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yHiBepcuTeT iM. [laHuna Manvubkoro. JbBiB, YkpaiHa.
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rioHy. BiHHMUA, YkpaiHa.
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6onoTHOro. BiHHMLS, YkpaiHa.

KpukyHoB Onekciii — 4. MeA. H., CT. H. C.,, 3aBiZlyBay BiAAiNeHHs XipypPriYHOro NikyBaHHsA iHbeKLin-
HOro eHAoKapauTy HauioHanbHOro iHCTUTYTY cepueBo-CyauHHOT xipyprii iM. M. M. AmocoBa.
Kuis, YkpaiHa.

NaBpoBa OkcaHa — nikap-neaiatp. NpuaTHnin MegueHTp "Mepwnii B dpenani”. Xapkis, YkpaiHa.

Naviko Ninia — nikap-neaiatp, K. MeA. H., LOLEHT. BIHHWLIbKNIA HaLiOHaNbHWUIA MEANYHNIA YHIBEPCU-
TeT iM. M. L Muporoga. BiHHMLSA, YKpaiHa.

Nanin ®egip — nikap-iMyHONOT, K. MeZ. H., AOLeHT. HauioHanbHWUI MEANYHUIA YHIBEPCUTET OXOPO-
Hu 3g0poB'sa im. . J1. Lynuka. Kuis, YkpaiHa.

NeBunubka Jligia — nikap-negiatp. BIHHWLbKNIA HaLiOHaNbHUI MeanuHWIA yHiBepcuTeT iM. M. L Mun-
porosa. BiHHWLA, YKpaiHa.

JNura Onbra — nikap-nynbMoHonor antaumin. KHM JTOP “3axigHoyKpaiHCbkuiA crewianizoBaHuii an-
TAYNIN MeANYHNI LeHTP", JIbBIBCbKNIA HaLiOHaIbHUI MeAUYHWIA YHiBepcuTeT iM. [JaHuna fanvub-
Koro. JIbBiB, YkpaiHa.

No6oprac KniaHa — nikap-negiatp, cTapwnii 1abopaHT Kadeapw ANTAUNX IHPEKLiIMHNX XBOPOO.
BiHHMLbKMI HaLiOHanbHWUIA MeANYHUIA YHiBepcuTeT iM. M. L. Muporosa. BiHHWLA, YKpaiHa.
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HAMH Ykpainun". JlbBis, YkpaiHa.

ManaukoBa Hartanisa — nikap-odTansmonor, g.Mef.H., npodecop. BiHHWLbKMIA HaLiOHaAbHUI Me-
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MeTtpeHko AHacTacis — fikap-AepMaTOBEHEPOON, K. M. H., aCUCTEHT. HalioHanbHWI yHiBepCUTeT
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KwuiB, YkpaiHa.

Pukos Onekciit — nikap-negiatp. MeanyHa mepexa “Jobpobyt”. Kuis, YkpaiHa.
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MeAMNYHNIA LeHTp. JIbBiB, YkpaiHa.
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CLIA.
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NAZVNAOMHOI OCBITW. XapkiB, YkpaiHa.
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CbKWUWA CrewianizoBaHWi AUTAUNA MEAUYHUIA LeHTP". JIbBiB, YkpaiHa.
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LWapikagse OneHa — nikap-anepronor, K. Me4. H., AOLeHT. HauioHanbHNA YHIBEPCUTET OXOPOHM
3g0poB'a Ykpainu im. M. J1. LWynuka. Knis, YkpaiHa.
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[WT. JlbBiB, YkpaiHa.
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4.1. 3Ha4YeHHA reHeTUKU [NA [IarHOCTMKM 1 NiKyBaHHA
MaToJIOriYHMX CTaHiB y nepiaTpii

MUTaHHA OXOPOHW TFEeHEeTUYHOro 340POB'A
NOAVHWM  nepebyBatoTb y LIEHTpi yBaru
BcecBiTHBOI opraHizaLii oxopoHW 340poB'sA
(BOO3). 3a gaHnmm i CTaTUCTUKMW, LLO CTOCY-
€TbCA FEHETUKM NHOANHW, peanbHU reHeTny-
HWIA BaHTaX NFOACHKOI NonynALii CTaHOBUTb
6113bko 7% i BKAtOYae B cebe: HOBOHapOA-
XEHUX 3 XPOMOCOMHMMMK XBOpobHamu, BU-
KAVKaHUMU T€HOMHUMMW i XPOMOCOMHMMM
MyTaLlisMK; AiTe 3 3axBOPOBaHHAMU abo
aHoManisMy, AeTepMiHOBaHUMWU MyTaLiaMu
reHiB; ocib, AKi CTpaXAaroTb CKAAAHO yCrnag-
KOBaHUMWU MCUXIYHUMW  3aXBOPHOBAHHAMM
i pO3yMOBOO BiACTaNiCcTiO, Ta TWX, CMafAKo-
BICTb AKMX OOTAXeHa reHeTUUYHUMU gedek-
Tamu, WO BMKANKAKOTb XPOHIiYHI i AereHepa-
TVBHI 3axBOPOBaHHA. HakonuueHwi TArap
reHeTWYHOI NaToNOTrii, OKPIM PO3BUTKY reHe-
TUYHO JeTePMiHOBaHMNX XBOPOD, CNPUUMHIOE
3arnbenb eMOpiOHIB Ta MIOAIB, CMepTb iH-
AVBIZIB A0 HAaCTaHHS PenpoayKTMBHOIO BIKY,
Henniaan.

