CuHapoM Kabyki (a6o Kabuki syndrome) — Ue pigKiCHe reHeTn4YHe 3aXBOPIOBaHHS, AKe BNepLue onncanu B AnoHii y 1980-x pokax. BOHO oTpnMano cBoO
Ha3By yepes Te, u.l.o 061MYYA NILEN I3 LM CMHOPOMOM Haragye rpMM akKTopiB TPagULLIMHOIO ANOHCBKOro TeaTpy Kabyki.

leHeTUMKa: HanvacTtiwe cnHapoM NoeB'asaHmmM 13 MyTauiaMmm B reHax KMT2D a6o KDMGA. Ll reHn 6epyTb yvacTb Y perynauii eKcnpecii IHWKMX reHie, Wwo
MOACHIOE BENTNKUNN CMEKTP CUMIMTOMIB.

NlikyBaHHSA: Ha »anb, CneundiuHoro ikyBaHHA HeMage. JlikytoTb OKpeMi CUMIMTOMY — Harnpuksiag, npoBoaaTb onepaLii Npy Bagax cepus, 3alMatoTbes
¢|3|0Tepan|€+o, NOroneaico Ta KOPEeKLIE HaBYaHHA.

OcobnuBocTi 06n1MUuS 2. MopyLleHHA PO3BUTKY
HoBri WinmHonogibHi odi 3 BUBEPHYTUMM HUXKHIMKW MOBIKaMU 3aTPUMKa PO3YMOBOIO PO3BUTKY Big, NErkoi 4o noMipHoi
BUCOKI, BUTHYTI 6pOBU 3 pO3pMUBaMmM B cepeguHi MpobnemMm 3 MOBMEHHAM TPYOHOLLI 3 HAaBYaHHAM
Mnacke nepeHiccsa i LULMPOKUMM KIHYMK HOCa 3. AHoMarnii ckeneTy i cyrno6ise
BupaxkeHunm BUrnH ry6 ("pmbaubka pot") 4. Bagy BHYTPILLHIX opraHie
Benwki Byxa, HacTo 3 HE3BUYAMHOK GOPMOID 5. IMYHHI nopyLueHHSA

6. |[HWIi oco6nuBoOCTI

. Pr.
N e rind %
| 4__';")&..

1O Hac 3BEpPHyNacb poguHa — XIHKa 49 poOKIB, YOMNOBIK 45 pokKiB. B aHaMHe3l nonorm geBivHEr, Wo oTprMaHa wnaxom OPT. Ha BnacHMx eMb6pioHax
HaPOMXKEHA LWE OgHa AUNTUHA, We O4Ha BariTHICTb — 3aBMepna. Ona HacTynHOI BaritTHOCTI, 6y BUKOPUCTaHI QOHOPCbKI AMUEKNITUHW. Byno npoBegeHo
nepegiMnaaHTauinHe gocnigXXeHHA eMOPIOHIB.

_ '?;: %_ XYHOK PUSUKIB B 16 TUXXHIB NPOBOOAMMO Y31 | "‘ OB IE.L“ EHO
LHOIMO TPUMECTPY: ) : MHIOLLEH ﬂ E3
FVIMIEL 1S, (DIKCYETbCA 3aTPUMKa POCTY NAo4a, No AeAKNM JLLEI
1. BI CyguHW NyrnoBuUHN napamMeTpam Ha 6 gHIB. Tvn no¢ap6yBa|-||-|q/
ki o et AR 2. KicTv nynoBuHM [Bi CyauHM NMyrnoBUHM cermMeHTn: GTG; 400
Tepmin sarirwocri: 12 vx. + 0 amie 33 JaT00 O'm 04N sa pavman Y3A: 21 cepmen 2025
— 3. HeMOXXNMBO BUAABUTY BEHO3HY KicTn nynoBuHM 3aK/IoUEeHHA: 46,XX
oo e MROTOKY BeHO3HY NPOTOKY BUABUTU HE BOAMOCH KoMeHTapl: HopmanbH1M
oo @ a7 o l, AK pe3synbrat: Po3paxyHkn 3BepTaE Ha cebe yBary «kunenofibHe» 3'egHaHHS it be sl
oo om0 o 8131 & PU3UKIB — Clpa 30Ha 3a TOUCOMIEKD | TiM'gHMX KICTOK, LLO HagaE yepeny CrloLeHo 3 YOS ATEY
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Bioximin MaTepruHCLKOI CHPOBATKK
3pasox 75368, opnepxano: 6 mororo 2025, pocnipxenmn Biwonano: 68 mororo 2025,  Ofnagsarmn: Roche "
Tepmin BariTHoCTi 16 TxHiB + 0 aHiB

Binsxa Gera-nigoewn XN 16,10 MO/n sianosinac 0,280 MoM
PAPP-A 0420MO/n  sianosinac 0,194 MoM ®etometpin / AHaToMiInA
PIGF 21,960 nrimn sianosinac 0,556 MoM Sl o - ‘
Cepeanin NI maTxooux aprepin 1,905 sianosigac 1,067 MoM I Kictn nynoBmviHN MTP(MI)K”M i p.p) 30,6 mm e
Copoanin apreplaniumm TMex 73,583 mm pr. c1.  Bignoeinac 0,905 MoM | NoBHO-NOTUNKUMHKUI p03Mip (ﬂnp) 37,7 mm *_’_{
Or (o6sia ronisku) 107,3 mm o
[oBxuHa UEPBIKANLHOro KaHany: 33,0 mm | OX (06sin xusota) 97,4 Mm I —
CrerHo, nosxuHa 16,7 MM L —
Po3paxyHOK pu3nky
b VH
NauienTui HanaHo BCI HEOBXIAHI NOACHEHHA T3 OAEPXAHO il NOIH(OPMOBaHY 3roay. ﬂnf“ aﬁ_(:;:npe; :)68? . e
Oneparop 3i ceinoursom FMF: Viktoriya Sholomitska, FMF Id: 80448 or/oXx 1:10 l'
Namono2inul cman 6a306ud pusux IHOUGIQYaNeHUD KOMBIHOBAHUY PUSUX MTP/ ﬂC 1.83
Tpucomia 21 1: 799 1: 15879 <
Tl i N b Ouikyeana sara nnoga Hadlock (BPD-HC-AC-FL)
Tpucomis 13 1: 5721 1: 1297 122 r oA
MNpeexnamncin 2o 34 Tixuis 1: 1204 | Uentune 11,1
TeEEnyc D 3. ne Sers Cepuebutra Bisyanisyetses
3aTpumxa po3suTky NNoAa Ao 37 Tuxwis 1:45 p v o
Nepenqacsi nonorm 20 34 nokkia 1:292 — yXu nnioaa 3suuauHi
3BUYANHUM KOMIPLEBUN Llle oaHa KicTa Ta AingHKa, A Mr YCC nnopna 153 ckop./xeun.
NPACTIP, T2 HASBHa HOCOBA MOXXEMO BaynTn, 3338!4*48!4 BEHO3HY
| KICTKa NPOTOKRY, ane TyT — BInCyTHFI

Pe3ynbTaTyi NOTOUHUX OOCIOMXEHDb MOSACHEHI POOMHI, TAKOX 3arMpPONOHOBAHO FEHETUKOM MPOBEAEHHS | (1) (o s centines
NOBHOIO €K30MHOIO CEKBEHYBaHHS aMHIOLUTIB nioga.
INTERPRETATION

BM q B“eH a MyTa L'qu B re H i KMTZD N M—0 03482'3 C'-I 4'585—-I 4588d u p p' ( LeU4864se rafSTe rSO! LL',O B i,ﬂ, |_| OB iﬂnae A heterozygous likely pathogenic variant was identified in the KMT2D gene. The result is consistent
CHAO pOMy Ka 6y|-(i (O M I M 14792 O) " with a genetic diagnosis of autosomal dominant Kabuki syndrome 1.

Ta Ke p03Ta I_I_IyB AHHS MyTa LI. il € Brne p L1e BUAB/AEHUM B CB iTi No further clinically relevant variants related to the described phenotype were detected.

Significant maternal cell contamination was not detected and is therefore unlikely to have interfered
with the reported fetal result.

PogurHa npumHAna pilUeHHA NepepBaTy BariTHICh. Bi3yanbHO, Ha nNaogi, NigTBEPL4XKEHO BCI 3MiHW, WO BUABMEHI Nig Yac Y34, JoaaTKoBO, NOCTPaKTyMm,
BUABMNEHO NiNKONOLI6HY aedopMaLito rpygHOl KAITUHN.

B YWas et o I £ I A I F S 7 =
YACTOTA O HAPOKEF
1A IS 1 A 1/~ FAY AN
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3a pI3HMK gXxepenamum, MeHwe 10% BrnagkiB cMHOpoMy KabyKi 4IarHOCTYKOTbCA NMpeHaTasibHo.

