MEAVWYHA JIABOPATOPIf

YAC SMEHIWWTK BIACOTOK 3BUYHOTO
HEBUHOWYBAHHA BATITHOCTI HEACHOTO TEHE3Y

OrNAL KNIHIYHUX PEKOMEHOALIN TA HOBUX AIATHOCTUYHUX ANTOPUTMIB

BCTYN

3BMYHE HeBMHOLWYBaHHA BariTHOCTi (3HB) €
nonietionoriyHoto i BiporigHo MynbTUdaKTOPI-
anbHOI MaTosorieto, Ginblua YacTMHA MPUYUH
Ta $aKTopiB PU3MKY AKOI JOCI 3aNNLIAETLCA He-
BMBYeHO. Came TOMy NpoTAromM 6araTbox pokKiB
3HB € BMKAMKOM AnA penpofyKTUBHOI Meanum-
HW B YCbOMY CBITI.

Mapwn 3 pgiarHo3om «igionaTnMyHe HeBUHOLLY-
BaHHA BaritTHOCTI» (6nn3bko 50%) 3a3HaloTb Be-
JINKOTO CTpecy Bifi HEBM3HAYeHOCTI Ta 6e3Hagii,
BAAOTbLCA OO eMMiPUYHMX Ta eKCNepUMEHTasb-
HUX cnocobiB NMogonaHHA 6e3miTHOCTI, AKi Mo-
XKyTb TAFTU 32 COO0I0 HEOOIPYHTOBaHI PU3UKMU.

B crtaTtTi npeactaBneHo ornAap  akTyanbHUX
KniHiYHMX HacTaHoB i3 3HB pi3Hux npodeciii-
HUX ToBapuCTB (AMepUKaHCbKOro TOBapuCTBa
penpoayKTuBHOI MmeauuunHu (American Society
for Reproductive Medicine, ASRM) Big 2012
p., €BpOMENcbKOro ToBapucTBa 3 penpoaykuil
Ta emb6pionorii nognHn (European Society of
Human Reproduction and Embryology, ESHRE)
Big 2017 p., HimeubKkoro ToBapucTtsa riHekonorii
Ta aKywepcTta (German Society of Gynecology
and Obstetrics, DGGG), ABCTpilicbKoro ToBa-
puctBa riHekonorii Ta akywepctBa (Austrian
Society of Gynecology and Obstetrics, OEGGG)
Ta LWBenuapcbkoro ToBapmucTBa riHEKOsorii Ta
aKywepcTBa (Swiss Society of Gynecology and
Obstetrics, SGGG) Big 2018 p.), a TaKOXX HOBUX
[ocnigkeHb Ta aHaniTuuHux ornagis 2019-2020
pp., NPUCBAYEHNX YAOCKOHANEHHIO AiarHOCTMY-
HUX anroputmis npuyunH 3HB gna 3meHweHHA
BifICOTKa igionaTUYHNX BUMaAKiB.

BU3HAYEHHA TEPMIHY 3HB

Y KNIHIYHUX HACTAHOBAX

TA KOHCEHCYCHUX OOKYMEHTAX

Cnpobu cuctemaTm3auii HasBHUX [OKasiB
LOAO AiarHOCTUYHMX Ta TepaneBTUYHUX 3aX0AiB
npv 3HB 3gincHioBanuCh:
H KoponiBCbKMM Konemkem akylwepcTtsa i ri-
Hekonorii Benukoi bputaHii (Royal College of
Obstetricians and Gynaecologists, RCOG) y
2011 p. [1];
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m ASRMy 2012 p. [2];

m ESHREy 2017 p., 2018 p. [3];

B DGGG, OEGGG, SGGG y cninbHOMY KAiHiYHOMY
npoTokoni Big 2018 p. [4].

[poTe KOHCeHCycy AOCi He AOCATHYTO HaBiTb
3 MUTaHHA BU3HayeHHA TepMmiHy 3HB. Tak, 3a
o3HauveHHAM ESHRE (2017), 3HB - 1e cnoHTaHHe
3aBepLUEHH:A BariTHOCTi O MOMEHTY AOCATHEH-
HA XUTTE3JATHOCTI nnoja (Big MOMeHTY 3auart-
TA A0 24 TwKHA BariTHocTi) [3]. B Tom xe vacy
BM3HauveHHi ASRM (2012) nigkpecnioeTbca, Wwo
3HB - ue BTpaTa KNiHIYHMX BariTHOCTeN, AKa
NOBTOPIETLCA [2].

LLlogo KinbKOCTi MOBTOPHUX BUKWAHIB, MicnA
AKOI CNifl MOYMHATY AiarHOCTUYHNIA MOLWWYK Npu-
unH 3HB, kniHiuHi HactaHoBM ESHRE (2017) i ASRM
(2012) conipapHi B nepernsagi nepBUHHOIO Br3Ha-
yeHHA BOO3 (3 nocnigoBHMX BUKMAHI) | peKOMeH-
Oyl0Tb KpUTEpill ABOX MOC/iAOBHMX BUKUAHIB.
Take pilleHHA FPYHTYETbCA Ha pe3ynbTaTax Be-
JINKOFO PEeTPOCNEeKTUBHOro pocnigxeHHa 1020
BUMAAKiB ABOX i Ginblue NOBTOPHMX BUKMAHIB. Lie
[OCNIgXKEeHHA MoKas3ano, Wo YacToTa AiarHoCcTo-
BaHUX NnpryunH 3HB nicnA gBox NOCNifoOBHUX BU-
KnAHiB cknagana 41%, nicna Tpbox — 40%, nicnA
4oTUPbLOX i Binble — 42% [5]. CninbHWIA NpoTo-
kon DGGG, OEGGG, SGGG (2018) goTpumyeTbCa
TpaguuinHoro Bu3HaveHHsa 3HB BOO3 (3 nocni-
OOBHUX BUKWUAHI), NpOTe He 3anepeyye Mox-
NIMBOCTI paHIIOro noyatky obcTexeHHsa (micns
Apyroro BukugHsa) [4, 6].

[Mpy BMKOPUCTaHHI [iarHOCTUYHOrO KpuTepito
[BOX MOCNIJOBHUX BUKNAHIB cepefHA yactoTa 3HB
y nap penpoayKTYBHOroO BiKy cknagae 5% [7, 8].

Tako)K aBTOpamMn BCiX 3a3HAYE€HUX KIiHIYHUX
HacTaHOB BUW3HA€ETbCA OOyMOBJIeHa HefocTaT-
HiCTIO [oKa30BOI 6a3n BIACYTHICTb KOHCEHCYCy
WOoZOo Mnepeniky oO0CTeXeHb Ta TepaneBTUYHUX
3axofiB i3 goBefeHo abo cymHiBHO iHbOopMa-
TUBHICTIO/@EKTUBHICTIO. B KNiHIYHMX HacTaHo-
Bax ESHRE (2017) giarHoCcTu4Hi 3axoam nogineHi
Ha 3 rpynu:

B PekoMeH[OBaHi [JOCHIgXKeHHA (MOXYTb BU-
ABUTW eTionorivyHi unHHUKK 3HB, aKki nignAaraoTb
KopeKLii; foBefileHa ePEeKTUBHICTb iKyBaHHsA B
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BATITHICTb TA NMOJIOT I

KOHTEKCTi 36inbLUeHHA WaHCiB BUHOLYBAHHA BariTHOCTI) — Ai-
arHocturka aHtndocdoninigHoro cuHapomy (ADC), ancdyHKuil
LMTOBUAHOT 3a51031, BPOAXKEHOI U/ HabyToi MaTomnorii MoOpoX-
HVHW MaTKW.
B [JocnifxeHHs, AKi MOXyTb 6yTW 3aCTOCOBaHi ANA NOACHEHHSA
npuynH 3HB abo B gocnigHNX LinAx — AiarHOCTMKA XPOMOCOM-
HUX Ta FTEHHUX aHOMani, AeAKNX IMYHHWX NPUUYNH (QHTUHYKNe-
apHi aHTWTINA), cnagkoBux Tpomboodinin, dparmeHTauii AHK
cnepmaro3o0ifis.
B HepekomeHAoBaHi 4OCNIOKEHHA — iHLWI IMYHOMOrIYHI TecTy,
iHWi ropMOHanbHi AOCNiAXeHHA Ta foCNigKeHHA MeTaboniy-
Horo cTatycy [3].

Cnig 3BepHyTH yBary, WO B YCiX 3a3Ha4YeHNX pekoMeHaauifx
npuainAaeTbca Bce Ginblue yBaru ouiHui HecneundiyHmx GpakTo-
piB pu3mky 3HB: Bik i HagnMWKoBa Bara 6aTbKis, AediynT Barun

mMatepi, aediunT BitamiHy D, KypiHHA, 3N0BXMBAHHA anKoro-
nem, KaBoto, AesAki NpodecinHi WKiaIMBoCTi.

Mo3swuuii ASRM, ESHRE T1a DGGG, OEGGG, SGGG wwopo0 Aia-
rHOCTUYHUX i NiKyBanbHuX 3axodis npu 3HB npeacTaBneHi B
Tabnuuax 1i 2. Npuv Lbomy NPaKTUKYIOYOMY JliKapio BaXK/u-
BO YCBifjOMJIIOBaTW, LU0, K 3a3Ha4yeHo B HacTaHoBax ESHRE,
«BUKOHAHHA KNiHIYHWX HaCcTaHOB He rapaHTy€ YyCMillHOro
abo KOHKpeTHOro pesynbraTy i He BCTAaHOBJIIOE CTaHAAPT
nikyBaHHA. KepiBHULTBO KNiHIYHOI NPaKTUKN He CKacoBYE
KNiHIYHOI OLiHKN MeAM4yHUX NpauiBHUKIB Yy AiarHoctuui Ta
NiKyBaHHi OKpemMux naui€HTiB. 3peluTolo, MeanYHi npawis-
HUKN MaloTb NPUIAMATU BACHI KNiHiYHi pilleHHA ANA KOX-
HOro KOHKpPeTHOro BMMafAKy, 3aCTOCOBYIOYM BNlaCHY OLIiHKY,
3HaHHA i JocBia, 6epyyn [0 yBaru ctaH, yMoBu Ta 6aKaHHA
OKpeMOoro nauji€eHTa nig Yac KoHcynbTauii» [3].