B YkpaiHi LwopiuHo HapoaXytoTbea g0 13
TUC. AiTeN 3 NPUPOAKEHO Ta CMajKoBOH
NaToNIOTIEr0, PU3MK BUHUKHEHHSA AKOI 3a OC-
TaHHI fecaTnniTTa 36inbwmBca B 1,3 pa3u. 3a
JaHnmn MO3 YkpaiHu reHeTU4Hi XxBopobu
CTabinbHO 3aliMatoTb Apyre Micle B CTPyK-
Typi 3aXBOPHOBAHOCTI AiTe MepLIoro poky
KUTTA.

MepeBaxkHa BiNbLUICTb rEHETUYHO AeTep-
MiHOBaHMX XBOPOO MaHipecTye yxe B AM-
TAYOMY BiLi i BiANOBIAHO MOXYTb OyTWU Ai-
arHoCToBaHi y>e Bifi HapozXeHHsA. Y 4-6%
AiTel BPOAXKEHI BaAW PO3BUTKY (BKIHOUYHO
3i CNagKOBMMM) AiarHOCTYHOTb Y HEOHaTaslb-

HOMYy nepiogi, a y e NpubAN3HO CTiNbKOX
BMABAAKOTLCA NPOTAroM nepLumnx 5-10 pokis
XUTTA. Tak B YKpaiHi B CTPYKTypi 3aXxBOptoBa-
HOCTI ZliTe NepLLIOro PoKy XXMUTTA MPUPOAXKe-
Hi Bagn po3sutky (MBP) ctaHoBasaTb 2,9%,
cmepTHOCTI — 3,1 %, y CTPYKTYpi NoLmpeHo-
CTi 3axBOptoBaHb cepes giten 0-14 pokis —
1,27 %, y cTpykTypi iHBanigHocTi — 19,7 %.

[eHeTMYHi 0COBANBOCTI NHOAMHU B KOH-
uenTi ii 340POB’A, € B LIEHTPi yBarn CBiToBOI
HayKwu, NpoTe OCHOBHWIA NocTyn 6yB 3pobne-
HWIA Npwn peanisauii NpoekTy "feHOM nroamn-
HW", B pe3ynbTaTi AKOro byna nosigomaeHa
nepBuHHa cTpyktypa [HK ycix xpomocom
MOAVHWN. 3HaYHWUIA BHECOK Y PO3BUTOK 3HaHb
npo crnajkoBi XBopobu ntoactBa 3pobaeHo
y MeXax BWKOHAHHA MiXXHapOAHOro mnpo-
ekty Human Variome Project (www.human-
variomeproject.org). MeToto LbOro MpoekTy
€ 36ip Ta aHani3 JaHWX NPO TUM, YacToTy, dpe-
HOTWMW Ta KNIHIYHWIA edeKT MyTaLii/ anenb-
HWX BapiaHTiB reHiB. [MpoekT NpPoBOAWTLCA
LLIAXOM MIDKHAapOZAHOrO CMNiBPOBITHULITBA 3a
niatpumkn UNESCO ta OOH ana po3BuTKy
3HaHb MNPO reHOM NIFOANHU B CBITi | AN CNifb-
HOro BMKOPWCTaHHA B obanbHUX Mporpa-
Max OXOPOHW 340POB'A.