Y BeNUKin ppaHLy3bKin peTpocneKTUBHIM cepii (2022, Orphanet Journal of Rare Diseases) - i3 80 nauieHTiB i3 cMHapoMoM KabyKi TinbKu 5 Bunagkie (6%)
oynn 3anigo3peHi Nig vac BaritTHOCTI.

MPYNHM TaKOl HU3bKOI YaCTOTW:
Y3[O-03HaKuM gyxe HecneundivHi (3aTprMKa POCTy, Baan CepLsa — XapaKTeEPHI 419 6aratbox CUHLPOMIB).
CneuundiuHi pycm obnunuuda, TMNoBi a4na Kabyki, BaXKko No6aunTm Ha CTaHAAPTHOMY NpeHaTaNbHOMY Y3/
feHeTUuUHe TecTyBaHHA (WES a6o TapretoBaHe Ha KMT2D/KDMG6A) pigKo 3aCTOCOBYETBCAH 00 HAPOOMEHHSA 663 ABHMX MOKa3aHb.



Rh-HeCcyMiCHICTb 3anULLIAETLCA BaXK/IMBOKO MPUUUHOK FEMONITUYHOI XBOpPO6U
HoBOHapomKeHunx (HDFN).

CeHcubinizoBaHi Rh-HeratuBHi MaTepi 3 BUCOKMM TUTPOM aHTUTINN MatoTb BUCOKUM
PU3UK TAXXKUX YCKNAOHEeHb y nsoaa.

EK3 3 nepeaiMnnaHTauinHOO reHeTUYHoOw paiarHoctukow (PGD) pno3Bonge
Bigciatn eMbpioHun 3 RhD-aHTUTINOM, 3anobiratoum KOHPNIKTY.

MauieHTKa, 38 pokiB. 3BepHYynacb B KriHiKy penpoayKTUBHOI MegUuLIMHA
«Hagia» 3 MeTolo OTpMMaHHS Ta BUHOLLYBaHHS BaritTHOCTI.

B aHaMHe3i:
| BariTHICTb — Megu4Hun abopT B 12 TUXKHIB MO CcoLLiaNIbHUX MPUYMHAX.
|l BariTHICTb — MepTBOHapPOXXeHHSA B 39-40 TMXKHIB , reMoniTU4YHa XxBopoba.

Il BariTHiCTb — NnepegyacHi nosiorn B 29-30 TMXKHIB. AHEMIA cepeaHboro
cTyneHqa. BbaratoBogaqa. Pe3yc KoH)nNiKT. Acuut nnoay. Habpakosun
CUHOPOM Yy nnopga. BoosgHka nnopga. [IntnHa Hapogwunacb MepTBa.

Ha npoTasi BaritTHOCTi TUTP aHTUTIN 6yB NiaBULLEHU.

Ha MOMEHT 3BepHEHHS B KiHIKY TUTP IMYHHUX aHTUTIN 4O ePUTPOLUTIB MO
cucteMi Pesyc 6ynu: noBHi aHTUTINaG Ig M - 1:8, HenoBHi aHTUTINa Ig G -
1:1024.

byna npoBegeHa MeanNKo-reHeTU4YHa KOHCyﬂbTaLI,iQ. PekoMeHOOBaHO:

1.06CcTe)XXeHHA YOoMoBiKa Ha 3IroTHICTb Mo pe3yc-pakTopy (PeHoTUN KPOoBI: ‘
pyna kposi/Pe3yc-daktop (Rh), aHTUreHn cuctemm Rh (C, c, E, e),
aHTUreH K cuctemu Kenn (Kell).

2. IVF 3 PGD gna cenekuii Rh HeratmBHoro em6pioHa.

MauieHTKa: Rh-HeratnBHa, ceHcubinizoBaHa nicna nonepenHix BariTHocTewn i3
3aBMepsIMMU nNogamMu.

Mpouepypa: npoeegeHo EK3, PGD, Bu3HayeHo RhD cTaTyc eM6pioHiB.
Bubip eMbpioHa: nepeHeceHo Tifibkh Rh-HeratTuBHMm eM6pioH.

MOHITOPUHI: TUTP aHTUTIN, Y3, MCA Doppler, KOHTpOb POCTY Naoga.

Tabnumuga 4iTKO NoKasye KONMMUBAHHA TUTPY aHTUTIN Y ceHCcMbBINi3oBaHOI
MaTepi.

MigKpecntoe, Wo He3Ba)kaloyM Ha BUCOKUM TUTP, BariTHICTb NpoOTiKana
6e3 ycKlagHeHb, 3aBOSKM MOHITOPUHIY Ta nepeHocy Rh-HeratuBHoro
eMb6pioHa nicnga PGD.

[MpoBepneHo: SAGE NADIYA - HeiHBa3nBHe npeHaTanbHe
OHK-TecTyBaHHA XPOMOCOMHUX aHOMarnin (3aKkfo4YeHHsa: pe3ynbraTt
OOCNIOXXEeHHA He BKa3lyE€ Ha HasABHICTb aHeynnoigin [ocnigXXeHuX
XPOMOCOM).

B 36 TWXHIB npoBeaeHo 6aK pocnigXeHHa Ha 6eTa-reMoniTUYHUm
CTPENTOKOKK (y/r BUAINEHHS) — He BUSBMEH.

OTpuvMana KOHCynbTalil CYMDKHUX crneuianicTis.
3aKOYEeHHS NpeHaTanbHOro ckpuHiHry (Y34) KOOA (+) 12 TXKHIiB 1 A€Hb:
Tpucomia 21 - 1:2488, Tpucomia 18 — 1:282, Tpucomiqa 13 — 1:3792.

Mpeeknamncia 0o 34 TUXHIB — 1:355, NMpeeknamncia o 37 TmxxHiB — 1:80.

: 3aTpMMKa PO3BITKY Moaa Ao 37 TMXKHIB — 1:229.

NepenyacHi nonoru —1:723.

MpoBeOeHi KOHCynbTauii: nikapsa penpoayKTonora, TepanesBTa, 3akntoyeHHs Y3 B 21 TKOeHb 1 AeHb: POTOMETPUYHI NOKA3HUKM noga
€HOOKPUHOJIOra, MaMoJsiora, akyLiep-riHeKosnora. v B Mexax HopMmu; 14,3 ueHTunb, YUCC nnopa 139 ypapiB 3a XBUJIUHY;
o NOXXUCbKO — CcTyniHb 3piniocti O 3a Grannum,, onsiogHeBa piAvHa -
MpoBeneHo poO3LUMpEHE KNiHiko-nabopaTtopHe ob6CTEXXEeHHS, | RS e |_|OPT()I/'IOK83HV?K R "139CM'D' Fiel
nepepimMmnaHTalinHe reHeTu4YHe TectyBaHHA eMbpioHiB PGT. / >/ ' a PIA ' :
, /B
SO\

MpenMeT AiarHOCTUKKU: reHHI MyTauii, HagaBHICcTb reHy RhD, aHeynnoigii. Pe3ynbraTt
aHani3y Ha HaaBHicTb reHy RhD — HeraTuBHuUN.

ByB npoBeneH eMbpioTpaHchep. OTpmManum BariTHICTb.

B 6 TW)XHIB 6 OHIB nicna npoBegeHHAa Y3 , nNauieHTKa crtana Ha obnik no
CMOCTEPEXKEHHIO BariTHOCTI B »XIHOYY KOHCyNbTauito KriHIKM penpoayKTUBHOI
MeauumHu «Hapgiar.

O6TaKeHMM coMaTUYHMM aHaMHe3: [KBLU. XpoHiyHuM rammoput. OJDOAM 3
KUCTO3HUM KOMIMOHEHTOM.

O6TsHKeHUM nepebir BariTHocTi: NecTauinHUM uykKpoBun aiabet. NPBlI B Manomy
TepMiHy BariTHocTI. MMigBULLEHI PU3UNKKM NMpeeKaMncii.

Ha npoTta3i crnoctepeXeHHs BaritTHa oTpuMana KOMIMJIEKC MegudvyHUX 3axopiB:
nabopatopHi o6CTe)XXeHHA (MOHITOp B AOMHaMIUI TUTPY IMYHHWUX aHTUTIN OO
EPUTPOLUTIB MO cucteMi Pesyc), npeHaTanbHi CKPUHIHIM (Y3[), OUiIHKY CTaHy
nnopga (KTr).

Ta6bnuusa 1. AMHaMika TUTpy HenoBHux IgG
aHTUTIiN Rh nip 4yac BariTHocTI

7 1:256
12 1:512
18 1:256
21 11024
24 1:512
27 1:512
30 1:1024
35 1:1024
37 1:512

JonnepoMeTpivyHi NOKasHUKU: 3BUYaUHUN MaTePUHCbKO-MIOO00BUM KPOBOMIUH.