Tabnuua 1. 3BeeHa TabnuLA pekomeHzaLiii aKTyanbHUX KNiHIYHUX HaCTaHOB LLOJI0 AjarHOCTUKM NpuuuH 3HB

Mpuunnm ASRM (2012) [2]

ESHRE (2017) [3]

DGGG, OEGGG, SGGG (2018) [4]

[eHeTyHi npuumHmM

JlouinbHo NPOBOAWTI LIMTOTEHETIUHE
XPOMOCOMHI aHOManii -~ LOCHIKEHHA NPOLYKTY 3auarTd Ta/
a60 KapioTunyBakHA 6aTbkis

MoHoreHHi myTauji He po3magaeTbea

OpHoHyKkneoTUaHi

. . Tl
HOHIMOD¢I3MM He PO3rnAnaeTbCa

He po3magaeTbea

He po3rnAnaeTbCa

LluToreHeTYHe 0CTIKEHHS NPOAYKTY 3a4aTTa MOXe
NPOBOAUTHCH 3 NOACHIOBANHOK METOH, KapioTUNYBAHHA OATbKIB
— 33 HAABHOCTI He30anaHCOBaHOrO KapioTuny y MPoAyKTY 3ayarTs

a60 3 HAVBIAYANbHIMY NOKA3AHHAMI™

JlouinbHo NPOBOAWTIA LMTOrEHETIUHE AOCTIKEHHA NPOZYKTY 33uaTTa
Ta/ab0 KapioTvnyBaHHA 0aTbkiB

[pu nino3pi Ha MoXMBICT 3HB, BUKAMKAHOTO MOHOTEHHIM
33XBOPIOBAHHAM — EHETUUHE TeCTyBaHHA, MeANKO-TeHeTUHe
KOHCYNbTYBaHHA
MonekynApHo-reHeTuyHMit aHani3 NoNIMOPOHIX BapiaHTiB reHiB
He pekoMeHAYeTLCA And nap i3 3HB

AHaTomiyHi npuymHmM

PekomeH10BaH0 OLliHIOBATIA BCIM

I Y XiHkam i3 3HB (rigpoconorpadis,

Pekomen0BaHo oLiHtoBaTY BCiM XiHKkam i3 3HB. MeToa nepworo

Pekomen10BaHo OLiHI0BATI BCiM XiHKaM i3 3HB AocTynHumMI MeTogamu.
[InA BIKNI0UEHHA BHYTPILUIHLOMATKOBIX CUHEXilt — ricTepockonis

PeKoMeHA0BaHO OLiHI0BaTY BCiM XiHkaM i3 3HB BianogigHo A0 kpuTepiia
2006 p. (1abn. 3) + giarHocTvka «HexpuepiiiHoro» AOC (npu HenosHiil
BianoBiaHoci kpurepism 2006 p., ane 3a HAABHOCTI CITYaCTOrO NiBe/0,
BMPa3KMA, HUPKOBOT MiKpOaHrionaTii, HeBPOMOTiUHYX Ta CepLIeBYX NOPYLLEHb)

Mo>Ha po3riIA#aTY B XIHOK i3 Xapu0BOI0 HenepeHoCUMICTIO FIOTeHy.

MaTkit rictepockonis, Tpusumipte Y3/) N e
AyToiMyHHi NpUYMHI
PekomeH10BaH0 OLliHIOBATIA BCIM ) - ' L
AOC A O PexkomeHa0BaHo oswmﬁsax g&gvg mgsgtﬂ |33§HB BiANOBIAHO 10
kpuepiie 2006 p. (Tabn. 3) purep p. tFab.
AHT::TYMKT?J?:F)H‘ He po3magaeTbea Mo>Ha po3rnAAaTh 3 NOACHIOBANILHOIO METOI
[opMOHanbHi npuYnHM
Iyt PekomeH0BaHO OLliHI0BATIA BCIM PexomeHz10BaH0 oLjiHioBaTy BCiM XiHkam i3 3HB (TTT, antuina

XiHkam i3 3HB (TupeotponHuit
ropmoH (TTr))

PekomeH10BaH0 OLliHI0BATI BCIM

LLUTOBMAHOI 331031

7o Tupeonepokcuaasi (AT-TM0). Mpu aHomanbHux pigHax TTT Ta
AT-TNO Bu3HauaTt piBeHb BINbHOrO TUPOKCUHY

PekomeH10BaHO OLHIOBATI AULLE 3a HAABHOCTI Migo3py Ha

PekomeH10BaHO oLiHtoBaTH BCiM XiHkam i3 3HB (TTT). Mpu aHoManbHIX
piBHAX TTI — oUiHATIA BINbHUI TPUAOATUPOHIH, TUPOKCH, AT-TTI0

TineprparakTHHeMIA XiHkam i3 3HB (nponakTik) rinepnponakTHeMito (oniro-/ameHopea Ta iH.) He posmARaETbeA
PeKoMeHA0BaHO OLiHI0BATH Bcim iHkam i3 3HB — owiHioBaTy iHgeKc Macv Tina.
LlykpoBwit giaber BCiM iHKam i3 3HB (rnikoBaHwmii He pekomeH0BaHO Mpu iHpekci Mac Tina > 30 Kr/M? — J0AaTKOBI 06CTEXeHHA
remorsnobix) N4 BUABNEHHA MeTab0iuHOr0 CUHAPOMY
(MHapom nosikicTo3HIX
AEUHIKIB, He pekomer0BaHo He pexomer0BaHo He peKoMeHA0BaHO 3a BIACYTHOCTI OXUPIHHA
rinepaHAporeHia
OBapianbHuii peseps He pekomeHA0BaHo He pexomer08aHo He po3rnanaeTbea
|HOeKLiiH npuynHm
A : . . bioncia eHgomerpi 3 iMyHOTICTOXIMIYHIM AOCTIZXEHHAM (NOBEpXHEBIIA
Yo fepormsen e g R L e s
XDOHIYHOTO EHAOMETPUTY
[HLWi nprymHK
Yonogiunit pakTop
(dparmenTauia He pekomeH08aHO MoxHa po3riAaaTi 3 NOACHI0BANbHOK MeTo He po3rnanaeTbea

[HK-cnepmn)

[MyHonOriYHi 0ui SN, ) S ) ) : ) .
dakroph LLiHK HaTypabHYX Kinepis, 36iry 3a NOKyCamy 0CHOBHOTO KOMMAEKCY FICTOCYMICHOCTI Ta THLLIMX iIMyHONOTUHIX GaKTOPIB He pekoMeH0BaHa 3a pamKamit AOCTIAHMX Lineit
BpomxeHi y ) .

Tpom6odin e PEKOMEHZI0BaHO, OKPIM BINAKIB 13 0OTAKEHIM aHaMHE30M LLOAI0 TPOMOOTUYHIX YCKNaaHeHb

(DakTopy pu3mKy OuiHK AV aHamHe3y 1100 NpodeciitHu WKIANMBOCTEN, KypiHHA, 3N0BXIBAHHA ankoronem, Gi3uyHoi aKTMBHOCTI pekoMeHA0BaHa BCiM napam i3 3HB

* Hanpuknag, noka3aHHAMY A0 KapioTUMYBaHHA MOAPYXHbOT NAPU €: HAPOAXEHHA AiTeld i3 Bafamit PO3BUTKY Ta/ab0 3aTpUMKOI0 PO3YMOBOTO PO3BITKY, MEPTBOHAPOKEHHA HEACHOTO reHe3y B aHaMHei,
BIAOMOCTI NPO HAABHICTb CTPYKTYPHIX XPOMOCOMHYX aHOManiiA B cim' ToLo [9].
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Tabnuua 2. 3BeseHa Tabnuua pekoMeHZaLii Wozi0 TepaneBTUYHIX 3axopiB npu 3HB

MpuumHm ASRM (2012) [2]

BATITHICTb TA MOJIOT I

ESHRE (2017) 3] DGGG, OEGGG, SGGG (2018) [4]

TeHeTUYHi NpUYMHM

[EHETUYHe KOHCYNbTYBAHHA ANA BU3HAYEHHA NPOTHO3Y
Ta MOXIMBOCTI 3aCTOCYBAHHA NepeaiMMNaHTaLiiHoro
reHeTUYHOrO TeCTyBaHHA, amHioLieHTe3y abo bionci
BOPCUH XopioHa. JlikyBanbHi onuii MatoTb 6a3yBatucs Ha
J1aHVIX PO KapioTIAN MPOAYKTIB 3a4aTTA (eynnoiaHui,
aHeynNoiHNI, He30anaHCOBAHMIA BHACAIOK CTPYKTYPHIX
aHoManiii 6aTbKig), a He ML Ha JaHIX NPO KapioTn
baTbkiB

XpoMOCOMH aHoManii.
MoHorerHi myTauji

[Tpu aHOManNbHX pe3ynbTaTax AOCTIMKEHHA NPOAYKTY 334aTTA abo
0aTbKIBCHKOO KapioTiny — MPOVTU FeHETUYHY KOHCYAbTaLo Ta
03HailoMUTUCb 3 IHOOPMALLIEID NPO BApIaHTY NIKyBaHHA
ANA NPUIHATTA NapoI0 3BaXeHOr0 PiLLeHHA

[eHeTIYHe KOHCYNbTYBaHHA AN BU3HAYeHHA
NPOTHO3y Ta MOX/MBOCTI 3aCTOCYBaHHA
NepeiMNNaHTaLiHoro reHeTMYHOro
TeCTYBAHHS, BUYIKYBNIbHOI TaKTUKYN —
amHioLeHTe3y abo bioncii BopcuH XopioHa,
IHLLIAX OnLiA

AHaToMiuHi npu4MHN

Pe3eKList BHYTPILLUHbOMATKOBOT epeTUHKM
PEKOMEHA0BAHA.
Hemae 0AHO3HauHOro NPOrHo3y BUAaNeHHA
BHYTPILUIHbOMATKOBIX CUHEXiH, CYOMYKO3HUX MiOM
i noinis eHAOMeTPiA AnA 30iNbLIEHHA LIAHCIB
BUHOLLYBaHHA BAriTHOCTI.
MeTponnacTinka npu BpOZXeHX aHOManifx po3BHTKY

MaTKI He PeKoMeH0BaHa

AHOManT NOpOXKHMHM
MaTKin

baxaHe npoBeseHHA 0AATKOBIX AOCTIZKEHb ANA NiATBEPAKEHHA
JOLINbHOCTI BUZANEHHA BHYTPILIHbOMATKOBOT NEPETUHKI ANA
MIOKPALLEHHSA NPOTHO3Y BIUHOLLYBAHHA BArTHOCTI.
Mertponnactika npy BPOAXeHvX aHoManiax PO3BUTKY MaTKi,
BUANEHHA CUHeXil, MiOM He PeKOMeH0BaHi

[icTepockoniya pe3ekLia
BHYTPILLIHHOMATKOBOT NEPETUHKIA,
riCTepOCKONiYHMIA are3ioni3 CHeXil, pe3eKLia
MiACM30B0I MIOMY | NEPCUCTYIUIX NoAiNiB
PEKOMEH/10BaH

AyToiMyHHI npuunHmM

Tepanis HU3bKMMIA 1033MIA ALETANCaniLMI0BOT KACTOTU
(75100 mr/g0by) 20 3a4aTTA Ta HepaKLioHOBaHMMM
AOC 560 HI3bKOMONEKYMAPHUMM renapHani Bi} MOMEHTY
NiATBEPAKEHHA BariTHOCTI. ALeTncaniuinioBa KICIoTa 40
34 TVXHA BarTHOCT], renapuH — LLOHaliMeHLLe
J10 6-T0 TUXHA MiCNA NosoriB