3anexHo Bif NPUCYTHOCTI Ta TUMY reHe-
TUYHOI nNepebyfoBYM, 3aXBOPIHOBAHHA NHO-
AVIHW MOZINAOTb HAa MOHOTEHHI (3yMOBAEHI
AedeKTOM OAHOro reHa), XPOMOCOMHI (3Mi-
Ha KiJIbKOCTi Ta CTPYKTYpU XPOMOCOM), XBO-
poby MNOpPYLUEHHA IMMAPUHTUHTY, MITOXOH-
ApianbHi (MyTauii miToxoHgpiansHoi [HK).
BinbLicTb XBOPOO NOAMHM HanexwTb A0
MyNbTUHAKTOPHUX MaToNorin — 3yMOBAKO-
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FOTbCA CYMapPHOIO AI€F0 TEHIB CXWMABbHOCTI Ta
30BHILLHIX YMHHWKIB, | caMe LUuM xBopobam
NMPWUCBAYEHO OCHOBHY YacTWHY MigpYyYHM-
Ka i 4O L€l rpynu Hanexutb Ginbwicte BBP
(BpOAXEeHUX Baj PO3BUTKY). Ha BigMiHy Big
MyAbTUGAKTOPHUX XBOPOD, sAKi € YacTMmu,
KNaCU4YHi TeHEeTUYHI XBOPObOWU TpamastoTbCs
3 HUXKYOK YacTOTOK, € MajoBiZOMUMMU, a
YyacTVHa 3 HUX NpeAcTaBAeHa Kibkoma YHi-
KasbHUMW BUNagkamu. Came TOMY reHeTUYHI
XBOPOOU IHOAMHM Hanexatb A0 Tak 3BaHMX
opdaHHMX xBOpob (pigkicHux). 80% piakic-
HWX 3aXBOPOBaHb MarOTb FEHETUYHE MOXO-
[KEHHS | TaKMM YMHOM MPUCYTHI NPOTAroM
BCbOTO XUTTA FOAUHW, HaBITb AKLLO CUMMTO-
MU He 3'BASAOTLCA Bigpasy. ity cknagaroTb
6213bk0 50% TUX, XTO CTpaxAaE Big piakic-
HWUX 3axBoptoBaHb. 30% gitei 3 piaKicHUM
3aXBOPHOBAHHSAM He JO0XWBaktOTb A0 CBOro
5-ro aHa HapozxeHHs. PigkicHi 3axBopto-
BaHHsA BiANOBIAanbHI 3a 35% Bunaakis cmep-
Ti B nepwmii pik xutTa. Bisgomo noHag 7000
Pi3HWX BUWAIB pigKicHMX 3axBoptoBaHb. 30
MinboHIB YonoBik y CnonyyeHmnx LLtaTax Ta
30 MiNbIOHIB B EBPONI XXMBYTb 3 PiAKICHUMY
3axBoptoBaHHAMM (10% HaceneHHs). Akwo
6 yci nroan 3 piAKICHUMUN 3aXBOPHOBaHHAMM
Xunm 6 B OAHIM KpaiHi, ue byna 6 TpeTs 3a
UMCENbHICTIO HaceNeHHs KpaiHa Y CBiTi. Mix-
HapOAHI BM3HaAUYEHHS 3 oppaHHUX 3aXBOPHO-
BaHb pi3HATbCA. Tak, y CnonyuyeHwmx LlTaTtax
opdaHHOK BBaXaeTbCA MaToOJIOris, AKLLO Lie
3advinae meHwe 200000 yonosik, y Benvkin
Bputanii — 50000 rpomagsaH. 80 % Bcix naui-
€HTIB 3 PIAKICHNM 3aXBOPIOBAHHAM ypaXKeHi
6113bko 350 pigKiCHUMK 3aXBOPOBAHHAMMW.
3BaXkaroum Ha BeNUKY KiNbKiCTb, 3HAYHY pi3-
HOMaHITHICTb, HEBUCOKY 4acTOTy HO30JO0TIN,
AKi HanexaTtb AO L€l rpynu, BCTAaHOBEHHS
JiarHo3y Ta JlikyBaHHS L€l rpynu aitel € 3a-
3BMYAl KNIHIYHMM Ta AiarTHOCTUUHUM BUKN-
koM. IHdopmauis npo opdaHHi xBOPOOW,
[AIarHOCTUYHI  TeCTW, MOXJIMBE JNiKyBaHHS,
LEHTPU eKCnepTu3n, KAIHIYHI  AOCHiAXKEH-
HfA, OopraHi3aLii mauieHTiB nNpeacTaBaeHa Ha
OHNaliH-pecypci www. orphanet.com. Takox
€ pAZ pecypciB, AKi MOXHa BUKOPUCTATU ANs
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NoJiereHHs AiarHOCTUKM 3a HafBHOCTI MeB-
HUX anaMopdivHmx o3Hak. CBITOBOK npak-
TUKOLO € BM3HAYEHHS Tak 3BaHNX eKCMepTHUX
LEHTPIB LLOAO MEBHMX HO3OJOFIN — JiKy-
Ba/IbHO-AiarHOCTUYHI YCTaHOBW, fIKi MatoTb
[OCBiJ Ta HaAaloTb MeAUYHY AOMOMOry na-
LieHTaM 3 opdpaHHMMUK xBOpObamMu. Y Takmx
LeHTpax BeAyTbCA PEECTPU BUMAAKIB reHe-
TUYHMX XBOPOH. Po3pobka epekTUBHMX MPO-
TOKO/IB NiKyBaHHA, 3amnpoBaf>XeHHA HOBMX
3acobiB Ta MeAMUYHUX NpenapaTiB MOBUHHI
FPYHTYBaTMCA BUKAKOUYHO Ha MPUHLMNAX JO-
Ka3oBOI MeAWLMHN, WO nepeabayatoTb 36ip
Ta JeTa/bHUIA aHani3 NepPBUHHUX AaHMX, AKi
y BUMagkax oppaHHMx XBopob € obMexxeHu-
MW yepes ix YacToTy. JloCArHEeHHO L€l MeTn
CNPUAOTb HaLiOHa/bHI, PerioHanbHi, MiXKHa-
POZHI PEECTPU MALLiEHTIB 3 OpPaHHNUMUN XBO-
pobamu. Tak, O npuknagy, €BPONenCbKUM
peectp MykoBicumaosy (ECFSPR) MictuTb
JaHi Npo nepebir xBopobu y noHaz 42000
nauieHTiB 3 35 KpaiH NPOTAroM AecaTV PoKiB.
3aBfaHHA PEECTPY MOAATaEe y BUMIPHOBaHHI,
aHanisi Ta MOPIBHAHHI PI3HMX acnekTiB Ha-
JaHHA JOMOMOrM Y Pi3HUX LeHTpax Ta Kpai-
Hax. [lnsa uboro 36mpatoTbcs Tak 3BaHi 4eMo-
rpadiuHi 4aHi (MOTOYHWI BiK, CTaTb, FEHOTWM,
BiK | CAMNTOMW Ha MOMEHT NMOCTaHOBKMW Jia-
FHO3Y); KJIHIYHI AaHi, AKi OHOBAKOKOTHCA pa3
Ha pik (PyHKUi nereHb, Bara, 3picT, iHdekw,ii);
NiKyBaHHA Ta yckaagHeHHA. Knroyosum ans
CTBOPEHHS PEECTPY € BiANOBiAHE Mporpam-
He 3abe3neveHHA ANA BBEAEHHA JaHWX.
CncteMa noBWHHa 3abe3neyunTn 3axucT pga-
HUX, WO MOXYTb ifeHTUdIKYBaTK NaLlieHTa.
BignoBiaHO 40 MpaBWA 3aXUCTy JaHWX, AaHi,
Wwo 36epiratoTbCs Yy PeECTPi, MOBUHHI ByTn
AHOHIMHMMK (TOBTO MALiEHTN HEe MOBWUHHI
6yTn izeHTUdIKOBaHI). YuacTb naujieHTa uum
MOro 3aKOHHWX NPEeACTaBHUKIB € KNFOYOBUM
$aKTOpOM Y CTBOPEHHI BYAb-AKOro peecTpy
navieHTIB, AKi MOBWUHHI HagaTV iHGOpMOBaHy
3rofy Ha BHECEHHS MOKa3HWKIB Ta ByTu no-
BiJOMJIEHI LLOZO BCiX MaaHiB 3i 36opy Ta 06-
pobku ix saHnx. PeecTpu BUnazkiB opbaHHNX
3axBOPIOBaHb HajaroTb enifemMioNorivHi Ta
KAIHIYHI JaHi A8 BU3HAYeHHA CTaHAapTiB Ai-