3aknoueHHsa Y3/ B 27 TKOeHb 1 AeHb: POTOMETPUYUHI MOKA3HUKMK Mioga B MeXKax
HopMMU; 30,2 ueHTunb; YCC nnoga 129 yoapiB 3a XBUTUHY; NTOXXUCbKO — CTYMiHb
3pinocti Il 3a Grannum,, onnogHeBa pignHa - 3BuYaunHa, [NOP(NoKasHUK
onsiogHeBoi piauHKU) - 16 cM. [JonnepoMeTpiyHi MOKA3HUKKU: 3BUYANHUMA
MaTEPUHCbKO-MNTI000BUUN KPOBOMJIUH.

3aknoydeHHsa Y3 B 30 TMXKHIB: POTOMETPUYHI NMOKAa3HUKU N104a B MeXXax HOPMMU;
UCC nnopaa 130 ygapiB 3a XBUJIMHY; NOXUCbKO — CTyniHb 3pinocTi |l 3a Grannum,;
onfiogHeBa pigunHa - 3BM4YanHa, NOP(Noka3HUK onnoaHeBol piguHKM) — 16 cMm.
JonnepoMeTpivyHi NOKasHMKU: 3BUHANHUN MAaTEPUHCBKO-MI000BUN KPOBOMJIUH.

3aknoueHHsa Y3 B 37 TMXKHIB: POTOMETPUYUHI MOKA3HMKU M1oga B MeXXax HOpMU;
56,6 ueHTUNb;, YCC nnopga 129 yaapiB 3a XBUITUHY; JTOXXUCbKO — CTYrMiHb 3pinocTi |l 3a
Grannum,; onJiogHeBa piguHa — 3Bn4anHa, NOP(Noka3HMK onnogHeBOI PIAVUHN) —
18,9 cM. [donnepoMeTpiyHi MOKa3HUKU: 3BUYAUMHUKNA MaATEPUHCBLKO-MNI0O00BUN
KPOBOMJIUH.

Monorn 4. B 39 TwxkHIiB 1 peHb. [MatonoriyHi. OgHonnigHi. Po3poa)keHHa 3
0OMOMOro KecapeBoro po3tnHy. O3HaKM BHYTPILWHbOYTPOOHO rinoKcii nnoaa,
MNpu 9KMX MaTu noTpebye HagaHHA MeauyHoiI AonoMorun. Pe3yc-i3oiMyHi3sauida, npu
AKMM MaTU NoTpebye HagaHHA MeguyHoiI gonomMoru. MonirigpoamMHioH. Llykposui
niaberT, Wo BUHUKAE B Nepiof, BaritTHOCTI, iHLWKA.

CnocrtepexXeHHa 3a nepebiroM BaritTHOCTI Yy JXXIHKM 3 iHWUM OOTSXEeHUM
OiTopoaHMM abo aKylepCbKUM aHaMHEe30M, aHTeHaTanbHa 3aribenb nnoga B
aHaMHe3i (2009 Tta 2011 pokwu). LLITyyHe 3annigHeHHa, eMbpioTpaHcdep 03.02.2025p.
OOUH XUBOHAPOOXKEHUN.

CTaTb OUTUHMU - XKIHOYA, 3PICT NPU HAPOOXKEHHI 52 cM., Bara npu HapoaXeHHi: 3260
rp.
Mpu Hapoo)XKeHHI OuiHKa 3a WKanotw Anrap:Hal -8, Ha 5 -9, 3akpuyas: Bigpasy.

BunucaHa 3 AUTUHOK Ha 3 AeHb nicnsa nonorie.

BariTHicTb NnpoTikana 6e3 aKyllepCbKUX YCKNagHeHb, Hapoaunacsa sgopoBa Rh-HeratmBHa AUTUHA. BUCOKUM TUTP aHTUTIN HE BUKITUKAB reMosiTUYHOI XBopo6u nnoaa.

PGD y noegHaHHI 3 EK3 — edekTnBHa cTpaTeria npodinaktmukm Rh-KoHpNiKTy.

PerynapHum MOHITOPUHI TUTPY aHTUTIN, Y3 ta MCA Doppler 3abe3nevye 6e3neyvyHe BegeHHa BarirTHOCTI.

I'Ionepe,u,Hi YCKINagHeHHA He BU3Ha4YaloTb HeraTUBHUM pe3yrbrarT.



BCTVYI

[NMPOTArOM OCTAHHBLOIO OECATURINYA PENPOAYKTUBHA MEANLIMHA TAXKIE A0 TEHAEHLLII
NepeHoOCcy OAHOro eMOPIOHY - CeneKTUBHOro embpioTpaHcdepy. Lla cBiToBa
MPAKTUKAa € MOBHICTIO BUMNPAaBOAHOK Yepes NiaBULLEHI PU3VMKW ANa ManbyTHIX MaMm
Ta aiten. Cepen NOWNPEHMX PU3UNKIB A8 MaTEPRI BUPIZHAKTb aHEMIKD, recTauinHn
aiadeT, npeeKnanciw, NigBMLLEHE HaBaAHTAXEHHS Ha cepLue, HUPKK, ONMORHO-PYXOBY
cCUCTEMY, NepeavacHi nonoru, KposoTteui. Lo cTtocyeTbeca puU3nKiB gna nnofis - ue
HEAOHOLLEHICTb, HA3bKa Maca TiNna Npuv HaAPOOXEHHI, 36inblUeHa YacToTa aHOManin
Ta NepuHaTalbHWX YCKNaaHEHb. 3BICHO, HAABHICTb HaBITb MiHIManbHUX PU3WKIB
BUK/IMKAE CTypOOBaHICTL Ta 060B'A3KOBO MOTPEOYE BiNbll MUABHOIO MegUYHOro
Harngay, oOAHaK OiNblIICTb XIHOK 3 6GaraTtonligHOK BariTHICTIO HAPOOXKYKOTb
300P0BUX AiTen.

He 3Baxkaroum Ha TEHAEHUIK NepeHOoCy OOHOro eMOpIioHY 3 MEeTOK YHUKHEHHS
PU3MKIB BGaratonaigHMX BaritTHOCTEW, BCE X TaKW Y CBITI PEECTRYOTLCH BMNAAKU
PO3BUTKY ABi€EHb nicna eSET. MoHo3uroTtHi asinHi (M3[) TpanngwTbca aK npwu
CaMoOCTInHMX BariTHocTax (oo 0.4%), Tak | BaritTHOCTAX nicna 3actocyBaHHa OPT (go
4%).

PO3pi3HAKTb AEKiNIbKA MEXAHI3MIB YTBOREHHA M3[], WO B CBOK Yepry noginarTbes
Ha MOHoOXopianbHi Ta guxopianbHi (Cxema 1). Po3gineHHa BHYTRILWHbOKAITUHHOI
Macu (BKM) Ha cTagii 6nactoumcTm abo nicng imnaaHTauii

NMEM3BOANTL OO0 YTBOPEHHA MOHOXOpIanbHOI M3LO. TeopeTUdHO, NPUYMHaAMK
PO34iNeHHA MOXYyTb OyTM nopylweHHs ¢QyHKUIM BinkKiB  KNITUHHOI aaresii
E-kKaarepuHis, MYIBETUTOUKOBA KaBiTauis, YyacTi KOMancyBaHHS Ta

pe-eKCcnaHayBaHHA B MNPOLUECi YTBOPEHHA O6nactouento, 8-nofgibHUM XEeTUYUHT.
MpuunHaMmm pguxopianbHoi M3  MOXyTb OyTWM cenapauia o6nactoMepiB npw
nepeHoOCi eMOPIOHIB A0 3-1 06K PO3BUTKY, aTUMOBMN XETUYMHI 61aCTOUNCTW, PIAKI
BUMAAKM pPO3QiNeHHa 651acTOUNCTM IHTAKTHUMKM KAITUHaAMKM nicnga npoueaypw
BiTeMdiKaLii-BiagTaroBaHHA. [NpoTe, ICHYKOTb BUNagkm yTBopeHHAa M3 npn nepeHoci
OOHOIro eMBOPIOHY, AKi Hapa3si 3aNMLWaTbCH 6€3 NOACHEHHS.

L=, O_ 100
& l B ‘.,
0-0-@-0-C~-Q

CxeMa 1. MexaHi3Mu yTBOpeHHSI MOHO3UIOTHUX OBIEHb.

META
JocniauTn 3aranbHONPUNHATI Teopii, MOB'A3aHi 3 PO3BUTKOM MOHO3UINOTHUX ABIEHb NPKM 3acTocyBaHHI O PT Ta niagTBEepaAUTU iX BUNMaaKaMu 3 BNaACHOI KNiHIYHOI NPaKTUKW.
METOOAUNKA OJOCJ/IIOXEHHSA

Byno npoBeaeHO PETROCMNEKTUBHE AOCNIMKEHHA AAHNX HACTAaHHSA BariTHOCTI Ta XXMBOHAPROAXKEHb Ha 6a3i KNniHiKM penpoayKTBHOI MeanumnHm «Hagia» 3 2021 no 2025 pokKw.
Cepea daxkTopiB BNAMBY OY10 PO3rNgHYTO TN eMbpioTpaHcdepy (CBIXMM Yn KRIOET), maninynauyii 3 emM6pioHoM (IKCI, AONOMDKHUIM XEeTUMHT, 6ioncia), cTagia poO3BUTKY Ta
Mopdonoria eMopioHy Ha MOMEHT ET, npoBeaeHHA reHeTUUHOro TectyBaHHAa PGT-A, cepenoBuLLe KyNbTMBYBaHHA. OKpeMi BUNaaKm pO3BUTKY EMOPRIOHIB BY10 AOCNIOXKEHO
3 BUKOPUCTAHHAM TexHonorii Time-Lapse iHKy6yBaHHS.