Tepania HU3bKIMY 03aMIA ALETUACANILIMOBOT KUCAOTH
(75-100 mr/n06y) A0 334aTTA Ta HedpaKLioHOBaHMM ab0
HI13bKOMOJIEKYNIADHUMIA TenapuHamiA BiZ MOMEHTY MiATBEPAKeHHA
BariTHOCTI. ALIETUNCANILIANOBA KICMIOTA A0 34 TUXKHA BArTHOCTI,
renapuH — LLOHAMMEHLLE 0 6-T0 TUXHA NiCNA Nooris

Tepania Hu3bKnMIA 103aMV aLETUNCANILUNOBOT
KWCIIOTV Ta HU3bKOMOMEKYNAPHIMM
renapuHamit Bif MOMEHTY NiATBEPAKEHHA
BAriTHOCTI. ALieTUnCaniLnoBa Kucnota
J10 34 TWXHA BariTHOCT], renapuH —
LLIOHaIMEHLLIE 0 6-T0 TXKHA NicaA nonoris

[opmoHanbHi npuunHm
3amicHa Tepania NeBOTUPOKCUHOM A0 i Mifl Yac BariTHOCTI NpU KNiHIYHO

Kopexuia rinotupeosy Ao Linbosoro pisua TTT 4o Ta nig
4ac BaritHoCTi

JncoyHuia
LLITOBYUAHOI 337103V

HenocTatHbo AaHwx, L0 peKoMeHayBaTy KOpeKLito CyOKNiHiuHOro
rinoTpeo3y A0 BAriTHOCTI, ane Npi MOBTOPHIlA BariTHOCTI — BU3HAUNTH
piBeHb TTT B | TpumeCTpi Ta 3a HeoOXiAHOCTI 3acToCyBaTH KopeKLito

BUPAXEHOMY TiNOTUPEO3I. KopekLia marigecTHoro rino- Ta rineptvpeosy
J10 BariTHOCTI.
MoxnBa KopekLia CyoKniHiuHoro rinoTupeo3y

33 HaABHOCTi abo BiacyTHocTi AT-TTM0

JIEBOTUPOKCUHOM. TaK camo npit ayToiMyHHIX MpoLiecax

JlikyBaHHA GpOMKPUNTIHOM inepnponakTMHeMis He po3rAAAETbCA

[HEeKLiAHI npuunHm

linepnponakTuHemia JlikyBaHHA 6pOMKpUMTUHOM
AT XpOHIYHUY eHZOMETPUT He PO3IIARAETLCA
EHAOMETPUT P puTHED

Po3rARAETbCA MLLIe B KOHTEKCTI GaKTOPIB pU3VKy. PekomeHzallia oo

ATbioTUKOTepania (LUNPOGROKCALMH
+ METPOHIAA30M1) MO3e 3aCTOCOBYBATUCH
Y BUNAZKaX ZiarHOCTOBAHOrO XPOHIYHOTO

eHAoMeTpuTy

NiKyBaHHA BIACYTHA

BpomeHi Tpombodinii

AHTIKOAryNAHTHa Tepania He peKoMeH10BaHa 1A 30iMbLueHHA wWaHdB
BYHOLLIYBAHHA BAriTHOCTI, ane MOXe 3aCTOCOBYBATHCh ANA NPODINAKTIKM
TPOMOOTUUHIX YCKNAAHEHD Y MaTepi 33 HAABHOCTI (aKTOPIB PU3MKy™

Bpomkeri Tpombodinii JlikyBaHHA He PO3rAARAETHCA

AHTVKOArynAHTHa Tepania He pekoMeHA0BaHa
14 367bLUEHHA LIAHCIB BUHOLLYBAHHA
BArTHOCTI, ane MOXe 3aCTOCOBYBATUCH 1A
nPOINaKTIKM TPOMOOTUUHIX YCKNaaHEHb
MaTepi 3a HAABHOCTI GaKTOpiB pu3mky™

JlikyBaHHA igionaTnyHux Gopm HEBUHOLLYBAHHA BAriTHOCTI
AHTVKoArynAHTI, iMyHonoriyHi Mpenapari, IKKOKOPTUKOIAY, FpaHynoLUT-CTUMYSToloumii dakTop, 6noKaTopu GakTopa HeKPO3y MyXMH a TOLLIO He PeKOMEH/0BaH, 3a BUHATKOM KIHIYHIX BUNpo6yBaHb

[penaparn

He pekomeH10BaHi
MPOrecTepoHy P o

He pekomeHj0BaH MoxnuBe 3aCTOCyBaHHA MeBHYX npenaparis

Bnnus Ha Hecneundiuki dakTopy pusnky

Biamin D He po3magaeTbea

[HLLi peKomeHpaLii 3
Moavdikauil cnocoby
KUTTA

* CimeitHnii aHamHe3 Bpozp«eHoi Tpombodinii, Tnomb031 B aHamHes3i.

OIATHOCTUKA ADC

ADOC — ayToiMyHHWI CTaH rinepkoarynAuii, acouinoBaHui i3
HasBHICTIO aHTUdOCHONINIAHNMX AHTUTIN, OCHOBHVMM KiHiy-
HYMUW NPOABaMU AKOTO € TPOMOO3U Ta PenpPOAYKTUBHI BTpaTK.
Big 2 o 15% xiHok i3 3HB matotb ADC [10]. AHTUdOConinia-
Hi QHTWTINA YMHATb Pi3Hi NATOMOrIYHI BNIMBY Ha TpodobnacT,
BK/tOYalouM iHribyBaHHA BOpCUHYaTOro LuToTpodobnacTa,
AndepeHLiayito Ta iHBas3io UMTOTPOodO6NACTy B AeLuayanbHy
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BariTHocTi He po3mapgaeTbea

KiHok HeobXiAHo AenikaTHO CNOBICTUTY PO Te, (L0 PU3VK HEBUHOLLYBAHHA € HAIAHIKUYMM Y BariTHYX Y Billi BiA 20 10 35 POKIB i WBHMAKO 3pocTae nicna 40 pokis.
Mapw 3 3HB cnig npoiHGOpMyBaTH, LLIO KYPIHHA, CNOXVBAHHA aNIKOTOIH0, OXUPIHHA Ta HAAMIPHE GI3MYHE HABAHTAXKEHHA MOXYTb HEraTUBHO BIAMHYTM Ha iXHi LUaHC
KMBOHAPOZKEHHA, TOMY PEKOMEHAYIOTHCA NPUMIHEHHA KYPiHHA, HOpMani3alia Macy Tina, 00MeXeHHA CIOXIBAHHA ANKOroAIo, NOMIPHI Gi3UUHI HaBAHTAKEHHA

060NOHKY, iHAYKLi0 anonTo3y CUHLUMTIOTPOpOoOacTy Ta iHiLi-
auito iMyHHOI aTaky Ha crHUmMTioTpodobnacT 3 60Ky MaTepuH-
CbKoI iMyHHOT cuctemu [11-13].

BignosiaHo Ao KoHceHcycy 2006 p., ANA NOCTaHOBKM AiarHO-
3y ADC HeobXigHWI NPUHANMHI OAVH KNiHIYHUI Ta oguH nabo-
paTopHUIA KpuTepii (Tabn. 3).

Y KniHiyHnx HactaHoBax DGGG, OEGGG, SGGG (2018) BKa-
3YETbCA Ha BaXKNMBICTb AiarHOCTMKN TaK 3BaHOMO «HeKpuTe-
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piiHoro» ADC, konu giarHo3 ADC moke OyTn BCTaHOBNIEHUI
HaBiTb 3a BIACYTHOCTI AOCTaTHbOI KiNIbKOCTi AiarHOCTUYHMX
KpuTepiiB (Tabn. 3), ane 3a HaABHOCTI TaKNX CUMMTOMIB, AK CiT-
yacTe niBefo, BUPa3Ku, HAPKOBI MiKpoaHrionarii, HeBponoriu-
Hi Ta cepueBi nopyLeHHs [4, 15].

Tabnuug 3. liarHoctuuni kputepii AOC[14]
Kniniuni kputepii AOC
« 1 BeHO3HMi a60 apTepianbHuii Tpom603
« 1 4n 2 CNOHTaHHUX BUKAHI MOPGONOTiYHO HOPMaNbHOrO NnoAa nicna 10 TUXHIB BariTHOCTI
« > 3BUKIAHIB A0 10 TUXHA BariTHOCTI
+ > 1 ni3HbOoro BIKWAHA 300 NepeauacHi nonoryt 40 34 TWxHA Yepe3 NnaLeHTapHy Hea0CTaTHICTb
4u npeeknamncito
TlabopatopHi kputepii
(KpwTepiit € NO3UTVBHIAM NPV NOBTOPEHHI NO3UTUBHOTO PE3yIILTATy OAHONO | TOT0 X AOCTIZKEHHS,
HanpuKnaa, Ha aHTKapAioniniHoBi aHTUTiNG IgM, 3 iHTepBanom y 12 TuxHie)
« aHTUKapaioninitogi aHTuTing (IgM, lgG) — cepepHiit Ta BUCOKMiA TTP
« aHTwTing £o B2-rnikonporeity | (IgM, 1gG) — Bucokwii Tutp
* BOBYAKOBMI aHTUKOATyNAHT

POJIb XPOMOCOMHOI NATONOrIT B NATOTEHE3I 3HB

XpomMocoMHi aHomanii 6yny ofHIE 3 NepLUInX BU3HAYEHUX
NPUYMH CMOHTaHHMX Ta PeKYypPeHTHUX BTPaT BariTHOCTi [16, 17].
3Barkatoum Ha BiAMIHHOCTI B pekoMeHAaLifX Pi3HUX KNiHIYHNX
HaCTaHOB LLOAO reHETUYHOrO TeCcTyBaHHA nap i3 3HB (Bug Gio-
NOriYHOro Matepiasny, NoKasaHHA A0 AOCNiAXeHb, MicLe B Aia-
FHOCTMYHOMY aIFOPUTMI), MUTAHHA BHECKY XPOMOCOMHOI NaTo-
norii B 3HB noTtpebye feTanbHiworo po3rnagy.

[o npunuHeHHA recTauii B nepLii MONOBUHI BariTHOCTI MO-
KYTb MPU3BOAUTU:

e KifIbKiCHi XpOMOCOMHI aHOManii, Lo yTBopunucs de novo npu
3auatTi (Mpe3nroTnyHi) abo B Npoueci Po3BUTKY 3UroTu (NocT-
3UTOTUYHI);

e He30aNlaHCOBAHUI XPOMOCOMHMIA HAbip niofa B pe3ynbTa-
Ti 36anaHCcoOBaHMX CTPYKTYPHUX aHOManiin ogHoro 3 6GaTbKis
(nprunHa 5% NOBTOPHMX PENPOAYKTUBHMX BTPAT);

e MOHOTreHHi myTauii [17-19].