arHOCTUKM i NiKyBaHHA FEHETUYHUX XBOPOO,
naaHyBaHHS BUTPAT Ha OXOPOHY 30POB'A.

3 1 ciuHa 2015 p. BBeAeHO B Ait0 3akoH
YkpaiHn Big 15 kBiTHA 2014 p. N2 1213-VII
“Mpo BHeceHHs 3MiH 4o OCHOB 3aKOHOAAB-
CTBa YKpaiHM MpO OXOPOHY 340pPOB'A LWOA0
3abe3neyeHHs NpodinakTMKM Ta NiKyBaHHA
piakicHMx (opdaHHUX) 3axBOptoBaHb”. Big-
MOBIZAHO 10 HLOTO FPOMaASHU, AKI CTpaxaa-
HOTb Ha PigKicHi (opdaHHI) 3axBOPrOBaHHS,
6e3nepebiiHo Ta be3onnaTHo 3abesnevysa-
TUMYTbCA HEOOXIAHVMU AN NiKYBaHHA LMX
3aXBOPHOBaHb JlikaMW Ta  BigMNOBIAHUMM
Xap4yoBUMMK MpPOAYyKTaMU ANs CrieliaibHo-
ro AIETMUYHOrO CMOXWBaHHA BIAMNOBIAHO A0
X nepeniky Ta obcsris, 3aTBepaxeHnx MO3
YkpaiHv, y nopsaky, BCTaHOB/IEHOMY Yps-
aoM. MO3 YkpaiHn 3aTBepAXye BiAmnoBia-
HWIA Nepenik, O AKOro YBIMWAO Ha MovaT-
Ky 27 pigkicHux (opdaHHMX) 3aXBOpOBaHb,
O NMpU3BOAATb A0 CKOPOYEHHS TPUBaNoCTi
XUTTS XBOpMX abo ix iHBanignsauii Ta ans
AKUX ICHYIOTb BW3HaHI MeToAM JliKyBaHHS.
OHoBnieHMI nepenik MicTUTb 256 HaiMeHy-
BaHb OppaHHUX 3aXBOPHOBaHb.

I'IpeHaTaana }J,iarHOCTI/I Ka

3 1979 poky B 22 KpaiHax €Bponu nNpoBo-
[AVTbCSA MOHITOPUHT 3@ YaCTOTON HapOAXKEH-
HA AiTel 3 BPOAXKEHVMMW BaZiaMn PO3BUTKY.
Bca us natonoris BpaxoBYeETbCA B EAVHOMY
esponericbkomy perictpi — EUROCAT (Euro-
pean surveillance of congenital anomalies —
€BPONEeNnCbKMI PEECTP BPOAXKEHOI MaToNorii).
[ns o6'ektmBizauii gocnigkeHb B EUROCAT
BPaxoBYHOTbCA BaAW PO3BUTKY MIOAa, AKi
MOXYTb BMAMBATM Ha GOPMYBaHHA MpeHa-