PE3YJIbTATWU
Y KniHiyi penpoayKTMBHOI MeanumHm «Hapig» 3 2021 no 2025 poku 6yno

3adikcoBaHO 13 BMNaaKiB HapogXXeHHa M3/,

YCi eMOpPIoOHN PO3BUMHYNMCA nicng 3annaigHeHHa oouunTiB Metogom IKCIL. Bnnwue
KYNBTYRanbHOro cepeaoBuvula B AaHOMY AOCNIOXKEHHI BCTAHOBUTU HEMOXKIMBO,
OCKIiNbKWM BCi eMbBpioHn po3BumBanuca B cepeaosunuli Global® Total® (LifeGlobal™,
CooperSurgical, USA). Ycim eMmbpioHam 6yno npoBegeHO AOMNOMIKHMN XETUYMHI HA
3-THO OBy PO3BUTKY MPK HAABHOCTI MOKasaHb Ao nposeaeHHa PGT-A, abo X Ha 5-6
noby nepepn ET 3a BigCyTHOCTI HEOOXIAHOCTI NpoBeaeHHsA 6ioncii.

3 ycix BunagkKiB BaritTHocTen, 10 6ynm MOHOXOpRIaNnbHNMK, 3 — gUXopianbHUMK. Y 12
BMMNaaKax 6yno nepeHeceHo BiTpudgikoBaHi/BiaTagHi eMmbpioHM Tal BUNagoK — nicng
cBixoro ET. Cepen nepeHeceHux, 12 eMOpIOHIB Bynn Ha 5-Ty noby pO3BUTKY Ta |
eMbBpioH — Ha 6 aoby. TakKoX, 6 eMBPRIOHIB Nignarann TpodeKToaepmanbHin 6ioncii
Ta 6ynn eynnoigHMMmM 3a pesynsratamMn PGT-A, iHWI 7 eMBPRIOHIB ByNno NnepeHeceHo
6e3 NpPoBEAEHHSA rEHETUYHOro aHanisy (Tabnunug 1).

Ta6nuus 1 Kpio Ceixkun [Ooba [Hdob6a PGT-A PGT-A MoHo- ,{J,M-
ET EIl 5 6 «=» «+» XOopianbHa XxopiarnbHa
Tun ET 12 1
Crapisa po3BUTKY 75 1
Ha MOMeHT ET
Bioncia TE ang
| iaTER - %

PGT-A

Tmrlv M.C)HOBMI'OTHOI 10 3
OBIiMHI

Nicna BiaTaroBaHHA eMOpIioHIB ana npoBegeHHA ET 060B'A3KOBUM PRYTUHHUM
NEOLECOM B €MOpionorivyHin nadopartopii KniHikKM penpoayKTUBHOI MeaunumHU
«Hapgig» € d¢oTodikcauia ang niaTBepaXXeHHA BWMXWMBAHOCTI. HaaBHICTb UMX
PoTO306paAKEHD AAE 3MOrY B AE€AKIN MIpi OUIHUTV OCOBNMBOCTI €EMBPIOHIB | TAaKUM
YMHOM CMIBCTaABUTK iX 3 TeopiaMmum yteopeHHAa M3 (PoTo 1-13).

®oto 1. KpioET - 4AA
(5n0). MoHOXopianbHa
M3. Xnon4yukwn.

dorvo 2. KpioET -4BA  ®oto 3. KpioET - 4AA
(5n). AuxopianbHa M3[1.
1- xnon4uK, 2 — peaykKuis.

®doTo 4. KpioET - 4BA
(50). MoHOXopianbHa
M3[. PGT-A. [liB4aTKa.

®dorto 5. KpioET - 3AA
(5n). AuxopianbHa M3 /1.
PCT-A. [liB4yaTka.

(5a). MoHOXOpianbHa
M3/[. Xnon4ymku.

o

®oto 7. KpioET -3AA  ®oto 8. KpioET - 4AA
(540). MoHOXopianbHa (5a). MoHOXopianbHa
M3[. PGT-A. [lisyatka. M3[. PGT-A. [liByaTKa.
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®oTo 6. KpioET - 5AA
(5n). MoHOXopianbHa
M3. PGT-A. [liB4aTKa.

®oto 9. KpioET - 4BA
(6a). MoHOXOpianbHa
M3. PCT-A. [liB4aTKa.

®oto 10. KpioET - 4AA
(5a). MoHoxopianbHa M3/,
EmbryoScope. Xnonyuku.
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®oto 11. KpioET - 4AA(5 ®oto 12. KpioET - 4AA(5 ®oto 13. CBixxun ET - 4
0). MoHoxopianbHa  Aa). MoHoxopianbHa M3, AA(5a). QuxopianbHa
M3[. EmbryoScope. EmbryoScope. [iiByatka. M3[. EmbryoScope.

Xnonymku. Xnonymku.

OKpeMi BUNagKM po3BUTKY EMOPIOHIB ByN0 TaKOXX O0CNIAXEHO 3 BUKOPUCTAHHAM
TexHosnorii Time-Lapse iHKybyBaHHA (EmbryoScope™, LLIBeuiq) (Bineo 1-4).

Bineo 4.
MoHoxopianbHa M3/[]

Bineo 3.
MoHoxopianbHa M3[

Bigeo 2.
MoHoxopianbHa M3/

Bipeo 1.
OuxopianbHa M3/

BNCHOBKW

AHaniz $oTo306paAXKEHb EMOPIOHIB CBIAYMTL, WO M3[ yacTile yTBOPKHKTLCH 3
6NacToOUNCT BUCOKOTI MOpdonoriyHoi akocTi (ouiHka A).

Y 10 i3 13 Bumnaakis BKM nokanizyBanaca BcepeaunHi 6nactouncTy, WO MOXKe
BKA3yBaTW Ha il PO3LLENNEHHS Nig Yac Nnpouecy XeTUYMHry.

Y aBox 6nacrtounctax BKM nepebyBana nosa mexamMu nposopoi o6onoHKn (ZP),
LIO AO03BOMAE MNPUNYCTUTU MOPYLUEHHA MEXaHI3MIB KNITUHHOI aaresii aK MOXNIMBY
npuvnHy popmyBaHHAa M3/,

Jlitepatypa

BukopuctaHHa TexHonorii Time-Lapse iHKybyBaHHA Oano 3mory 3adikcyBaTu
MOMEHT po3wenneHHa BKM y npoueci ekcnaHayBaHHA (Bigaeo 3), a TaKOXX BUABUTHK
LMTONNAasMaTUUHI nepeTtaxknm Mixxk BKM Ta TpodeKToaepmMor y BCIX YOTUPbLOX
aocnigpxkeHmx bnactoymncrax.

HocnigXXeHHA Ma€E BIAKPUTUW XapaKTep | NoTpebye po3npeHHa BUMOGIpKKM anda
BCTAHOBJ/IEHHSA 3AaKOHOMIPHOCTEN PO3BUTKY Ta YTOUHEHHSA PO MOPPONOrivHUX i
KNITUHHWMX daKTopiB y dopmyBaHHI M3, BoaHo4yac MexaHi3MM yTBOpeHHA M3.
nicna emMmopioTpaHcdepy 3annATbCA HEBU3HAUEHUMKU, LLO OOMEXYE MNOBHE
PO3YMIHHA NpoueciB noainy BKM in vivo.

1.Hongbin Jin, Yang Han, Jennifer Zenker, Cellular mechanisms of monozygotic twinning: clues from assisted reproduction, Human Reproduction Update, Volume 30, Issue 6, Novem-

ber-December 2024, Pages 692-705, https://doi.org/10.1093/humupd/dmae022

2.Chen N, LiJ, LiY, Zhang Y, LiJ, Gao J, Hu J, Cui L, Chen ZJ. Risk factors associated with monozygotic twinning in offspring conceived by assisted reproductive technology. Hum

Reprod Open. 2023 Sep 14;2023(4):hoad035. doi: 10.1093/hropen/hoad035

3.1. Mateizel, S. Santos-Ribeiro, E. Done, L. Van Landuyt, H. Van de Velde, H. Tournaye, G. Verheyen, Do ARTs affect the incidence of monozygotic twinning?, Human Reproduction,
Volume 31, Issue 11, 21 November 2016, Pages 2435-2441, https://doi.org/10.1093/humrep/dew216



HeiHBa3zmBHe npeHaTanbHe TecTtyBaHHA (Non-Invasive Prenatal Testing) wunpoko
BUKOPUCTOBYETbCA AK BUCOKOUYTIIMBUA CKPWHIHIOBUW MeTod ANa BUABMNEHHS
MNOWMNPEHMX XPOMOCOMHWX aHeynaoigin nnopga. BogHouac HIMNT aHanisye
NoO3aKNiTUHHY nnaueHTapHy OHK | He € AiIarHOCTUYHUM METOAOM, O OBYMOBKOE
HEeOOBXIAHICTb NiATBEPAXKEHHSA OTPUMAHMX PE3YNbLTaTIB.