KinbKiCHi XpOMOCOMHi aHOManii € npuynHo noHag 50%
cnopagnyHnx BUKUAHIB. BoHW npepcTaBneHi aHeynnoigiamm
Ta noninnoigiamu [5, 19-21].

AHeynnoigia — He KpaTHa rannoigHomy Habopy 3miHa Kinb-
KOCTi XpOMOCOM. Halipo3noBClOgXKeHilWMN aHeynioigiaMm
€ Tpucomii i MoHocomii [22]. AHeynnoigii € nepeBa)kHO pe-
3yN1bTaTOM MOMMUAOK MPU MeNO03i XXiHOUMX raMeT, WO HanpAamy
noB’'si3aHoO 3 BikoBUM ¢aKkTopom [23, 24]. Nomunkm npun meino-
3i YONOBIUMX FamMeT € MPUYMHOIO aHeYMNOIAIN MeHLW HiX Y 5%
[23, 25]. o 60% aHeynnoigii npeAcTaBneHi ayTOCOMHUMM
TPUCOMIAMM — HanyacTiwe 16 i 22 XxpOMOCOM, piglie nepoi
[26]. Cepep ayTOCOMHMX TpUAnoigin nuwe tpunnoigii 21, 13
18 XPOMOCOM € CYMiCHUMU 3 XUTTAM [27]. Tprucomii cTaTeBux
xpomocom (XXX, XXY, XYY) cymicHi 3 Xuttam, ane 3yctpiva-
I0TbCA 3HAYHO pigwe [28, 29]. MoHocomia X cknagae 13% gia-
FHOCTOBAHWX aHeynoigdin NPy BUKUAHAX, NPOTe Takui Kapio-
TWN [iarHOCTY€eTbCA 3 yacToToto 1 Ha 2500 »KMBOHaPOAMKEHMNX
nisuat [29].

Moninnoigia — 36iNblUeHHA KiIbKOCTi XPOMOCOM, KpaTHe
rannoigHomy (Tpunnoigia — 69 xpomocom, TeTpannoigia — 92
XPOMOCOMM), € MpUUUHOI 10% CMOHTAHHUX BUKMAHIB Y nep-
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Wi MOMOBUHI BariTHOCTI i MOXe OyTV pe3ynbTaToM Aucnepmii,
dopmyBaHHA noninnoigHoro oounTa abo noctdepTunisawin-
Hux nomunok [30, 31]. IcHye 3B’A30K Mi>K MOXOAXEeHHAM MOofIi-
nnoigii i ¢eTonnaueHTapHMMM HacnigKaMu: Npu OTPUMAHHI
3a1BOro Habopy XpPOMOCOM Bif 6aTbKa Ma€ MicLie HOPManbHUIA
PO3BUTOK MIOAA i NATOMONiYHI 3MiHM NaueHTK, a noninnoigia
MaTePUHCbKOrO MOXOMXKEHHA CYNMPOBOMXKYETbCA 3HAYHUMU
nopyLeHHAMN PO3BUTKY nnoga [32].

TpapgnuinHO BBa)anocs, WO HaABHICTb KiNbKICHUX XPOMO-
COMHMX aHOManiv B maTepiani NpoAyKTy 3a4aTTA CBiAYMTb NPO
XOPOLWWIA NPOrHO3 BMHOLWYBAHHA HACTyMnHOI BariTHOcTi [1, 2].
Takuin BUCHOBOK I'PYHTYETbCA Ha HAaCTYMHIN NOriLli: NPUYMHOIO
BMKUNAHA € KiNlbKiCHa XpPOMOCOMHa aHOManisA, Wo BUHKKNa de
novo i ManoMMOBIPHO NOBTOPUTLCA MPW HACTYMHIl BariTHOCTI;
HaTOMICTb NPV HOPMaNbHOMY KapioTWMi MPOAYKTY 3ayaTTaA
BUKUAEHDb CMIPUYMHAE iHIIA NEePCUCTyioda B OpraHismi XiHKu
natonoris. B po6oti M.D. Stephenson Ta cniBaBT. i3 gocnigxeH-
HA 320 npopyKTiB 3ayaTTA Oyna NpoAeMOHCTPOBaHa YacToTa
eynnoigHnx kapiotunis npu 3HB y 63% npotn 48% npw cno-
pafuyHUX BUKUZHAX, Y NoAaibHin pobori T.V. Nikitina Ta koner
(2016) — 56,7% i 46,6% BignosiaHo [33, 34].

Y pocnigxeHHi T.V. Nikitina Ta iH. (2020) 6yno ouiHeHO
YaCTOTY MOBTOPHUX KiNbKiCHNX XPOMOCOMHUX aHOManin, He
noB’A3aHMx i3 6aTbKiBCbKMMYK 36anaHcoBaHUMU nepebyno-
BaMu, MpW MepLIOMYy i MOBTOPHOMY BUKMAHAX. Pe3ynbratn
noKasasnw, Lo YaCcToTa NOBTOPHMX KiNIbKICHUX aHOManin ckna-
na 72% (18/25). YactoTa aHOManbHOro KapioTnny NpoayKTy
3a4aTTA NpyY NOBTOPHOMY BUKWAHI MiCNA MepLoro 3 Hop-
MaNbHUM KapioTunom cknagana 26,9% (7/26) [35]. Ui paHi
NiagTBEPAXYIOTb LiHHICTb LUTOreHEeTUYHOro AOCHiAXKEHHA
npoAyKTy 3a4aTTa i NPUAINeHHA HaneXHOoi yBaru BUBYEH-
HI0 GaKTOPIB, WO NiABULLYIOTb PU3NK PEKYPEHTHUX KinbKic-
HVX XPOMOCOMHUX aHOManin, He obmexylouncb pakTopom
BiKy MaTepi. [lo HUX Hane)kaTb roOHagHUN MO3ailyn3m maTepi;
BUKJIMKAHWUIA FeHHUMK nonimopdiaMamun NigBULLEHNA PUSUK
MeNOTUYHOTO HEPO3XOOXKEHHA XPOMOCOM, NiABULLEHUI pU-
31K MITOTUYHOIO HEPO3XOAXKEHHA XpOMOCOoM ToLyo [35-38]. B
OKpeMKX BUNagKax napam i3 nepcucTyouumMmm aHeynnoigiamm
MOXKe OyTV NMpoBefeHe nepefimniaHTaliiHe reHeTUYHe Tec-
TyBaHHA Ha aHeynnoigii [39].

HiarHocTnyHy 3afiauyy BUABJNEHHA KiNIbKiCHUX XPOMOCOM-
HUX aHOMani B NPOAYKTi 3a4aTTA, BKOYalo4 MO3aivHi Ba-
piaHTN, BUKOHYE KapioTunyBaHHA. 3a HeOOXiQHOCTI KapioTu-
nyBaHHs MOEAHYIOTb i3 GprloopecLeHTHOIO ribpran3auieto in situ
(FISH). Ha edekTrBHICTb KapioTrnyBaHHA BNIMBAE JOTPUMAHHA
npaBwi NiAroToBKM Giomatepiany (BiNbHWUIA Bil MaTEPUHCHKIX
TKaHWH XOPIiOH, AOTPMMaHHA YMOB TPaHCMOPTYBaHHA Ta 36epi-
raHHs) Ta cTaH 6iomatepiany (3ananbHi Ta HEKPOTUYHI 3MiHY, WO
YacTo CYNPOBOMXKYIOTb 3aBMEPJly BariTHICTb, MOXYTb 3aBaanTy
KyNbTBYBaHHIO KniTvH) [40]. Y BUNagKy HEMOXNMBOCTI 34iNcC-
HeHHSA KapioTUMNyBaHHs Yepe3 CTaH GiomaTtepiany ans giarHoc-
TUKU OKpeMKX PO3noBclogkeHnx aHeynnoigin (13, 18, 21, X Ta
Y-xpomocomu) 3actocoByeTbcA meTog FISH [40, 41].

HE3BANTAHCOBAHUW KAPIOTUM BHACNIOOK

BATbKIBCbKUX CTPYKTYPHUX AHOMAJTINA

Hanbinbw po3nosciog»KeHUMy BapiaHTamy 36anaHCOBaHMX
CTPYKTYPHMX aHOManin €:
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e pELUMMNPOKHa Tpacnokauis - 36anaHcoBaHa XPOMOCOMHA
aHoMmanis, yTBopeHa B pe3ysnbraTi 0OMiHy ABOX Pi3HMX XPOMO-
COM CBOIMM ginAaHKamu (puc. 1);

o PobepTcoHiBCbKa TpaHCIoKaLifa — 36anaHcoBaHa XpOMOCOM-
Ha aHoManif, yTBOpeHa B pe3ynbraTi BTPaTW akpoLEeHTpuY-
HUMWN XPOMOCOMaMM KOPOTKUX Mmnevent i 3’eqHaHHA QOBIUX Y
ninaHui ueHTpomepu. Y popmyBaHHi POGePTCOHIBCbKOI TpaHC-
nokauii MOXyTb 6paTy y4yacTb HEFOMOJIOTiYHI Y FOMOJOTiYHi
xpomocomu (puc. 1) [42-44].

Hocii 36anaHcoBaHUX pPeuunpoKHUX TpaHcnoKauin, Po-
GEpPTCOHIBCbKMX  TpaHCOKauil, 36anaHcoBaHUX iHBepCii
$EHOTUMNOBO He BiApI3HATbCA Big Ntogen i3 HopManbHUM
KapioTnnom, ane MaloTb BUCOKUIN puU3MK HennigHocTi, 3HB,
MEePTBOHAPOMMKEHHSA, HAPOOXKEHHA AUTUHN 3 XPOMOCOMHOIO
natonorieto (puc. 2) [42, 43, 45].

PeumnpokHa TpaHcnokauia

PobepTcoHiBcbKa TpaHC0KaLiA

Pucyok 1. MpuHLMn GopmMyBaHHs peLUnpoKHIX | PobepTCOHIBCbKMX TPaHCTOKaLili
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PuicyHok 2. BapianTin KapioTuny 3uroT mpu HOCICTBI peLMNPOKHOI TPaHCTOKaLi 0fHMM i3 6aTbkiB

36anaHcoBaHi CTPYKTYPHi XPOMOCOMHI aHOManii MalTb Mic-
ue y 5% oci6 i3 HeBMHOLYBaHHAM BariTHOCTi npotn 0,2% vy
3aranbHin nonynauii [17, 44]. BiporigHicTb CNOHTaHHOIO XWU-
BOHapOMKEHHA 3[40POBOI ANTUHUN 3aNeXUTb Bif 3any4yeHoil
XPOMOCOMM i KifIbKOCTi FeHiB y TPaHC/IOKOBaHil AinAaHui Ta
MoXe 6yTn CMpOorHo3oBaHa NPy MeANKO-TeHETUYHOMY KOH-
CYnbTyBaHHi 3a HasABHOCTi BMUYEPMHUX JaHUX AOCHiAKEHHA
Kapiotuny napwu [42, 43, 46]. MNepLuolo niHi€lo AiarHOCTNKN
36a5aHCOBaHMX CTPYKTYPHUX aHOManiil y 6aTbKiB € Tpaau-
LinHe KapioTunyBaHHA [17, 40, 47].