Ta/lbHOI Ta MasltOKOBOT CMEPTHOCTI, a TakoX
NPU3BOAUTU A0 iHBanigmM3aLii. MowmnpeHicTb
Bpoz>eHoi natosorii 3a gaHnmu EUROCAT
cknagae 23,9 Ha 1000 HoBOHapoakeHux. 3a
Aanumn BOO3, 17-42 % AnTAYOi CMepTHOCTI
npunagae Ha 4actky BPOZAXKEHOI naToorii
(https://pubmed.ncbi.nlm.nih.gov/28667189/
DOI:10.1136/archdischild-2016-311845).
Tomy BWBYEHHsA enifemMionorii BPOAXKEHMX
Ba/, PO3BWUTKY, B TOMY YMCAi | 3 XPOMOCOM-
HUMW MOPYLEHHAMMW; JOCNIAXKEHHS BMINBY
Pi3HMX HO30/0rIYHMX GOPM BPOAXKEHOI Na-
TONOTiT Ha MepuHaTanbHy i AUTAYY CMepT-
HiCTb; BCTAHOBJIEHHA HOBWX TepaTOreHHWX
$aKTOpiB PU3NKY BPOAXKEHWUX Baf PO3BUTKY;
po3pobKa CyYaCHUX CKPWHIHFOBWX Mporpam
404 NpeHaTaNbHOI AiarHOCTUKW | nperpa.i-
[APHOTO NPOrHO3yBaHHA ANA XIHOK, — € ak-
Tya/JlbHUM 3aBJAaHHAM Cy4acHOi MefNLMHN.
EANHUM LLINAXOM 3HWKEHHS PIBHA BPOJ-
>KEeHOI Ta CMajKoBOi naTosorii € npoginak-
MUuYH( 3ax00u, AKi PO3NOAINATLCA NMOETarHo:
° npekoHLenuinHa npodinaktnka, ska
BKJIFOYAE, OKPIM caHaLii cimi npu nna-
HyBaHHI BariTHOCTI, CKPVHIHT Ha BUAB-
NeHHA HOCINCTBa MyTaLin 4acTux Mo-
HOreHHWX 3aXBOPHOBaHb;
© MpeHaTaNbHa AiarHOCTUKa BPOAXKEHOI
Ta CNazZKOoBOI NaToNorii, ika 3abe3neuye
BWABJIEHHSA MJIOAIB, LLIO MatoTb BPOAXKe-
Hy Ta/abo cnagkoBy MaTosOrito, 3 Mo-
JaNbLUOK XipypPriYHOK KOPEKLiED;
° CKPWHYHOYi MacoBi | CeNeKTUBHI Npo-
rpaMu cepes HOBOHaPOAXKEHMX AiTen,
AKi fO3BONAIOTb BUABUTM MEBHI NaTo-
NOTiyHi CcTaHu i3abe3neunT BYaCHY
MeANYHY JOMOMOTY XBOPUM AiTAM;

Tabauys 4.1. Knacugbikayis xeopob 3anexHo 8i0 npucymHocmi ma muny 2eHemu4Hol

nepebydosu
MoHoreHHi  XpomMocomHi XBopobu MiTtoxoHapianbHi MynbTudakTopHi
nopyLueHHsA
iMNPUHTUHIY
3ymoBneHi 3MiHa KiNbKOCTi EnireHeTnyHi MyTauii mitoxoHapi- CymapHa 4is reHis
AedekToM Ta CTPYKTypu 3MiHN anbHoi JHK CXWAbHOCTI Ta 30B-

OAHOrO reHa  XPOMOCOM HILLIHIX YWHHUKIB
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Tabauysa 4.2. Tunu ycnadkysaHb MOHO2EHHUX X80p0o6 JII0OUHU
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Mpuknagn

BnactmBocTi Ta pn3vKn

Mpuknag, poaoBoay

3yensieHUl
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MOKONIHHAX.

reHesy
- CnagkoBwu

M MirMeHTHUM

peTVHIT
+ TinepTpuxo3 ByLIHMX

Pu3nk ycnagkyBaHHs 03HaKn\xBopobu:

° Y YO/IOBIiKa 3 03HAKOO BiPOriAHICTb HAPOAXKEHHSA

PaKkoBWH Ta iH.

XJlonyurKa 3 o3Hakoro ctaHoBUTb 100 %, yci giBuaTka

HapoaaTbca 6e3 foCNiaKyBaHOT 03HaKM\XBOPOOM.

© paHHA XipypridyHa KopekLis BpozXe-
HWX Baj, PO3BUTKY.

CyKyrnHicTb MeTOAiB, CrpsMOBaHMX Ha
npodinakTnKy, AlarHOCTUKY Ta JiKyBaHHS
BPOAXeHUX Ta/abo CnasKoOBUX 3axBOPHO-
BaHb, Ha3MBalOTb MpeHaTalbHOK AiarHoc-
TMkoro. OCHOBHa i1 MeTa — HajaHHS TOUHOI
iHbopMaLiii, AKa nonerwmnTb HaglaHHA onTu-
Mi30BaHOI AOMOMOTI 3 HalKpaLMM pe3ynb-
TaTOM fIK A8 MaTepi, Tak i Ans naoaa. Bax-
NVBUMW 3aBAaHHAMMN MeAUKO-TEHETUYHOTO
KOHCYNbTYBaHHA € ONTUMI3aLif AiarHOCTMKM,
MPOrHO3yBaHHA | CBOEYACHOrO JiKyBaHHSA
BPOZKEHOI NaToNori.