BignoBiaHO 00 peKoMeHaauin NnpoBiaHMX NpodecCinHNX TOBAPWCTB, 30KpemMa Ameri-
can College of Obstetricians and Gynecologists Ta International Society for Prenatal
Diagnosis, nayieHTKamMm i3 no3nTuBHMM pe3ynsratoM HIMNT noBUMHHO 6yTy
3aNnpPONOHOBAHO NEHETUYHE KOHCY/BTYBAHHA Ta NiaTBEPAXKYBaNbHE AiarHOCTUYHE
TECTYBAHHS i3 3aCTOCYBaHHAM iHBa3nBHWX npoueayp [1,2].

AMHIOUEHTE3 3 MnoganblUMM  KapPIOTUMYBAHHAM KJITUH aMHIOTUYMHOI PRIAVMHN
3aNMLIAETLCH «30/10TUM CTaHaapToM» ANna Bepudikauii XPOMOCOMHUX aHOMarnin
MnnNoaa, OCKINbKWM [O03BONAE 6e3rnocepeaHbo OoCniantn KAITUMHWM  $eTanbHOro
MOXoaXXeHHSa [2].

HesBaxkatoum Ha BUCOKY TouYHIiCcTb HIMT, onucaHi BUNagakKn ANCKORAAHTHOCTI MiXK
pe3ynbTaTtaMn CKPUHIHIY Ta iIHBa3MBHOI OiarHOCTMKW, WO MOXYTb 6YyTW 3yMOBEHI,
30Kpema, nNnaueHTapHUM  MO3ailuM3MOM, MATEPUHCBKUMU  XPOMOCOMHUMU
BapiauiaMm abo iHWKMMKM BIioNoriYHMIKM paKTopaMW.

MeTOoK AaHOro AOCAIOXEHHSA € MOPIBHAHHA PEe3yNbTaTIiB KapioTUnyBaHHA KITUH
aMHIOTMYHOI pianHKM  nicna no3nTmMBHWMX pesynbtatie  HIMNT gna  ouiHKKY
KOHKORAAHTHOCTI Ta KNIHIYMHOI 3HAYyLLOCTI.

Y gaHOMYy OOCNIOXEHHI NpeacTaBneHo 124 KNiHIYHMX BUNaakiB 3a 7-piuHnim nepion
(2020-2026 pp.), Y 9KMX NPROBEOEHO KARIOTUNYBAHHSA KNITUH aMHIOTUYHOI piAVMHN B
KNiHILI penpoayKTMBHOI MeaununHu «Hagig» nicng oTpuMaHHA pe3ynbTaTiB
HEIHBA3MBHOIro npeHaTanbHOro TecTty. o aHanisy BKAKYEeHO pe3synbtath HIMT,
OTpPWMMaHIi aK y nadopaTtopii KMiHIKK, TaK | B iIHWKWX nadopatopiax YKpaiHM Ta KpaiH
€sponencobkoro Corsy.

=

LlnTOreHeTUYHE OOCAIAKEHHA BUKOHYBAaNM METOAOM CTAaHOAPTHONO KapioTUNyBaHHA KAITUH aMHIOTUYHOI pignHW. AHani3 nNnpoBoannm Ha woHammeHwe 20 metadpasHmx
NNAacTUHKAaX, OTPUMAHWX I3 ABOX HE3ANEXHUX KYNbTYpRanbHMX cepeanosuul. dndepeHuinHe GTG-3a6apsneHHa (G-banding) 3a6e3neuvyBano po3ginbHy 34aTHICTb HE MEHLLIE

400 6eHAaiB Ha rannoigHMn Habip.

AHani3z pe3ynbraTiB KapioTUNyBaHHSA KNITUH aMHIOTUYHO! PIgVMHK Micna NO3UTUBHMX abo HeIHPOPMATUBHUX pPEe3yNbTaTiB HEIHBA3MBHOIO NnpeHaTasibHOro TeCTyBaHHS

npoBoaAMBCA NoUMHaruUKM 3 2020 poKy Ta BKIKOYAB 124 naui€eHTKW.

TABTMLUSA N21. MOPIBHAHHSA PE3YJIbTATIB HIMT TA KAPIOTUNY KNITUH AMHIOTUYHOI PIAUHU

HopMa 46,XX/46,XY
Tpucomia X 47 XXX
Tpucomiqa 21 Tpucomia 21
Tpucomia 18 Tpucomisa 18

XXY 47 XXY
Tpucomia 13 Tpucomia 13
MosXXY/XYY 47 XYY
MOHoOcoOMIAa X 46,XX
Tpucomia 16 HOPMasIbHUM KapioTun

Tpucomisa 7/8/15 HOpPManbHUM KapioTun
MHOXXWHHI aHeynfoigii HOPMasibHUW KapioTUn

3a pe3ynsratamMn OOCNIMXKEHHSA, MNiATBERAXEHHA TPWUCOMIi 21 3a AaHuMK
KapioTunyBaHHA cnoctepiranocsa y 90,1% smnnagkis (tadn. 1). BoagHo4ac, XXoaeH i3
BMMAAKIiB nigo3pn Ha Tpucomito 16 (n=3) Ta MOHOcoMitb X (n=7) He 6yB
NigTBERAMXKEHNIA MPW IHBA3UBHIN AIarHOCTULL, LLIO MOXE CBIAYNTY NPOo GI0NorivHiI
MPUYNHN ANCKOROAHTHOCTI, 30KpeMa NiaueHTapHnm Mmosaiunsm.

I. Screening Results
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Y rpyni Naui€HTOK i3 HEeratmBHUM (HU3bKUN puU3nK) pesynbtatom HIMT
crocTepiranaca noBHa KOHKOPAATHICTb i3 HOPManbHUMKM KapioTunamMmm nnoaa 3a
pe3ynbTaTaMy aHaniszy KNiTMH aMHIOTUYHOI pianHK (100%).
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BoagHo4ac Oyno 3apeecTpoBaHO 4 xmbHoHeratneHI pe3ynstatk HIMT. Cepeng HMx —
OaVH BMNagoK Tpunnoiagii (69,XXY), acouinoBaHmnn i3 HAbPAKOM MIoga 3a AaHUMKU
YNbTPRA3BYKOBOIro AOCNIAXKEHHSA; ABa BuMMaakyn Tpeucomii 15, BmaBNeHI npw
AOCNIOXXEHHI abOpPTUBHOIO Martepiany nicna 3aBMMpPaHHA BariTHOCTI; @ TAKOX OgunH
BMNAOOK TRUCOMIT 21 6€3 yNbTpa3ByKOBUX O3HAK NAaToONOTrII.

OTpUMaHIi pe3ynsTaTth NigKPeCcnoTb MOXKIMBICTb AK

z.";;“,’ "’tg,‘f g;f £ we g .

PAYEPLL P 1 in J5¢ XMBHOMO3UTUBHWX, Tak | XNBHOHEeraTMBHMX
pesynbTaTtie  HIMT, wo, 30Kpema, MOXe O6yTn

ARG 538 224 Iaf %g¢ 2l U5 3yMoBneHo 6GionoriyHMMUKM dakTopamMy, TakKUMU fK

nAaueHTapHWMA MO3ailn3M.

KapioTnnyBaHHSA KNITUH aMHIOTUYMHOT RIAMHW 3aNMNLLAETHCA «30/10TUM CTaHAAPTOM» NPEHaTaNbHOI AIarHOCTUKN XPOMOCOMHMX aHOManin, Toai aK HEiHBa3mMBHE NpeHaTasnbHe

TECTYBAHHA € BUCOKOEPEKTUBHUM CKPUHIHTOBUM METOAOM OLLIHKN PU3UKY.

3a3HauveHi Nigxoan He € B3aEMO3aMiHHWUMIK Ta MOBUHHI pO3rNagaTUCa 9K B3aEMOAOMOBHKOKOMYI IHCTRYMEHTW B aNrOpPUTMI BEOEHHSA BAriTHOCTI.