O6CTeXeHHA MOAPYKKA 3 HEBMHOLIYBAHHAM BariTHOCTI Ha
HasABHICTb 36aK1aHCOBaHMX CTPYKTYPHMX aHOMaril XpOMOCOM
€ nepwum i 060B'A3KOBUM e€Tanom obCTeXKeHHA, 0cobnnBo
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AKWO LUMTOreHeTMYHe AOCiJKEHHA MPOAYKTIB 3auarTA
He npoBoAwIoCcb abo 6yno HeiHpopmaTUBHUM. AKLLO Mpu
OOCNiAKEeHHI NpoayKTy 3a4aTtTa 6ynu BUABMNEHI O3HAKU CTPYK-
TYpHUX aHOManii y 6aTbKiB (HepuBaTHa Xpomocoma), napi
Ma€ OyTu NnpoBefieHe KapioTUNnyBaHHA 3 HACTYMHOK KOHCY/b-
Tali€lo reHeTVKa ANA YTOUHEHHA XapakTepy XPOMOCOMHOI
natosnorii Ta GOpMyBaHHA NPOrHO3y XUBOHAPOAKEHHSA, NO-
BTOPHWX BTPAT BAriTHOCTI i HAPOAPKEHHA AUTUHU 3 XPOMOCOM-
HOlo naTtosnorieto [2, 4].

MOHOTEHHI MYTALIT

BepnyTbca pocnigxKeHHA porni Pi3HUX MOHOTFeHHUX MyTauin
npu 3HB, NnpoTe XoAHa 3 HUX NOKM WO He NianAra€ pyTUHHO-
My BM3HAuYeHHI0 Npu Ui naTtonorii. 3okpemMa Jo ui€l niarpynm
MPVYVH HanexaTb BPOoAKeHi Tpomo6odinii. Ak BMaHO 3 Tabnuui
1, piarHOCTMKa BPOAKeHUX Tpombooinin nokasaHa nuwe 3a
HasIBHOCTi OOTAXEHOro aHamHe3y. AHANOMYHNM YMHOM, Npu-
LiNbHUIA NOLYK MOHOTeHHMX MyTaLill y 6aTbKiB MPOBOAUTLCA
3a KNiHIYHUMK NoKa3aHHAMK [17, 32, 44].

OIATHOCTUYHI ANTOPUTMUW ONA

3MEHLUEHHA BIACOTKA IAIOMNATUYHOIO 3HB

3Ba<aloum Ha Te, Lo BU3HAYeHNI 3aCHOBaHNMM Ha foKa3ax
KNiHIYHMMM HacTaHOBaMU Mepenik obCcTeXxeHb [O03BONAE [i-
arHocTtyBaty npuumnHy 3HB He 6inbw HiX Yy 50% nap, a TakoX
YCBifOMIIIOIOUM MONIETIONONYHUIN XapaKTep LUi€i naTtonorii i
BipOrigHY HeAOOLiHKY reHeTUYHOro GpakTopa, AeKiibKa HayKo-
BVX FPpyn BUCTYNWAN 3 MPOMO3MLAMUN YAOCKOHaNEHNX fiarHoc-
TUYHKX anroputmis 3HB [48-51].

30KpeMma, B gocnigkeHHi F. Popescu Ta iH. (2018) 6yno npopge-
MOHCTPOBAHO, Lo B 6513bko 25% Bunagkis 3HB 3 aHeynnoig-
HUM KapioTUMOM NPOAYKTY 3a4aTTa 3a AaHUMM XPOMOCOMHOIO
MiKpPOMaTPUYHOro aHanisy Mana micue HasABHICTb iHWNX, [O-
CTYMHUX ANnAa nikyeaHHA npuyuH 3HB. Mpu eynnoigHomy Kapi-
oTuni Uen BigcoToK cknaaas Oinbwe 80% [49]. Taknm YnMHOM,
NoBHe 06CTeXEHHA ANA BUABJIEHHA BCIX MOXANBUX NPUYNH
3HB noka3saHe Bcim napam i3 3HB He3aneXHo Big pe3ynbTaTy
BU3HA4YeHHA KapioTuny npoayKrty 3auvatTa. [pu nigo3pi Ha
XPOMOCOMHY nepebyaoBy B MOAPYKHbOI Napu 3a pe3ynbra-
TamMW KapioTuny NPoAyKTy 3a4yaTTA NokasaHe J000CTe)XKeH-
HA NOAPYXXKA (KapioTMnyBaHHA i KOHCyNbTallia reHeTunka).
Taknin nipxig AO3BONAE 3MEHLLIUTM YacToOTy ifionaTu4yHoOro
3HB go 10-15%, 3a gaHUMK HAABHMX gocnigKeHb [51, 52].

Y piarHoCTMUi XPOMOCOMHOI MaTonorii NPoAyKTy 3auyaTTtAa
XPOMOCOMHUI MIKPOMaTPUYHUI aHani3 Ma€ pag nepesar
nepen TPAgULINHUM KapioTUNYBaHHAM: BM3HAYE€HHA KOHTa-
MiHaUil MaTePUHCbKUM MaTepiarioM, MOXNNBICTb [OCNIgMXeEH-
HA KNiTWH, He3JATHUX A0 AiNEeHHA, MOXNMBICTb AOCNIAXKEHHSA
Ha napa¢iHoBux 6nokax [49, 51]. BogHouac He cniif 3abyBaTui
Npo OO6MEXEeHHsi XPOMOCOMHOI0 MiKpOMaTPUYHOro aHanisy:
HEMOXNMBICTb HaZiINHOro BUABMEHHA MO3aiyHOCTI < 30%, He-
MOX/MBICTb BU3HAY€HHA XPOMOCOMHOIO MeXaHi3My reHeTuny-
HOro AncbHanaHcy TOLWO B 3a/IeXKHOCTI Bif Pi3HOBMAY METOAVKN
[53, 54]. Tomy ana Bu4epnHoi 4iarHOCTUKM XPOMOCOMHUX Npu-
UVH HEBMHOLLYBAHHSA YacCTO BMHUKAE HEOOXIAHICTb Y 3aCTOCy-
BaHHI Pi3HNX MeTogiB.

Ha pucyHKy 3 npepctaBneHuin 3anponoHoBaHuin H. Kutteh
anroputm y moguoikadii astopis [51, 55-571.
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[ [lpyruit BUKuzeHb B TepMiHi 40 24 TUXHIB }
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OuiHka KapioTuny npoaykTy 3auatra* }
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(03HaKK 6aTbKIBCHKIX CTPYKTYPHUX [JlocnigxeHHa HeiHpopmaThBHe
36anaHcoBaH1x aHomanili a60 He BUKOHaHe

H Aneynnoigia/noninnoigia** ‘

‘ HopmanbHuii kapiotun

W

A4

KapioTunyBaHHa noApyxHb0i napu,
KOHCYNbTaLif reHeTuka

— CTPYKTYPHOI natonorii MaTki (BpoZXeHi aHoManii, Miomu, Cukexii, noninu);

;
\—y — TOPMOHaNbHIX NOPYLIEHb (TUPEOiAHOT ANCOYHKLT, rinepnponakTHemii,
HEKOMNEHCOBAHOTO LIyKPOBOTO AiabeTy Ta iHLLINX 3a KNIHIYHUMM MOKA3aHHAMM);
— XPOHIYHOTO EHAOMETPUTY;
— pediunTy BiTaminy D, oBapianbHoro pesepsy

06cTexeHHA ANA BUABEHHS:

XK K

BusnaueHHs npuunnn 3HB B = 90%
Ipionatinyni popmu 3HB — 06CTeXeHHA B pamKax HayKOBYX AOCNIAXeHb

Pucynok 3. Anroputm o6cTexeHHA napu npu Apyromy nocnigoBHOMY BUKIAHI 3a H. Kutteh, 2020

* 33 MOXAMBOCTI Ha/iaBaTI NepeBary XpOMOCOMHOMY MIKPOMATPUUHOMY aHanizy AnA AOCAIAeHHA KapioTuny NPO/YKTIB 3a4aTTA.
** 3rinHo 3 €BponelicoKIMIN PeKOMEHAALIAMIA 3 KOHCTUTYLITHOTO LITOreHOMHOO aHani3y (2018), reHeTiuHe KOHCYNbTYBaHHA i 00CTeXeHHA NOKa3aHe BCi Napam i3 XpOMOCOMHIMI aHOMaTIAMM NPOAYKTIB 3a4arTA [9].
%% Nocnimxenna S.L. Mumford Ta iH. noka3ano 38'a30k i3 3HB gediuwTy Biamity D [56], meTa-aHani3 S.J. Bunnewell a cniBasr. — 38'A30k i3 p3ykom 3HB 3HIxeHoro 0BapianbHoro pesepsy [57].
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e OUiHKa XPOMOCOMHUX NPUYMH € 06OB'A3KOBOIO CKNAaA0BOIO
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HWUI NOLUYK.
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NITEPATYPA/REFERENCES 13, Tong, M, Viall, CA., Chamley, LW,

“Antiphospholipid antibodies and the placenta: A systematic review of their In vitro effects and
modulation by treatment.” Hum Reprod Update 21 (2015): 97-118.DOI: 10.1093/humupd/

1. Regan, L, Backos, M., Rai, R dmu049
Recurrent Miscarriage, Investigation and Treatment of Couples (Green-top Guideline No. 17). 14
Royal College of Obstetricians & Gynaecologists (2011). Available from: [https://www.rcog.org.
uk/en/quidelines-research-services/quidelines/qtq17/], last accessed Nov 11, 2020.

2. The Practice Committee of the American Society for Reproductive Medicine. 10.1111/1.1538-7836.2006.01753.x
“Bvaluation and treatment of recurrent pregnancy loss: A committee opinion.”Fertil Steril 98 15
(2012): 1103-11. DOL: 10.1016/}fertnstert.2012.06.048

3. Bender Atik, R,, Christiansen, 0., Elson, J,, et al

“ESHRE quideline: recurrent pregnancy loss."Hum Reprod Open 2018 (2018). DOL: 10.1093/
hropen/hoy004

4, Toth,B, Wifel W, Bohlmann, M, etal. a0 0
“Recurrent miscarriage: Diagnostic and therapeutic procedures. Guideline of the DGGG, OEGGG
and SGGG (S2k-Level, AWM registry number 015/050)." Geburtshilfe Frauenheilkd 78 (2018): 6P2016.0075

364-81.D0L: 10.1055/a-0586-4568 7. Blie NR Page, LM, Silver, RM
5. Jaslow, CR,, Camey, J.L, Kutteh, WH. .
“Diagnostic factors identified in 1020 women with two versus three or more recurrent pregnancy
losses.” Fertil Steril 93 (2010): 1234-43. DOI: 10.1016/ fertnstert.2009.01.166

6. World Health Organization; The International Federation of Gynecology and Obstetrics.
“WHO: recommended definitions, terminology and format for statistical tables related to

the perinatal period and use of a new certificate for cause of perinatal deaths. Modifications
recommended by FIGO as amended October 14, 1976." Acta Obstet Gynecol Scand 56.3 (1977):
247-53. Available from: [https://pubmed.ncbi.nlm.nih.gov/560099/1, last accessed Nov 11, 2020.
7. Bhattacharya, ., Townend, ., Bhattacharya, S.