MeToamn npeHaTanbHOI AiarHOCTUKN PO3-
AINAKOTBCA Ha HenpsAMi, Ko ob6'ekToM fo-
CNiZ>KEHHA € BariTHa >iHKa, | MnpsaMi, Koau
pocnigxyetbca cam naig. Cnig nam'atatu,
O OCHOBHE MPW3HAUEHHS HENpsMUX Me-
TOAIB — Bif6ip XIHOK rpymn BUCOKOrO pU3NKY
AN MEANKO-TEHETUYHOTO KOHCYNbTYBaHHS,
noAanblloro norinbaeHoro  ob6CTEXEHHS
Ta cnoctepexeHHs. [NpsamMi metoan 6yBaroTb
HeiHBa3meHi (¥3/, KT Ta iH.) Ta iHBa3uBHiI
(bioncis BOPCMH XOpioHa, NaaLeHTH, aMHio-
LeHTEe3, KOPAOLEHTE3).

lMpsami Memodu npeHamanbHoi
diaeaHocmMuKu:

1. YnbTpa3zsykoBe obcTexeHHs (Y3/).

. Exo-kapgiorpadis (Exo-Kr).

. PeHtreHorpadis nioga.

. MarHiTHo-pe3oHaHcHa Tokorpadis (MPT).

. Kapgiotokorpadis (KTT).

. bioncia TkaHWH nnoga (6ioncis BOpCUH
XOpIiOHa, MNaLeHTX, amMHioLLeHTe3, Kop-
LoLueHTe3).

oOulTh WiN

Henpsami (mamepuHcbki) Memodu
npeHamarsnesHoi diazHOCMUKuU:

1. KniHiko-reHeanoriyHui.

2. AKkyLLepCbKO-TiIHEKONOTIYHWA.

3. bakTepionoriyHui, IMyHONOTIYHWIA, ce-
POIOTIUHNIA.

4. BIOXIMIYHWIA CKPWHIHT MapKkepiB KpOBi
BariTHOI.




OcKinbkn BPOAXKEHI BajM PO3BUTKY Ta
XPOMOCOMHI aHOManii MOXYTb BUHMKAaTK
y ByAb-AKOI XiHKW, pO3p0obaeHO MEeTOAN BU-
ABJIEHHA TPyMn PU3MKY PO3BUTKY HanbinbLu
3HaYYyLLMX XPOMOCOMHUX aHOMasi 3a Jomo-
MOFOI0 MpeHaTaNbHOro CKPWHiHry. naHoBi
PYTUHHI OBCTEXEHHS BariTHWX 3i CTOPOHMU re-
HeTUKM noYmHatoTbea B 11-13 TuxKHIB recta-
Lyii, KOAW BariTHa NpoOXoAunTb Tak 3BaHWI CKpu-
HiHr I TpumecTpy. BiH Bk/touae npoBeaeHH:
Y3/, ta pocnigxeHHs GioxiMiYHMX MapKepiB
CMPOBATKM KPOBI BariTHOI. YNbTpa3BykoBUiA
CKPWHIHT BariTHUX CTBOPWB YMOBW A8 NPO-
BE/leHHA OLiHKN BHYTPILWHbOYTPOBHOrO Nnao-
[la B TOW Nepioj MOoro XuTTa, Koan maHipe-
CTye BinbLiCTb Baj PO3BUTKY, AKi MOX/MNBO
Bi3yasizyBaTV Ta BM3HA4UTKL X i30/1bOBaHUI
abo MHOXWHHWA XapakTep, Lo, 3 OAHOro
60Ky, fa€ MOXMBICTb AOCAIAUTM CaM Mpo-
Lec MaHidecTau,ii Bag, a 3 4pyroro — BMUpiLLn-
TV TaKTWKY BeJeHHs BariTHOCTi 3a/leXHO Bij
xapakTepy natonorii (JiaeHocmuka ma MoHi-
mopuHz 8po0xxeHUx 8ad cepys y HOBOHAPOO-
xeHux / O. I1. Bonocoseys, I. C. CeHamopoeaq,
M. O. loHuape, A. [l. boliveHko: Has4. nocib-
Huk. X., 2013. 108 c.).

Ha Y3/, B 11-13 TUXHIB MOXHa BUABUTMK
JeAKi BpOAXKEHI BaAW PO3BUTKY, @ TakoX BU-
MIpIOIOTb BaXK/IMBI YNbTPa3BYKOBI Mapkepu
XPOMOCOMHOI MaToAorii: KOMipLEeBUin npo-
CTip, HOCOBY KiCTOUKY, KPOBOMJ/IMH Yy BEHO3-
Hil MpoToui Ta TPWUKycCnijanbHy peryprita-
uito. OKpiM LbOro, ANA BU3HAUYEHHA PU3NKY
ycknajHeHb nepebiry BariTHocCTi, a came —
npeeknamncii, Npy npoeegeHHi Y3/, Bumi-
PHOIOTb KPOBOM/IMH Y MaTKOBUWX apTepisX.