HanmBnwmnim piBEHb KOHKOPAAHTHOCTI MiXK pe3ynbtatamim HIMT T1a iHBAa3MBHOI OiarHOCTUKKM CnocTepiraBca ansa HopmanbHoro kapiotuny (100%) ta tpucomii 21 (90,1%).
BoagHo4ac anga oKpeMMX XPOMOCOMHMX aHOManin (3okpema TprcoMii 16 Ta MOHOCOMIT X) XapaKTepHa BIACYTHICTb NiATBEROXKEHHSA MNPV IHBA3MBHOMY TECTYBAHHI, LLIO MOXE

OyTW 3yMOBNEHO BIONONYHMMK paKTopaMK, 30KpEMaA NTaUeHTAPHUM MO3aiLn3MOM.

OTpUMaHi pe3ynbTaT NIAKRECITL HEOBXIAHICTL 060B'A3KOBOIo NiATBE PAXKEHHSA NO3NTUBHUX pe3ynsTtaTie HIMNT metoagamMm iHBa3zMBHOI NpeHaTanbHOI AiarHOCTU K.

Cnuncok nitepatypu:

l.American College of Obstetricians and Gynecologists. Screening for Fetal Chromosomal Abnormalities. Obstet Cynecol. 2020;136(4).e48-e69.
2.International Society for Prenatal Diagnosis. Cell-free DNA screening for fetal aneuploidy. Prenat Diagn. 2015,35.:725-734.



BusHauntu Bnname GopMu NOPOXKHUHMU MATKM Ta 06'eMy 30HM BiporigHoi iMnnaHTauii (Z) Ha edpeKTUBHICTb NepeHeceHHa eMOpIioHiB.

AHOManNIi NOPOXHMHN MAaTKN MOXXYTb BYTU MPUUYMNHOK PENPOAYKTUBHUX PO3M1aAiB, 30KpeMa HeBaaY iMNAaHTauii eMOPIOHIB y NporpamMax gonoMiKHUX penpogyKTUBHMX
TexHonorin (OPT). BoagHoOYac He iICHYE €EANHOT AYMKM LLIOAO0 HEMATUBHOMO BM/IMBY HE3HAUYHUMX 3MiH MOPROXHUHW MATKW Ha YCMiX NepeHeceHHs eMbpioHa. AKLLIO MaTKa Mae€
HEBENMMKE 3arNNONEeHHSA B MOPOXHWUHY MaTKW B AiNAHLUI AHA Ta HE3HAYHE NOTOBLIEHHSA BIYHUX CTIHOK, BOHA MOXe KnacundpikyBaTuUCA aK HOpManbHa. lNpoTe npocTip y
LEHTRI MOPOXHMHW MATKW, AKMA M HA3MBAEMO «30HOK CNPUATAMBOI IMNNaHTauii» (Z), y TakMx BMnagkax oyge sMeHLeHnN.

MU pETRPOCMNEKTUBHO NpoaHanizyBanu pe3ynbTaTh NEPEHECEHDb FEHETUYHO NPOTECTOBAHMX EMBPIOHIB y nepion 3 6epesHa 2018 no 6epeseHb 2024 pOKY Yy NALIEHTOK i3
36epPEXEHNMN KOPOHAPHUMN TRUBUMIPHMM (3B)-3006paXKeHHAMN MOPOXKHUHWN MaTKW.

3B-306paXKeHHA MOPOXHUHW MAaTKM ByNn OTRMMaHI B J€Hb NepeHeceHHAa eMBpioHIiB y 2184 umKnax. Yci Bunaaku 6ynn po3noaineHi Ha rpynm 3anexHo Big 06'emMy 30HU Z.
O6'eM Z po3paxoByBaBCHa aBTOMATUYHO 3 ypaxyBaHHAM BUCOTU Ta LUMPUHW 30HW, @ TAKOXK TOBLLIMHW €HOOMETPIA.

2 D1
3 D2
4 D3
Vol 0.697cm

Y nepwin rpyni (06'em Z > 15 mm3) 6yno nposeaeHo 1134 nepeHeceHHa: YacToTa BaritTHOCTI (PR) cknana 64%, yactoTa XXmBoHapoaxeHHa (LBR) — 52%.
Y apyrin rpyni (06'em Z10,1-14,9 mm3) — 960 nepeHeceHb: PR — 34%, LBR — 29%.
Y TpeTin rpyni (06'em Z <10 mmM3) — nunwe 90 nepeHeceHb: PR — 13,3%, LBR — 2,2%.

PisHMUA MiXK rpynamMm 6yna CTaTuCTUYHO 3HauUyLLo. B ocTaHHIM rpyni 3adiKCoOBaAaHO HAMBULLIMXA BIACOTOK paHHixX BTpaT BaritTHocTI (10 3 12 BunagkiB). TakoXK y TRETIN rpyni
Oyna HaMGINbLLUOK YACTKA NALLIEHTOK i3 TOBLUMHOK EHOOMETRIA MEHLLE 8 MM.

YACTOTA HACTAHHSA BATITHOCTI (PREGNANCY RATE- PR) TA YHACTOTA XXUBOHAPOO)XYBAHOCTI
(LIVE BIRTH RATE - LBR) Y NALIEHTOK 3 PI3BHUMU OB’€EMAMMU 30HMU BIPOTIAHOI IMMNJTAHTALLI (Z)

T 64%
60% —__

0
So 52%

40% |

L 29%

30%
13%
20%

| | 2%

0%

BEZ=>15mm3 ElZ=149-101mm3 HEZ<10mm3

3MEeHLUEeHHS 30HU CNPUATIMBOI iMNIaHTaWii Npu NneBHUX dopMax NOPOXXHUHU MAaTKMU MOXKe CYTTEBO MNOripLlyBaTH
pe3ynbTraTH iMNIaHTauii eM6pioHiB.



Brneple B YKpaiHi onepaTtnBHa GETOCKOmMIia 3 Na3epHOK Koarynsauito cnifilbHUX cyouH
Ta aHacToMo3iB (ODJ1K) npu cMHAPOMI MDKO6NM3HIOKOBOIO nepeTikaHHA (CMBI) 6yna
npoBeneHa B KNiHiui penpoaykTtnBHoi MeguumHn HALIA B 2010 poui — Mamke yepes
PiK Micng 3anpoBag)XeHHSA onepaTUBHUX PeToCcKoMin B YKpaiHi, LLO TaKoX Bigbynocb
Ha TepeHax KNiHikm HALIA. 3 Toro 4acy, nornpuv CTaTUCTUYHO 3HA4YHYy MoTpeby,
KINbKICTb UMX BTPyYaHb 3anuuianacb CTario HEBESIMKOW, 3MiHUMaAcb Nokauia ix
NnpoBeOeHHd, ane nepeBaXkHa KiNbKiCTb onepaTUuBHUX peTocKonin byna nposBeneHa
caMe nikapamum kniHikm HALIA i camMe B KNiHiLi-rnioHepLi.
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HaB4YaHHA Ha cTBOpeHOMY paHTOMI

18.10.2010 — npoBegeHa nepLla B YK
onepaTtmBHa peTocKonia 3 1a3epHOIo
Koarynsaul€e cnifibHUX CyauH Ta aHacTOMO3IB

CepepgHe BM>XMBaAHHA ob6ox nnogiB nicna OMDJIK (6e3BmbipkoBe WOOO CTyrneHs
TIXKKOCTI Ta CYynyTHbOI 3aTpuUMKKM pocty (3Pl1) ogoHoro 3 nnoaiB) CTaHOBUTH
6113bKo 52% (Tabnunuga 1), BKMBaHHA NPUHaMMHI ogHoro nnoga — 6nmsbko 80%
(Akkermans J et al, 2015; Sileo F, Khalil A et al, 2026). 3arnéenb ogHOro 3 NaoA4is B
pPaHHbOMY nicnaonepauinHoMy nepiogi - 0o 45% sunaakiB (Akkermans J et al,
2015), o6ox - po 23% (Sileo F, Khalil A et al, 2026). CepeaHin BiK BaritTHOCTi Ha 4ac
MonoriB CTaHOBUTb 32,5 TMXKHI (MiHIMYM - 30, MmakcnuMyM — 35) (Akkermans J et al,
2015).
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J1lazepHa Koarynduis aHacToMo3iB nig vac
BTPY4YaHHS

Mu npoaHanisyBanu HacnigKM ogHOTOPOYKOBUX ABoxonnigHux BaritHoctem nicnga OMJ1K 3 npuBoay CMBI, npoBeaeHux B nepiog 2010-2026 pokKy, AOCTYNHUX ANS aHanisy,
CBIAOMO BUKJTIOUYUBLLM BUMAAKU Koarynauii cyauH nyrnoBUHM 3 METOIO CeNEeKTUBHOIo detoumnay npu BUpasHoMy cTyrneHi TaxKkocTi CMBI Ta iHWKMX nokasax.

3a uen nepiog Hamum 6yno nposegeHo 97 ODJIK npu pi3HUX cTyneHax TaxXKocTi CMBI. NoBHa iHpopMaLia WoaOo HacniakiB BariTHoOCcTeM BigomMa Woao 94 BMNaakKis

(96,9%). XapaKTepuUCTMKa Haloi rpynu nauieHTok 3 CMBI HaBeneHa B Tabnuui 2.