“Recurrent miscarriage: Are three miscarriages one too many? Analysis of a Scottish population
based database of 151,021 pregnancies.”Eur J Obstet Gynecol Reprod Biol 150 (2010): 24-7.DOI:
10.1016/1.¢jogrb.2010.02.015

8. Sugiura-Ogasawara, M., Ozaki, Y, Suzumori, N.

“Management of recurrent miscarriage.” Obstet Gynaecol Res 40 (2014): 1174-=9.D0I: 10.1111/
jog.12388

9. Silva, M., de Leeuw, N., Mann, K, etal.

“European quidelines for constitutional cytogenomic analysis.”Eur ) Hum Genet 27 (2019): 1-16. 22
DOI: 10.1038/541431-018-0244-x
10 Garcia, D, Erkan, D.
“Diagnosis and Management of the Antiphospholipid Syndrome.” N Engl ) Med 378 (2018): 3
2010-21.D01: 10.1056/nejmra 1705454
1. Salmon, J.E., Mineo, C., Giles, |, etal.
“Mechanisms of Antiphospholipid Antibody-Mediated Pregnancy Morbidity. In: 2
Antiphospholipid Syndrome. Springer International Publishing (2017): 117-43.DOI:
10.1007/978-3-319-55442-6_6

12 Hills, FA., Abrahams, V.M., Gonzalez-Timdn, B, et al. 25
“Heparin prevents programmed cell death in human trophablast.” Mol Hum Reprod 12 (2006):
237-43.D0: 10.1093/molehr/gal026

26

semperi.2018.12.002
18. (Colley, E, Hamilton, S., Smith, P, et al

19. Hardy, K, Hardy, PJ., Jacobs, PA., etal.

20. Meka, A., Reddy, B.M.

21, Wu,T,Yin, B, Zhu, Y, etal.

$13039-016-0284-2
Hassold, T,, Abruzzo, M., Adkins, K., et al.

Hassold, T,, Hunt, P

Mikwar, M., MacFarlane, A.J., Marchetti, F.

loannou, D., Fortun, J., Tempest, H.G.

DOI: 10.1530/REP-18-0318

PeripogyKTvBHa eHfoKpUHOO A
ISSN 2309-4117

Miyakis, S., Lockshin, M.D., Atsumi, T, et al.
“International consensus statement on an update of the classification criteria for
definite antiphospholipid syndrome (APS)."J Thromb Haemost 4 (2006): 295-306. DO 28.

Nakamura, H., Oku, K., Amengual, 0., et al.

“First-Line, Non-Criterial Antiphospholipid Antibody Testing for the Diagnosis of Antiphospholipid
Syndrome in Clinical Practice: A Combination of Anti-B 2 -Glycoprotein | Domain | and Anti-
Phosphatidylserine/Prothrombin Complex Antibodies Tests." Arthritis Care Res (Hoboken) 70

Kacprzak, M., Chrzanowska, M., Skoczylas, B., et al.

“Genetic causes of recurrent miscarriages.” Ginekol Pol 87 (2016): 722—6. DOI: 10.5603/
“Genetic abnormalities and pregnancy loss.” Semin Perinatol 43 (2019): 66-73. DOI: 10.1053/j.
“Potential genetic causes of miscarriage in euploid pregnancies: A systematic review." Hum
Reprod Update 25 (2019): 452-72. DOI: 10.1093/humupd/dmz015

“Temporal changes in chromosome abnormalities in human spontaneous abortions: Results of 40 3
years of analysis." Am J Med Genet Part A 170 (2016): 2671-80. DOL: 10.1002/ajmg.a.37795 )

“Recurrent Spontaneous Abortions: An Overview of Genetic and Non-Genetic Backgrounds. Int )~ 3
Hum Genet 6 (2006): 109-17. DOI: 10.1080/09723757.2006.11885950 .

“Molecular cytogenetic analysis of early spontaneous abortions conceived from varying 3.
assisted reproductive technology procedures.” Mol Cytogenet 9 (2016): 1-6. DOL: 10.1186/
“Human aneuploidy: Incidence, origin and etiology." Environ Mol Mutagen 28 (1996): 167-75.
DOL: 10.1002/(SIC1)1098-2280(1996) 28:3< 167::AID-EM2>3.0.C0;2-B

“Maternal age and chromosomally abnormal pregnancies: What we know and what we wish we

knew." Curr Opin Pediatr 21 (2009): 703-8. DOI: 10.1097/MOP0b013e328332¢6ab

“Mechanisms of oocyte aneuploidy associated with advanced maternal age.” Mutat Res 785
(2020): 108320. DOI: 10.1016/j.mrrev.2020.108320

“Meiotic nondisjunction and sperm aneuploidy in humans."Reproduction 157 (2019): R15-R31.

HA (BiarHOCTUKN reHeTUYHUX, aHAaTOMIYHUX, ayTOIMYHHWX, rop-
MOHANbHUX i MIKPOGIONOriYHNX NPUUNH, @ TAKOX PeTenbHOl
OLiHKM paKTOpiB PU3MKY) [O3BOAE CYTTEBO 3MEHLUUTU YaCTKY
inionatnuHmnx popm 3HB. Lle no3baBnAe nauieHTiB cTpecy Bif
HEeBU3HAYEHOCTI, [JO3BOMAE YHUKHYTN HEOOI'PYHTOBAHOMO eM-
nipUyHOro NikyBaHHA i PO3pobUTY IHAMBIgYaNbHWIA NNaH pe-
anisauii penpoayKktuBHoi GyHKLii, 32 HEOOXiAHOCTI i3 3acTocy-
BaHHAM JOMOMIXKHUX PenpoayKTUBHMX TEXHOMOTIN.

26. Sheth, £.J,, Liehr, T, Kumari, P, et al.

“Chromosomal abnormalities in couples with repeated fetal loss: An Indian retrospective study.”
Indian J Hum Genet 19 (2013): 415-22. DOI: 10.4103/0971-6866.124369

27, Jobanputra, V., Roy, KK, Kriplani, A., Kucheria, K.

“Prenatal diagnosis of chromosomal abnormalities in women with high risk pregnancies.’Indian
JMed Res 114 (2001): 148-55

Bonomi, M., Rochira, V., Pasquali, D., et al.

“Klinefelter syndrome (KS): genetics, clinical phenotype and hypogonadism.”J Endocrinol Invest
40 (2017):123-34.D0I: 10.1007/540618-016-0541-6

29. Roberts, A.J., Fechner, PY.

“Description of Turner Syndrome.”In: Turner Syndrome. Springer International Publishing (2020):
1-12.D0L: 10.1007/978-3-030-34150-3_1

30.  Filges, I, Manokhina, I., Pefiaherrera, M.S., etal

“Recurrent triploidy due to a failure to complete maternal meiosis II: Wholeexome sequencing
reveals candidate variants.” Mol Hum Reprod 21 (2014): 339-46. DOI: 10.1093/molehr/gau12
31, Hardy, K., Hardy, PJ

“1(st) trimester miscarriage: four decades of study."Trans! Pediatr 4 (2015): 189—200. DOI
10.3978/j.issn.2224-4336.2015.03.05

32, Atia, TA

“Overview of genetic causes of recurrent miscarriage and the diagnostic approach.”Biocell 43.4
(2019): 253-62. DOI 10.32604/biocell.2019.08180

33 Stephenson, M.D,, Awartani, K.A., Robinson, W.P

“(ytogenetic analysis of miscarriages from couples with recurrent miscarriage: A case-control
study.”Hum Reprod 17 (2002): 446-51. DOI: 10.1093/humrep/17.2.446

Nikitina, .., Sazhenova, E.A., Tolmacheva, EN., etal.

“Comparative Cytogenetic Analysis of Spontaneous Abortions in Recurrent and Sporadic
Pregnancy Losses."Biomed Hub 1(2016): 1-11. DOI: 10.1159/000446099

Nikiting, T.V., Sazhenova, E.A., Zhigalina, D1, et al

“Karyotype evaluation of repeated abortions in primary and secondary recurrent pregnancy loss.”
J Assist Reprod Genet 37 (2020): 517-25. DOI: 10.1007/510815-020-01703-y

Robinson, W.P, McFadden, D.E., Stephenson, M.D.

“The origin of abnormalities in recurrent aneuploidy/polyploidy.” Am J Hum Genet 69 (2001):
1245-54.D01: 10.1086/324468

37. Endiso, M., Sarasa, J., Xanthopoulou, L., et al.

“Polymorphisms in the MTHFR gene influence embryo viability and the incidence of aneuploidy.”
Hum Genet 135 (2016)V: 555-68. DOI: 10.1007/500439-016-1652-2

38, McCoy, R.C, Demko, Z, Ryan, A., etal.

“Common variants spanning PLK4 are associated with mitotic-origin aneuploidy in human
embryos.” Science 348.6231(2015): 235-8. DOI: 10.1126/science.aaa3337

39 Scriven, PN.

“Squaring the circle of recurrent pregnancy loss (RPL)."J Assist Reprod Genet 37 (2020): 1067—8.
DOI: 10.1007/510815-020-01780-z

40 Massalska, D., Zimowski, 1.G., Bijok, ., etal.

“First trimester pregnancy loss: Clinical implications of genetic testing."J Obstet Gynaecol Res 43
(2017): 23-9.D0I: 10.1111/jog.13179

Ne 5(55)/nuctonan 2020 WWW.REPRODUCT-ENDO.COM / WWW.REPRODUCT-ENDO.COM.UA



BATITHICTb TA MOJIOT I

Mpono3uuiit MJT1 1A

JocnigxeHHsA

KapioTunyBaHHA (MaTepian-KpoB)

KapioTunyBaHHA cimelnHOT napu (MaTtepian-Kpos.)

TepMiHV BUKOHaHHSA i rpadik B3aTTa BM (Knis/perioHu)

[MocTHaTanbHe gOoCNigXKEHHA

TepmiHOBe BUKOHaHHA 7/8 p.

3BMYaliHe BUKOHaHHA: 21/22,5 a.

Ipadik B3ATTS: WOAEHHO
! KapioTnyBaHHA cimenHoi napy odOpPMIIOETLCA TiNIbKN
npv OAHOMOMEHTHOMY 3BE€PHEHHI CiMeNHOI napu.