BioximMiuHWMIA cKpWHIHT I TpMMecTpy BKAtO-
yae BM3HauveHHs PAPP-6inka (acouinoBaHuni
3 BariTHicTio NpoTeiH-A naasmu) Ta BXT (B-cy-
B60ANHNLA XOPIOHIYHOIO rOHaA0TPOMIHY J1HO-
AvHn) B 11-13 TukHiB rectauii. Po3paxyHku
[@HOTO TeCTy FPYHTYIOTbCA Ha BU3HAYEHHHI
MoM (multiple of median) — megiaHHOI KOH-
LeHTpaLii aHaniTy A4ns KOHKPETHOro TepMi-
Hy BariTHOCTi. HopMoto ansa koxHoro 6inka
BBaXatoTb 3HaueHHsa 0,5-2,5 MoM. Baxanso
3a3HaUUTK, WO BIOXIMIYHUIA CKPUHIHT A€ iH-

dopmMaLiito avLie NPo PU3NK AEAKNX XPOMO-
COMHMX MaToJIOri, a came: cMHAPOM [layHa,
Easapaca, MNMatay. 3aana po3paxyHKy pusmky
npeeknamncii Ta CMHAPOMY 3aTPUMKK PO3-
BUTKY nnoga (C3PI), wo Takox Moxe byTtn
OAHWUM i3 pakTOpiB Natosorii Naosa, NPoBo-
AATb JOCAIAXEHHA e ogHoro binka cupo-
BaTKM KPOBIi BariTHOI — MaaLeHTapHoro ¢ak-
Topa pocty (PLGF — Placental Growth Factor).

Micna oTpMMaHHA pe3ynbTaTiB MepLioro
CKPUHIHTY PO3PaxoBYOTbCS iHAWBIAYaNbHUN
PU3MK ANA NaLiEHTKN 3anexHo Big 1i BiKky,
aHaMHe3y, KiNbKOCTi MAOAIB, YNbTPa3ByKOBUX
Ta 6ioxiMiuHMI faHux. [l Takoro po3paxyH-
Ky BUKOPUCTOBYHOTb CrieLiaNbHi KOMMN'OTEPHI
nporpamu, Hanpwuknag, Astraia (HimeuunHa).
Moporose 3HayeHHs puU3nky (cut-off) ctaHo-
BUTb 1:50-1:270 3a pi3HMMUK pekoMeHaaLlli-
Amn (MBP3). XiHkam, siki noTpanuamn B rpyny
BMCOKOTO pu3unky (> 1:50), mae 6yTn 3anpo-
MOHOBaHa iHBa3MBHa MpeHTasbHa JiarHoc-
Tuka: 6ioncia BOPCMH XOpiOHa 3 HaCTYMHUM
LUMTOreHETUYHUM AOCAigXeHHsm B 11-13
TUXKHIB, abO aMHIOLEHTEe3 + LIMTOreHeTUUHe
AOCNiaXKeHHs B 16—18 TMXXHIB.

XiHkam, Wwo notpanuaun y rpyny cepea-
Hboro pu3sunky (1:51-1:1000), nponoHyeTbCA
NPOBEAEHHA PYTUHHOTO CKpUWHiHry II Tpum-
21 xpomocomu cknagae 6am3bko 65%, abo
NPOBEAEHHA CKPWUHIHFOBOrO HeiHBa3WBHO-
ro npeHatanbsHoro Tecty ¢etanbHoi [AHK
(HIMOT) 3 uytameictio 99% po aHeynnoigii
21 xpomocomu. Cnig 3a3HaumTy, wo 3 2014
poKy AMEepUKaHCbKUI KONeAX MeAUYHOT
reHeTkn (ACMG) Ta KoponiBcbkuii koneax
akywepcTtBa Ta riHekonorii (RCOG) peko-
MeHZYytTb 3aCTOCOBYBATW BUCOKOUYTAVBUI
Tect petansHoi AHK pyTUHHO ycimM >XiHKam
310 TMXKHA recTauii, 3aMiCTb CTaHAAPTHMX
BioXiMiUHMX CKPWHIHTiB, ockinbkn HIMT mae
BMCOKY YYT/IMBICTb Ta CneumdiyvHicTb Wwoa0
HaM4acTiLIMX XPOMOCOMHMX aHeYMOIZi.