BiK, poKiB 28,6252 (18-43)
NpuponHs BariTHicTL/OPT (abc, %) 92/5 94,8%/5,2%
- Bik BariTHOCTi Ha Yac BTPYYaHHS, TUXK 20+1,8 (16-25,5)
Xnon4yuku/gisyaTta) (abc, %) 53/42 55,8%/44,2%
CTyniHb TshxkkocTi CMBI1 (3a Quintero) -9 | - 9,2%
(abc, %) 1l - 41 Il - 42,3%
= Il - 47 Il - 48,5%
A CynyTtHa 3PI1 (abc, %) 213 97 BUNagkKis 21,60%
m THT CynyTHS LULMMKOBA HEOOCTATHICTb (abc, %) 22 3 97 BunagkiBe 22,60%
" - Bik BariTHOCTI Ha Yac PO3POAYKEHHS, TUXK 29,6+4,9
o0 o - YacToTta MPMO (abc, %) 30 3 97 BUNagkKiB 30,90%
e e HapomxeHi xxuneumm (abe, %) 150 31192 niten 78,10%
LT 17 HapopykeHi x1nBmmMm obmaea (abce, %) 66 3 96 BMMNaaKis, abo 132 3i 192 giten 68,80%
TAB/TNLA T HapoayXXeHUM >XUBUM NMpUHamMHi oguH (a6bc, %) 84 3 96 BUNaaKiB 87,50%
CepenHda Bara goHopa, r 12961595
BukmBaHHA obox: CepepnHa Bara peuinieHTa, r 1598+690
B Cep.e":."HbOMy - 51,9% 3arub6enb nnopaa/is B paHHbOMY nicnsgonepadinHoMy nepioai (aée, %) 17 3 97 Bunagkie 17,50%
MIHIMYM - 26% Bu>xunum nicng HeoHaTanbHOro nepiofny (aéce, %) 114 3i 188 giTten 60,60%
sty = e Bumxunnun obunasa (abc, %) 45 3 94 Bunapkie, abo 90 3i 188 pgiten 47,80%
HaLul AaHI - 47,8% Bu>Xunna npuHamMMHi ogHa anturHa (aéce, %) 69 3 94 BMNaakKiB 73,4%
Xnonuuku/aisyaTa) (abce, %) 65 3i 114/49 3i 114 571/42,9%

TABJTNUGA 2

ABCONIOTHY BINbLUICTb cepen NpoonepoBaHUX MALLIEHTOK (94,8%) cTaHOBUNIUM NpUpoAHI BaritTHocTI. CTaTteBumn po3nogin nnofiB — 55,8% xnonyukis, 44,2% - AiB4ar.

B cepegHbomMy O®DJIK npoBoaunacb B 20+1,8 TMXXHIB BariTHoOCTI. MNepeBa)kHa 6inblUICTb MaUiEHTOK (48,5%) Ha 4ac BTpydaHHa Manum |l ctyniHb TaXXKocTi CMBI (3a
Knacudikauietro Quintero). B 21,6% BunagKiB crnocrepiranocb noeaHaHHa CMBI 3 3Pl 3 pi3HMM TUMNOM MJIOOOBOro KpoBOM/MHY (3a Knacudikauietro Gratacos); B 22,6%
BUMNaOKiB BTPyYaHHSA NPOBOAMIOCH Ha TNi LUMMKOBOI HegocTaTHOCTI. B 17,5% BunaakiB Biabynacb 3arméenb nnioga/nnoais B paHHbOMY MicisonepalinHoMy nepioai.

CepefgHin BiK BariTHOCTI Ha Yac po3pomyKeHHA CTaHOBUB 29,6149 TMXKHIB. B 30,9% BMnagKiB MaB Micue nepegyacHMM po3pmB nNiogoBmx o60/10HOK. B 6inblIOCTI BUNaAKIB
nicng OMDJIK (61,8%) BiaAbYyNMMCb NOMOrU LLUMSXOM LLICAPCbKOro pO3TUHY, MOKA30M 00 AKOro nepeBa)HO 6ysio 3a3HAa4YeHO nepeaYyacHe BigLwapyBaHHS NlaLleHTn, NnpoTe BigoMi
BUMNAOKM ATPOreHHOro BrnNsiMBY Ha Nepeobir BariTHOCTeN.

BigcoToK aiten, wo Hapoaunuch xunemmu nicna OMDJIK, cknaB 78,1%. B 68,8% BunaakiB X UBUMU Hapoaunncb o6maBi auTuHU; B 87,5% BUNaaKiB >XMBOK Hapoaunach
NMPUHAMMHI ogHa OUTUHA 3 OBoOX. [poTe, BIACOTOK AiTen, WO BWXWUAM Micna HeOoHaTanbHOro nepiogy, craHoBuB 60,6%: B 47,8% Bunagkie nicna ODJIK npownwinm
HeoHaTaNIbHUM Nepio | BUXUNM obunasi AUTUHU, MPUHAMMHI OgHa OUTUMHA BMXKMIA B NMOCTHEOHATabHOMY nepioai B 73,4% BunagKie. CTateBMM po3noain cepen aiten, Wwo
BUMXXUNU - 57,1% XNOonN4uKiB, 42,9% - aiB4yaT, TO6TO BMpPA3HOI reHOepPHOI BIAMIHHOCTI cepen aiten, wo Bmxxunum nicnga ODJIK, B HaLWiM rpyni NauiEHTOK He CrocTepiranocs.

CMBI1 € cTaHOM, LLO XapaKTePU3YETbCA BUCOKOID NepmHaTasribHOK CMEPTHICTIO Ta 3aXBOPIOBAHICTIO. B YKpaiHi NpoTaAroM 6aratboX POKIiB ICHYE 3arnoYaTKoBaHa B KJIIHIL
HALIA MoxnuBicTb HagaHHAa gonomoru npu CMBI, npote Kinbkictb OMDJIK 3anMLLAETbCA MI3EPHOIO 3 POKY B PiK | POCIMCbKO-YKpPaiHCbKa BiMHA Ta Mirpauisa HaceneHHs Lo
KINbKIiCTb, 6€3yMOBHO, HE 36iNbLUYE.

BuxxmnBaHHa giten nicng ODJIK npu CMBI B YKpaiHi € NOPIBHAHMM 3 MOKAa3HMKaMKM 3aKOPAOHHMX aBTOPIB, NpOoTe cepenHin BiK BariTHOCTI Ha 4Yac rnosioriB BignoBigae
HAaUripLwmMm CBITOBUM AaHUM.

CyTTEBMMU YMHHUKAMU BIMIMBY HaA NepuHaTanbHi Hacnigky BaritHocten nicna ODJIK npu CMBI € TaxkKicTb CMBI, cynyTHA 3aTpuUMKa pPOCTy OOHOro 3 nnogis (Wwo €
HaNBAXX/TUBILLMM MPOBICHUKOM MO0 BMXXMBAHHSA) abo BMpa3Ha PO36DKHICTb PO3MIipiB NnoaiB, 060OHKOBE BXOOYXXEHHSA MYNOBUHU, LULMAKOBA HEOAOCTATHICTb, ATPOreHHI
NMPUYUNHMN.



Anba-tTanacemia € OOHMM I3 HaWMOLWMPEHILUNX CNagKoBUX MNOPYLUEHb
reMmorno0iHy, Wo 3yMOBeHe 3HMKEeHNUM abo BIACYTHIM CUHTE30M O-rODIHOBUX
naHuorie, daki kogyrTecsa reHamum HBA1 ta HBAZ2, nokanisoBaHMMu Ha
KOpOTKOMY rninedi xpomocomu 16 (16p13.3). [NaToreHHi BapiaHT NpuU3BOOATb
A0 NMopyLeHHS doyHKUIT reMorfiobiHy Ta 3HWXEHHS e(PeKTUBHOCTI TPaHCMNOPTY
KMCHIO. 3aXBOPIOBaHHS YCNaAKOBYETLCS 3@ ayTOCOMHO-PELLECUBHUM TUMOM | €
HanOINbL MOLIMPEHUM Y TPOMIYHUX | CyOTPOMIYHMX perioHax, e 4vacroTa
HocincTea nepesuwlye 1%, WO NOB'A3aHO 3 CENEKTUBHOK MepeBaro LWoado
Manspii.