MoctHatanbHe FISH: 13, 18, 21 (maTepian — KpoB)

MoctHaTanbHe FISH: X, Y (MaTepian — KpoB)
lNpeHaTanbHe gocnigXeHHsA

KapiotnnysaHHa abo FISH, 5 xpomocom: 13, 18,
21, XiY (matepian — abopTyc)

BukoHaHHA 8/9,5 A.
lpadik B3ATTA: WOAEHHO

3BrnyanHe BUKOHaHHA: 15/16,5 .

lpadik B3ATTA: WOAEHHO

KapiotunysaHHsa Ta FISH, 5 xpomocom: 13, 18, 21,
XiY (maTepian — BOPCUHM XOPIOHY BariTHOCTI, L1O
[PO3BMBAETHCA)

KapiotunysaHHsa Ta FISH, 5 xpomocom: 13, 18, 21,
XiY (matepian —amHioTn4yHa pignHa)

3BMnYanHe BUKOHaHHA: 15/16,5 f.
lpadik B3ATTA: NH-CO/NH-NT

KapiotunysaHHa Big AlJ1A ue:

OOCTOBipHa AiarHOCTVIKA XPOMOCOMHUX aHOMarin;

iHPOPMaTMBHICTb pe3ynbTaTiB;

LWBMAKI TEPMiHM BUAayi pe3ynbTarTis;
BMCOKa KBanidikaLisa UMTOreHeTuKiB;

41, Shearer, BM., Thorland, E.C., Carlson, AW, etal. 47
“Reflex fluorescent in situ hybridization testing for unsuccessful product of conception cultures: A
retrospective analysis of 5555 samples attempted by conventional cytogenetics and fluorescent in
situ hybridization.” Genet Med 13 (2011): 545-52. DOI: 10.1097/GIM.0b013e31820c685b

42, Stephenson, M.D, Sierra, S.

“Reproductive outcomes in recurrent pregnancy loss associated with a parental carrier of a
structural chromosome rearrangement.”Hum Reprod 21 (2006): 1076—82. DOI: 10.1093/
humrep/dei417

43, Priya, PK., Mishra, V.V, Roy, P, Patel, H.

“A study on balanced chromosomal translocations in couples with recurrent pregnancy loss."J
Hum Reprod Sci 11 (2018): 337-42. DOI: 10.4103/jhrsJHRS_132_17

4. Page, LM, Silver, R M.

“Genetic causes of recurrent pregnancy loss.” Clin Obstet Gynecol 59 (2016): 498-508. DOI:
10.1097/GRF-0000000000000217

45, Vandeweyer, G., Kooy, RF.

“Balanced translocations in mental retardation.” Hum Genet 126 (2009): 133-47. DOl 10.1007/
500439-009-0661-6

46 Maithripala, S., Durland, U., Havelock, J, et al.

“Prevalence and Treatment Choices for Couples with Recurrent Pregnancy Loss Due to Structural
Chromosomal Anomalies.”J Obstet Gynaecol Canada 40 (2018): 655—62. DOI: 10.1016/j.
j0gc.2017.09.024

10.1111/1471-0528.12382
48

10.1016/jfertnstert.2012.03.038
49,

50
51 Papas, RS, Kutteh, WH.

10.1097/GC0.0000000000000647
52, Khalife, D., Ghazeeri, G., Kutteh, W.

semperi.2018.12.008

WWW.REPRODUCT-ENDO.COM.UA / WW W.REPRODUCT-ENDO.COM Ne 5(55)/nuctonan 2020

Dhillon, RK., Hillman, S.C., Morris, RK., et al.

“Additional information from chromosomal microarray analysis (CMA) over conventional
karyotyping when diagnosing chromosomal abnormalities in miscarriage: A systematic
review and meta-analysis.'BJOG An Int J Obstet Gynaecol 121 (2014): 11-21.DOI

Bernardi, LA, Plunkett, B.A., Stephenson, M.D.
“Is chromosome testing of the second miscarriage cost saving? A decision analysis of selective
versus universal recurrent pregnancy loss evaluation.” Fertil Steril 98 (2012): 156—61. DOI

Popescu, £, Jaslow, CR,, Kutteh, WH.

“Recurrent pregnancy loss evaluation combined with 24-chromosome microarray of miscarriage
tissue provides a probable or definite cause of pregnancy loss in over 90% of patients.”Hum
Reprod 33 (2018): 579-87. DOI: 10.1093/humrep/dey021

Foyouzi, N., Cedars, M.I., Huddleston, H.G.

“Cost-effectiveness of cytogenetic evaluation of products of conception i the patient with
asecond pregnancy loss."Fertil Steril 98 (2012): 151-5.€3. DOI: 10.1016/fertnstert.2012.04.007

“A new algorithm for the evaluation of recurrent pregnancy loss redefining unexplained
miscarriage: review of current quidelines.” Curr Opin Obstet Gynecol 32 (2020): 371-9. DO

HiMmeLbKe obnagHaHHA MetaSystems — eKcnepT y LMTOreHeTUYHi giarHoctuui 6inble 30 pokis,
aBTOMaTM30BaHa CUCTeMa CKaHyBaHHA cKenelb — OLiHKa BiNbLUOT KinbKoCTi MeTada3HUX NNaCTUH — BUCOKa

3aK/oYeHHs 3rigHo 3 International System for Human Cytogenomic Nomenclature (ISCN 2016).

53. Bi,W, Borgan, C, Pursley, AN, etal

“Comparison of chromosome analysis and chromosomal microarray analysis: What is the value
of chromosome analysis in today’s genomic array era?” Genet Med 15 (2013): 450-7. DO
10.1038/gim.2012.152

54. Dugoff, L, Norton, M.E, Kuller, JA.

“The use of chromosomal microarray for prenatal diagnosis.” Am J Obstet Gynecol 215 (2016):
B2-B9. DOI: 10.1016/.3j09.2016.07.016

55. Fakhro, K.A., Robay, A., Rodriguez-Flores, J.L., Crystal, R.G.

“Genetic Evaluation of Male Infertility."In: Genetic Male Infertility. Springer International
Publishing (2020): 95-118. DOI: 10.1007/978-3-030-37972-8_6

56. Mumford, S.L., Garbose, R.A., Kim, K, etal.

“Association of preconception serum 25-hydroxyvitamin D concentrations with livebirth and
pregnancy loss: a prospective cohort study." Lancet Diabetes Endocrinol 6 (2018): 725-32. DOI
10.1016/52213-8587(18)30153-0

57. Bunnewell, S.J.,, Honess, E.R,, Karia, A.M,, etal.

“Diminished ovarian reserve in recurrent pregnancy loss: a systematic review and meta-analysis.”
Fertil Steril 113 (2020): 818-27.3. DOI: 10.1016/j fertnstert.2019.11.014 [

“Review of current guidelines for recurrent pregnancy loss: new strategies for optimal evaluation
of women who may be superfertile.” Semin Perinatol 43 (2019): 105-15. DOI 10.1053/.

Reproductive Endocrinology

2]

ISSN 2309-4117



BATITHICTb TA NMOJIOT I

YAC3MEHLLITK BIACOTOK 3BYHOIO HEBIHOLLYBAHHA BATITHOCTI HEACHOTO [EHE3Y
Ornap KNiHiYHUX peKOMeHAALLI Ta HOBUX AiarHOCTUYHUX ANTOPUTMIB

T.M. TyTueHKo, K. MeA. H., CTapLumii HayKoBwii CiBpo6iTHYK BinaineHHa eHokpuHHoi rinekonorii 1Y «IMAT im. akag. 0.M. Jlyk'aHosoi HAMH Ykpaikw, Binainy penpoaykvHoro 30pos’s IHY «LIMT HAH Ykpaitu»,
HayKOBMiA KOHCYIbTaHT MeAuuHoi naboparopii «/IIMA», M. Kuig

0.A. Bypka, K. Mef. H., AOLEHT kadeapy akyLLepcTBa Ta rikekonorii N1 HauioHanbHoro meauuroro yHigepcutery iM. 0.0. boromonbLa, HayKoBuil KOHCYNBTaHT MeauuHoi nabopatopi «/INA, m. Kuig

B.C. Caminuk, HayKoBUiA KOHCYNbTaHT MeAuuHoi nabopatopii «[1IfA», CnewyianizoBaHuii MeaMKO-reHeTUHUI LeHTP HaujoHanbHol AuTavoi cneliani3oaHoi nikapHi «OXMATINT, m. Kitig

0.B. TpoxumoBny, 4. Mez. H., FONOBHMIA HayKoBHii CNIBPOOITHYK BiAAiNeHHA NNaHyBaHHA cim'i 1Y «IMAT im. akag. .M. JykaHogol HAMH Ykpainu», m. Kuis

0.1. KpoTuk, 3a8inyBauka BinzineHHsa nnaHyBaHHa cim'i Ta [IPT 3 kabiHeTom eHgokpuHHoi rikekonorit Knitiku penpoaykTugHix TexHonoriit YAIP HMAMO im. M1, Wynuka, m. Kig

0.J1. TpomoBa, acvicTeHT Kadeapy akyLLIepcTBa Ta rikexonorii nicnagunnomtol ocaitn HMY im. 0.0. boromonbug, M. Kirig

3BMYHe HeBIHOLLYBaHHA BariTHocTi (3HB) € nonietionoriyHolo natonorieto, GinbLua YacTUHA NPUYMH Ta GaKTOPIB PU3VIKY AKOT A0 CHOTOAHI 3aNMLIAETBCA HEBUBYEHOK. B CTATTi NPEACTABACHO OIAA aKTyaNbHYX KAIHIYHMX
HacTaHoB i3 3HB, 3 AKOr0 BIYAHO NPOTUPIYYA PEKOMEHAALIIA LLOZI0 NEBHYX MOl 3 06CTEXeHHS Ta NIKyBAHHA.

3BaXat0UM Ha BiAMIHHOCTI peKOMeHZaLili P3HVX KNIHIYHIX HACTaHOB LLIOAO FeHETUUHOTO TeCTYBaHHA, NPOBEAEHO AETaNbHMIA ONIAA NepLUIOKEPEN LLOAI0 BHECKY XPOMOCOMHOT natonori y po3syTok 3HB. OcTanHi
MIATBEPAYIOTb LiHHICTb UNTOrEHETUYHOTO AOCTIZEHHA NPOYKTY 3aUaTTA | NPUAINEHHA HANEXHOI yBary BIBYEHHIO GAKTOPIB, LU NIABILLYIOTH PU3VIK PEKYPEHTHINX KINbKICHIX XPOMOCOMHYX aHOManiii (aHeynnoiai,
noninnoigii), He 0bMeXylounch GakTopom Biky Matepi. 30anaHcoBaHi CTpYKTpHI aHoMani Xpomocom € npuuHoio 3HB B 5%. Ix Hocli eHoTMNOBO He BIAPI3HAITLCA Bi MoAeN 3 HOPMATTbHIM KapIOTUMOM, arie MaioTh
BVCOKMIA pU3VK HenniaHocTi, 3HB, MepTBOHAPOKEHHS, HAPOZKEHHA AUTUHY 3 XPOMOCOMHOK naTonorieto. 0bcTexeHHA noapyxxa i3 3HB Ha HaABHICTb 36anaHCoBaHVX CTPYKTYPHIUX aHOManiid XpOMOCOM € NepLUnM i
0008'A3K0BIIM €Tanom 06CTEXeHHA, 0C06AMBO AKLLIO LUTOTeHeTUYHe AOCNIAXEHHA NPOZYKTIB 3a4aTTA He MPOBOANOCH 360 byN0 HeiHAOPMATUBHIM.

