are OBbMeXeHHS
BUMaratoTb 06epeXXHOro 3acTocyBaHHs, NPOdECINHOrO KOHCYNbTYyBaHHA Ta
NoegHaHHA 3 IHWUMKM MeTogamMm Ans  3abes3nedeHHs  HanKkpalimx
pe3ynbTaTiB AN BariTHUX i IXHIX ManbyTHixX giTeun.
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MonaHHA pe3ynbTaTiB

Monpu Te, wo HIMNT we He BKNo4YeHO A0 OIUIMHOIO AepXKaBHOro
NPOTOKONY $IK OOOB’SI3KOBUM KOMMOHEHT, WMOro BrNpPOBafXeHHS Ha
HauioHanbHOMY PpIiBHIi SIK anbTepHaTUBHOro abo npiopuTeTHOro
MeTOAY CKPUHIHFTY € JOoriYyHMM i HeoOXiAgHMM KpPOKOM [0
nepcoHarnisoBaHol MeanunHu. Lle He nuLwe nigBnWmMTL SKICTb NpeHaTanbHOol
OOMOMOMK, @ N 3MEHLUNTb KiNbKICTb HEMNOTPIOHUX IHBA3MBHUX BTPYy4YaHb,
3HN3UTb PiBEHb TPMBOXHOCTI cepen BariTHUX i CNpUATUME pauioHanbHOMY
po3noainy Megu4Hux pecypcis.

Y pamMkKax UYMHHOrO 3akoHodaBCTBa YKpalHM Ta Ha niacrasi
MikHapoaHux cTtaHgapTtie, HINT cnig po3rnsgatu sik nNpiopuTeTHUKU
MeToZ NoAanbLUoro npeHaTaribHOro CKPUHIHIY A4 XiHOK 3 MPOMIKHUM
abo BWUCOKMM pPU3KKOM 3a pesynbTatamy TPagULINHOIO CKPUHIHTY.
BkntodeHHs HIMNT go ctaHgapTy KMiHIYHOT NPakTUKM € KPOKOM A0 6inbLu
nepcoHanisoBaHoi, edekTMBHOI Ta 6e3nevyHol MeanyHo! AONOMOTMN.

TakMm YMHOM, Ha OCHOBI Cy4aCHUX OKasiB i JOCTYMNHUX MOPIBHANIbHUX
aanunx, HIMT cnig po3rngagatn 9K onTUMMaribHUM iIHCTPYMEHT Cy4acHOro
CKPUHIHTY TPMUCOMIN, LWO 3acnyroBye Ha iHTerpauito [0 KNiHIYHUX
MapLUpYTiB i ManbyTHiX pedakuini HauioHarIbHMUX NPOTOKONIB.
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JTabopaTopist reHeTUYHMX
GSENECODRE LOCNippKeHDb B YKpaiHi

diagnostics

CONFIDA NIPT

CKPMHIHI HA XPOMOCOMHI MOPYLUEHHS IJ1I0AY

Confida NIPT "™ Confida NIPT
Tpucowmia 21 (cuHapoM [dayHa) Tpucowmia 21 (cuHapoM OdayHa)
Tpucomia 18 (cuHaopom EaBapaca)  TpucoMia 18 (cuHapoMm
Tpucomisa 13 (cuHapom MaTay) Ensapaca)

Tpucomia 13 (cuHapom MaTtay)
45 X; 47 XXX ; 47, XXY ; 47, XYY
CraTtb nnopa

Cratb nnopga

Confida NIPT ™" Confida NIPT **°
AHeynnoiaii 3a Bcima AHeynnoigii 3a BciMma

22 ayTOCOMHKMMW XpOMOCOMaMu 22 ayTOCOMHWMKM XpoMOCcoMaMu
(BKNKOYakUM cuHOpoMu JayHa, (BKNOYak4YmM cuHOpoMK OayHa,
Eosappgca i MNaTtay) EnBapgca i Maray) 45X ; 47, XXX ;
45 X 1 47 XXX ; 47 XXY ; 47 XXY ; 47, XYY, cTaTe nnoaa,

47 XYY, cTtaTh nnona 60 MikpogenauinHux /

MiKpoaynnikauinHmMxX
cuHpgpomiB 27 Mb

% Be3neuHo % LiBupxo

HeiHBa3MBHUNA, pe3ynbtatv Ao 14 gHiB
6e3 pU3nKy BUKUOHSA

Ta 3arpo3u 300poB'to a Hap,iﬁno

MaTepi Ta AUTUHWU TOYHICTb >99%

% Bixe 3 10-r0O TVMDKHS BariTHOCTI

TenedoH rapayoi niHii: BﬂEBHGHiCTb
Ol 24O y manbyTHbOMYy -
% 0800 336 025 | iy 3arnopyka Balloro

@® www.genecode.com.ua AR crioxkoo!




I'eHKon

ﬂlaI‘HOCT”K diagnostics

IMocnyru 'eHKop, [1iarHOCTUK

BcraHoBNeHHA HbaTbKiBCTBa, BcTaHOBNEHHA MaTepuHCTBa, BcTaHOBNEHHSA
pi3HUX BnAiB 6n1M3bkKoi cnopigHeHoCTi, BcTaHOBNEHHA 3UIrOTHOCTI 6/1TM3HIOKIB,
leHeanoriyHi aHanizu, AHK anani3zu ana cyay i odpiyinHMX ycTaHoB,
KpUMiHanicTU4Hi aHanisun

— HeiHBa3uBHa AiarHOCTUKa XpoOMOCOMHMUX aHoManin nnoay (Confida HIMT)
— lMpeiMnnaHTauinHe reHeTUYHe TecTyBaHHA eM6pioHiB Ha aHeynnoiaii (PGT-A)
— HeiHBa3uBHe BU3HaYeHHSA CTaTi AUTUHMA

@ genecode.com.ua

— CnagKoBi OHKOreHeTuYHIi naHeni
CoMaTHUYHi OHKOreHeTU4YHI NaHeni
— CnagKoBi Ta coMaTUYHI OHKOreHeTUYHI naHeni

TenedoH rapauoi NiHii:

% 0800 336 025
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