Anbdra-tTanacemis XapaKTepuayeTbCs 3HA4YHOK KMIHIYHOO Ta
MOSMEKYNAPHOK TETEPOreHHICTIo. BuainawTe YOTUPU  KITIHIYHI - CTaHu  3i
3POCTAKYOK TAXKICTHO MPOSABIB, SAKI KOPEsNKTb 3i CTYyNEHEM MNOpPYLUEHHS
BUpOOneHHs anbga-naHytoris. MoByasHe HOCINCTBO (De3 KIiHIYHUX NPOSBIB)
cnocTtepiraetbCcsl  npu  MmyTtauii/geneuii 1 konii reHiB HBA, o03Haka
anba-tTanacemii (3 M'SKOK CUMNTOMAaTUKOK) — Npu MyTauii/geneuii 2 Konin
reHis HBA, xBopoba HbH (3 nomipHOo abo BaXXKOK CMMMTOMAaTUKOK) — Mpu
MyTauii/geneuii 3 koniv reHis HBA, cungpom Hb Bart (3as3suuanm netanbHum
cTaH) — npu myTauii/geneuii 4 konin reHis HBA [1].

3a ouiHkamu, y cBiTi 6nnabko 280 MINLUOHIB NOAEN € HOCIAMM Tanacemii, 3
akmx npubnusHo 439 000 marTb TSXKKI dpopMu  3axBoproBaHHSA. Hocii
a-Tanacemii 3asBuyan He nNoTpelyrTb MiKyBaHHA, OAHaK TSKKI  hopMu
acouinoBaHI 3 XPOHIYHOK aHEMIEK, NepeBaHTaXXEHHAM 3ani3oM, YpPaXKeHHSM
opraHiB 1 noOTPebyTb perynspHux reMoTpaHcdysin Ta xenaroreparnii.
KniHivHWI nepebir Mmoxe ycknagHBaTmUcs nig Yac BaritTHOCTI.

CTaHOM Ha CbOrofHi AaHi Woao 4acToTu HOCIMCTBA a-Tanacemii B nonynsauii
YKpaiHu BiACYTHI, WO 00OYMOBIKOE aKkTyarbHICTb NPOBEAEHOro AOCIOKEHHS.

Y OocnigKeHHS BKNYEHO 145 XIHOK penpoayKTUBHOIO BIKY 3 YKpaiHU, AKi 3BEPHYNINCA 00
KIIHIKKW noynHaoydm 3 cepnHa 2024 poky. leHomHy OHK Buginanu 3i 3paskiB nepndpepuyHoi
KpoBi 3 BukopuctaHHam Habopy NucleoSpin Blood (Macherey-Nagel, HimeuunHa) BignosigHo
00 [HCTPyKUin BUpOOHMKA. AKICTb Ta KOHUeHTpauito reHomHoi [OHK ouiHioBanu nepen
NpoBeAEHHSAM aHaniay, 3 ornsay Ha BUCOKY YyTNMBICTb METOAY A0 UMX napamMeTpis. 3pasku 3
HEeLOCTaTHbOK  HAKICTHO abo  HuM3bKoK  KoHueHTpauiero [OHK mMoxyTe dopmyBaTu
HepernpeseHTaTUBHI enekTpodopeTNYHI Npodini Ta He NianaraTb KOPEKTHIW IHTepnpeTauii
pesynbraris (puc.1, puc.2).

[ns BuaBneHHa myTtauin y reHax a-rnobiHosoro knacrtepa (HBA1/HBA2) sactocoByBanu
metogq multiplex ligation-dependent probe amplification (MLPA) [3]. [LocnigxeHHs
BUKOHYyBann 3 BuKoOpuctaHHsam Habopy SALSA MLPA P140-B2 HBA (MRC Holland,
AmcTtepaam, Higepnanawn) BignoBigHO 40 pekomeHaauin BupobHuka. lNpogyktn amnnidoikauii
aHanisyBanu Ha reHetTnyHoMy aHanisatopi SeqStudio (Applied Biosystems). Obpobky Ta
aHarni3 gaHux 34iCHIBanm 3 BUKOpPUCTaHHAM nporpamMHoro 3abesnedeHHs Coffalyser.Net™

PucyHok 1. PenpeseHntatueHun MLPA-npodinb 3 yitkumu Ta PucyHok 2. HepenpesentatusHun MLPA-npodine i3
BIOTBOPIOBAHMMM Mikamun npy HanexHin akocti JHK. nopyLUIeHMM MNIKOBUM pO3noAinom BHacniaok gerpagauii AHK,
HenpuaaTHUM NS KOPEKTHOI iIHTepnpeTauji.

\6mi 3yMoBrieHa obmexxeHUM obcsrom BUBIpKN.

a-Tanacemii y Halaakis, BUSIBEHO B ogHOMY Bunagky (puc. 4). Hu3bka 4acTtoTa ubOoro BapiaHTa B SOCHILKEHHI MOXe

aepeu 145 npoaHanisoBaHux 3pas3kiB (nN=145) 3aranbHa 4acTtoTa BapiaHTIB I3 KMIHIYHUM 3HAYEeHHAM Yy reHax \ Tun BapianTy KinbkicTs, n YacTota, %
a-rnobiHoBoro kractepa crtaHoBuna 3,4% (tabn. 1). llepeBaxHy 4acTKy BUSIBIEHMX 3MIH CTaHOBWUNWM Aynnikauii

: 5 ; o : A ; peneuis -7 1 0,7
a-rrnobiHoBoro knactepa (2,8%), siki 3a3Bu4an He acouitolTbCA 3 KNIHIYHMMK abo reMaTosnoriYyHMMM NPosiBaMun y HOCIIB.
HanuacTiwum BapianTom OGyna Tpunnikauis anti aaa®’ (2,1%) (puc. 3). Takox BUSBNEHO ogvH BUNaZ4oK Tpunnikauii anti Tpunikavis anti aaa’”? 3
aaa?2(0,7%). 2,8
Bigomo, wo agynnikauii a-rnobiHOBUX TeHIB MOXYTb MOAUMIKYBaTU KIIHIYHUW nepebir [-tanacemii, noCun4m Tpunnikauis anti aoa®? 1
ancbanaHc Mk a- Ta B-rmobiHoBuMK naHutoramu [2]. Y pasi noegHaHHsa gynnikauii a-rnobiHOBOro knacrtepa B 0gHOro 3 Paaca 5 3.4
MapTHEpPIB Ta MaTOreHHOro BapiaHTa reHa B-rmobiHy B IHWOMO ICHYE PU3UK HAPOMKEHHS OUTUHU 3 OinblU TSHKKUM — . -

- 37 Lo : - Tabnuus 1. YactoTta BapiaHTiB y reHax a-rnobiHOBOro knacrepa B nonynsuii XiHok

deHoTunom B-tanacemii. [leneuito -0°’, gka € KNiHIYHO 3HaYYLLUMM BapiaHTOM i MOXe ByTn hakToOpoM PU3NKY PO3BUTKY DenpoayKTHEHOrO Biky B YkpaiHi (n=145).
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PucyHok 3. Pesynsratn MLPA-aHanidy reHiB a-rnobiHoBOro knacrepa 3
ineHTudikadiero Tpunnikadii anti aaa®”.

PucyHok 4. Pesynstatu MLPA-aHanisy reHiB a-rnobiHOBOro knacrepa 3
ideHTUdIKaLIe reTepo3nroTHoI geneuii -a7.

PucyHok 5. Pesynstatn MLPA-aHanisy rexiB a-rmobiHOBOro knacrepa 3
ineHTudikauietro nonimopdHoro sapiaHty 3B g.36907A>G.

OkKpiM UbOro, iAeHTUMIKOBAHO 5 noniMopdHNX BapiaHTiB 6e3 KniHIYHOro 3HadyeHHs: 3B g.36907A>G (n=2), 4A 9.34247T>G (n=2), 4B g.38051G>T (n=1) (HGVS: NG_000006.1)
(puc. 5). IX BUHUKHEHHS NOB’A3aHe 3 BUCOKOK rOMOIIOTIE0 Ta reHHOK KOHBEPCIE Mixk reHamu HBA1 ta HBA2.

1. [locnigxeHHs BrepLle XxapakTepusye CNeKTp | HaCToTy BapiaHTIB Y reHax a-rnobiHOBOro Krnacrepa cepeq XiHOK penpoayKTUBHOIO BiKy B YKpaiHi.
2. BusiBneHi gynnikauii Ta Tpunnikauii a-rnobiHOBUX rEHIB HE MatoTb KITIHIYHUX NPOSIBIB Y HOCIIB, NPOTE MOXYTb MOAUAIKyBaTn heHOoTUN B-Tanacemii Ta BnnMBaTu Ha

reHEeTUYHI PU3NKN Y NOTOMCTBA.

3. BusiBneHHs kniHiYHO 3HaYyLUMX BapiaHTiB, 30kpema aenewii —a®’, nigTBepa)ye HasBHICTb HOCICTBA O-Tanacemii B 4OCNIoKEHin nonynsuii.
4. OTpuMaHi pesynsraTi 00rpyHTOBYIOTb AOUIMBHICTE BKINKOYEHHSA TECTYBAHHA Ha HOCIMCTBO Q-TanaceMii 4O nporpamM po3LNPEHOro reHETUYHOIO CKPUHIHIY Y XKIHOK, SAKi

NMaHyTb BariTHICTb.
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