(7aTTA TaKOX BKAI0YAE oA AochimxeHb 2019—2020 pp., NPUCBAYEHINX YIOCKOHANEHHIO AiarHOCTHYHINX anropuTMiB npuunH 3HB 1A 3MeHLeHH BIACOTKA igionaTiyHInX BUNazKiB. lochifxeHHa HayKoBLB AOBOAATD,
{0 NOBHE 00CTEXeHHA N4 BUABNEHHA BCix MOXNUBMX NpUuMH 3HB, He3anexHo Big pe3ynbraty BUSHAUCHHA KapioTvny NPOAYKTY 3a4aTTa, A03BONAE 3MeHLUIMTI yacToTy igionatiyHoro 3HB go 10—15%.

Takvm unHoM, NpoBesieHHs BCiM napam i3 3HB MaKcvManbHoro 00CTEXeHHA (1iarHOCTIKIA FeHETUUHIX, aHATOMIYHYX, AyTOIMYHHYIX, FOPMOHANIbHIAX | MIKDOGIONOTUHIX MPUUMH, A TaKOX PETENbHOI OLiHKM GaKTopiB
PY3VIKY) A03BONAE CYTTERO 3MeHLLITY Aonio iaionaThurux dopm 3HB. Lie no36aBnse nauieHTiB cTpecy Bia HeBU3HaUeHOCTI, A03BOAAE YHUKHYTU HeobrpyHTOBAHONO eMRipUYHOro AikyBaHHA i pO3podUTI iHANBIAYaNbHHI
NNaHx peanisauii penpoayKTUBHOT GYHKLIT 3a HeobXiAHOCTI i3 3aCTOCYBAHHAM AONOMIXHIX PEnpOAYKTUBHIX TeXHONOTiH.

KniouoBi cnoBa: 38114He HeBYHOLLYBaHHA BariTHOCTI, aHeynnoiflii, 30anaHcoBaHi CTPYKTYpHi aHOManii XpoMOCoM, KapioTunyBarHa, MeToa FISH, xpoMocoMHuii MikpomaTpuuHwii aHanis, aHtudocdoninianii cuHapom,
XPOHIYHNI eHAOMETPUT.

BPEMA CH3UTb NPOLIEHT MPUBbIYHOTO HEBbIHALLBAHWSA BEPEMEHHOCTW HEACHOTO TEHE3A
0630p KNMHUYECKUX peKoMeHZaLuii I HOBbIX AUarHOCTUYECKMX anropuTMoB
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0.B. TpoxumoBuY, 1. Mef1. H., INaBHbIii HayuHblil COTPYAHUK OTAENeHuA nnaHupoBaHusa cembu Y <UMAT um. akag. EM. Jlykbanooit HAMH Ykpaukbi», . Knes

E.I. KpoTuk, 3aBeaytoLLiad oTaeneHmem nnarupoBaHid cembi 1t BPT ¢ kabuHeTom 3HAOKpUHHOI ruexonorn Knukukin penpoaykTvsHbix TexHonoruil YTUP HMATO uwm. M1, Wynuka, r. Knes

AJ1. TpomoBa, accyCTeHT Kadeapbl akyLUePCTBA U MHEKOAON NocneAMnAoMHoro 06pasosatua HMY um. A.A. boromonbua, r. Kies

[puBbluHOe HeBbIHaLLMBaHMe bepemeHocT ([THD) ABnAeTCA nonusTUONOTMYeCKOV naTonorvelt, 6oMbLLIAA YacTb MPUUNH M GaKTOPOB PCK KOTOPOI 10 CUIX NOP OCTAETCA Hel3yueHHoI. B cTaTbe npeacTasneH 0630p
aKTyalbHbIX KNTMHMUECKuX pykoBoacTB no [HB, U3 KoToporo BIYAHO NPOTIBOPEUME peKoMeHAaLHii N0 HeKOTOPbIM NO3ULMAM 00CTIEA0BaHHA 1 NIeUeHUA.

YuuTbIBad pasnuuma pekoMeHaaLINi No reHeTUYecKoMy TeCTUPOBaHII0, NPOBeZeH AeTanbHblit 0630p NepBOUCTOUHIKOB 0 BKAAAE XpOMOCOMHOI natonorvi 8 [THD. MocneaHue NoATBePX AT LEHHOCTb
LIWTOTeHETYeCKOr0 UCCNIe0BaHYA NPOAYKTA 3a4aThA 1 HeOOXOANMOCTb YACNeHYA AOMKHOTO BHUMAHWA U3yueHIio GakTopo, NOBBILLAIDLLMX PUCK PEKYPPEHTHbIX KONMYECTBEHHbIX XDOMOCOMHbIX aHOMafMiA
(aHeynnowauy, NOAMNNOUANM), He OrpaHNuNBaACh GakTOPOM BO3pacTa Matepu. CoanaHcupoBaHHble CTPYKTYPHbIE aHOMaNUY XpoMOcoM ABNALOTCA NpuuiHOi HB B 5%. WX HocuTenn GeHOTUNMYECKM He OTANYaIOTCA
0T i0AIA C HOPMANIbHBIM KaPUOTINOM, HO UMEIOT BbICOKMiA puck becnnoaus, MHB, MepTBopoXaeHIs, poxaeHia pebetka ¢ xpomocomHoii natonorveit. ObcnegosaHve cynpyros ¢ [MHD Ha Hanuume cdanaHcupoBaHHbx
CTPYKTYPHbIX aHOMaHii XpOMOCOM ABAAETCA NepBbIM 11 00A3aTeNbHbIM 3Tanom 00CIeA0BaHIA, 0COBEHHO eCTN LIMTOTEHETUYECKOe ICCAeA0BaHME NPOAYKTOB 3a4aTitA He MPOBOANOCH UK 0bN0 HEMHAOPMATUBHBIM.
(TaTbA TaKkXe BKNI0YaeT 0630p uccnepoBatmil 20192020 rr., NOCBALLEHHBIX COBEPLIEHCTBOBAHYIO AMArHOCTUUECKUX anropuToB NpuukH [THB Ana yMeHbLLeHIA NPOLIEHTa UAVONATUYECKYX CyYaes. VccneaoBanua
YUeHbIX A0Ka3bIBAIOT, YTO NOAHOe 00CNeA0BaHME ANA BbIABNEHNA BCEX BOMOXHbIX MpuunH THD He3aBUCUMO OT pe3ynbTaTa onpeaeneHus kapuoTuna NpoAyKTa 3a4aTvA Mo3BOAAET YMEHbLUUTb YacToTy
nanonaruyeckoro MHG Ao 10—15%.

Takim 06pasom, npoezeHme Bcem napam ¢ [THD MakcumanbHoro 06CNes10BaHIA (AUATHOCTUKA TEHETUYECKIX, HATOMMUUECKMX, ayTOUMMYHHbIX, FOPMOHANTbHbIX U MUKPOGUONOTUYECKYX NPUUMH, @ TAKXE TLLATENbHOM
OLieHKY (aKTOPOB PYICKa) M03BOAAET CYLLECTBEHHO YMEHBLUUTD OMTI0 aMonaTuueckix Gopm MHD. 3To CHIXaeT y NawMeHToB CTPECC oT HeonpezeneHHOCTH, N03BONAET U30exaTb He0O0CHOBAHHOTO IMMNPUYECKOTO
JleyeHua 1 pa3paboTaTb MHAMBIUZYANbHBIN MNAH peanu3aLn penpoayKTUBHON GYHKLIY MU He0bXOAMMOCTH C PUMEHeHIEM BCMIOMOTaTeNbHbIX PenpOAYKTUBHbIX TEXHONOMUI.

KnioueBble cnoBa: npuBbIuHOE HeBbIHALLIBAHME OepeveHHOCTH, aHeynAouaNH, COanaHCpOBaHHbIE CTPYKTYPHbIE aHOMAHY XPOMOCOM, KapUoTUMIPOBaHe, MeToz FISH, XpomocoMHbIiA MIKDOMATPHYHbI aHanw3,
AHTUGOCHONMNIAHbIIA CUHADOM, XPOHUYECKHIA SHAOMETPUT.

TIMETO REDUCE THE RATE OF IDIOPATHIC RECURRENT PREGNANCY LOSSES
Review of clinical guidelines and new diagnostic algorithms
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0.L. Gromova, assistant, Obstetrics and gynecology department of postgraduate education, Bogomolets National Medical University, Kyiv

Recurrent pregnancy loss (RPL) is a polyetiological pathology, with the majority of causes and risk factors still not fully understood. The paper provides an overview of the current clinical guidelines on RPL, which shows
the contradictions of recommendations for certain positions of examination and treatment. Taking into account the differences in the recommendations for genetic testing a detailed review of primary sources on the
contribution of chromosomal pathology to RPL was done that confirms the value of cytogenetic testing of the conception product and need for attention to study of other than mother’s age factors that increase the risk of
recurrent quantitative chromosomal abnormalities (aneuploidies, polyploidies). Balanced structural chromosomal abnormalities are the cause 5% of RPL. Carriers of balanced structural abnormalities do not phenotypically
differ from people with a normal karyotype, but have a high risk of infertility, recurrent miscarriage, stillbirth, and birth of a child with chromosomal abnormalities. Examination of spouses with RPL for balanced structural
chromosome abnormalities is the first and mandatory stage of examination, especially if cytogenetic examination of the conception products was not performed or was not informative.

This article also includes a review of studies in 2019—2020 years on improving diagnostic algorithms for the RPL causes to reduce the idiopathic cases. Scientific researches prove that a complete examination to identify all
possible causes of RPL regardless of the result of the conception product karyotype determining can reduce the frequency of idiopathic RPL to 10-15%.

Thus, the exhaustive examination of all couples with RPL (diagnosis of genetic, anatomical, autoimmune, hormonal and microbiological causes, as well as a thorough assessment of risk factors) can significantly reduce
the proportion of idiopathic forms of RPL. This reduces the stress of uncertainty and unreasonable empirical treatment in patients and provides a possibility to develop an individual plan for reproduction, using assisted
reproductive technologies if necessary.

Keywords: recurrent pregnancy loss, aneuploidy, balanced structural chromosome abnormalities, karyotyping, FISH, chromosomal microarray analysis, antiphospholipid syndrome, chronic endometritis.
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