HIMT (HeiHBa3VMBHWI NpeHaTabHUM TeCT),
AK | IHLWI CKPUHIHIOBI TECTW, He € AiarHOCTMY-
HWM, OfHaK WOro BWKOPWCTaHHS 3MEHLLYE
KiNbKiCTb IHBa3VBHWMX Mpoueayp, AKi y CBOKO
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yepry MarTb pusuk ycknagHeHHa 0,5-4%
(MBP4) (3arpo3a nepepwvBaHHA BariTHO-
cTi). Y pasi nosutmsHoro pesynstaty HIMAT
060OB'A3KOBMM € MPOBEAEHHA MiATBEPAXKY-
tOYOi iHBa3MBHOI NpeHaTasbHOI AiarHOCTUKM
(amHioLleHTe3 3 KapioTUMyBaHHAM M104a).
BariTHUM HeBMCOKOro pu3MKy MpPOBO-
AATb BioxiMivHWUIA ckpuHiHT I TpumecTpy: aFP
(anbda-petonporeiH), BXI, HeKoH'toroBaHuUiA
ectpion B 16-18 tmxHiB Ta Y3/, 3 sonnepo-
MeTpiero B 19-20 TUXHIB, LLO A€ MOXIMBICTb
BMABWTW i30/1bOBaHi Ta MHOXWHHI BPOAXKEHI
BaAM PO3BUTKY, a TaKOX 3amMijo3puTn aHe-
ynnoigii 13 ta 18 xpomocom. YytamsicTb 6i-
OXiIMIYHOTO CKpWHiHry II TpumecTpy LWwopo
HalyacTILLMX aHeymnaoiAi HUXKYa NOPIBHAHO

3 BioxiMiYHUM cKpuHiHrom I Tpumectpy (Ky-
pros H. Nicolaides Screening for fetal aneuploi-
dies at 11 to 13 weeks, Prenat Diagn 2011, 31:
7-15), opHak nigBuLLeHui pieHb aFP (> 2,5
MoM) po3Bonsie 3anifo3puTn BigKPUTI Ae-
deKkTV HeBpanbHOI TPYOKMN Ta NepeAHbOI Ye-
peBHOI CTiHKW. [licna NpoBeAeHH: CKPUHIHTY
II TpyMecTpy BariTHI PO3PaXOBYETbCA CyKyr-
HWI IHAMBIAYaNbHUIA PU3MK | MPU HeOOXiAHO-
CTi, PeKOMEeHAYETbCA MPOBeAeHHA AoobCTe-
>KeHb (3a IHAMBIAYaNbHVMU NOKa3amu).
BariTHum 3 iHAMBIAYaNbHUM  PU3MKOM
XPOMOCOMHOI natosorii y nnoga > 1:50 —
pPeKkOMeHZOBaHO MPOBEAEHHS iHBa3UBHOI
npeHaTasbHOI AiarHOCTUKM, @ BariTHUM 3 pu-
3ukom cut-off 1:300 — npoeeseHHs HIMT.

BioxiMiuHUI CKpUHIHT I TpUMecTpy

+

BusieneHi

pyna Bucokoro
pu3uky > 1:50

AHomansHul

=

—>

’ '

Kapiotnn
y HOpPMi

'

EnimiHauia nnopga?
Bepudikauia etionorii g
Ta 6aHKyBaHHA
3pa3ka 6ionoriuHoro l
Matepiany

'

¥Y3-03HaKM XpPOMOCOMHUX aHOMarnin

lpyna cepesHbOro pu-
3uky 1:51-1:1000

'

HINT

IHBa3MBHa NpeHaTanbHa AiarHocTuKa
(xapiotun, FISH, Array CGH nnoga)

MNigTBEPAXKEHO
naTosiorito

lpyna HWU3bKOTO PU3NKY
< 1:1000

HezamusHuli

Me,ql/l KO-TeHEeTUYHE KOHCY/NbTYyBaHHA

MnaHoBe pofOpPO3piLlLEeHHS

OrnisiZ, HOBOHAPOAXKEHOTO FEHETUKOM
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[Ansa epekTMBHOro NpeHaTanbHOro CKpU- ¢ AOTpUMaHHA nabopatopHo-giarHoc-

HiHry MaroTb OyTM AOTPMMaHi HacTynHi TUYHKX CTaHAAPTIB;
yMOBM: ° BWKOPWUCTaHHA HaAIMHWX anroputmis
© MoeAHaHHA bGioxiMiYyHOrO Ta  y/b- pO3paxyHKy PU3MKIB.
TPa3BYKOBOrO O6CTEXeHb AK E€AUHUIN
CKPWHIHTOBWI KOMMAEKC; Y BuMMNaAKy BUABJEHHA BPOAXKEHOI Baju
*  CKPWHIHTV MOBUHHI NPOBOAWUTUCH 3 Y4iT-  PO3BUTKY Yy MJoja Mpu MpoBeAeHHi Y/b-
KOO MPUB'A3KOIO0 A0 AaHWX GeToMeTpii  TPa3ByKOBOrO CKPWHIHIY BaX/IMBe 3HaueH-
3 ypaxyBaHHAM KiJIbKOCTi NI04iB; HA AN MPOrHO3y 340POB'A AUTUHWU MaTume

MpeHaTanbHO AiarHocToBaHo / 3anigo3peHo BBP

MTK. Etan 1. YTouHeHHs eTionorii

XpomocomHa narosioris MoHoreHHa nartosioris MynbTudakTopHa narosnoris

MpoBeAeHHs iHBa3VBHOT MpoBeAeHHs iHBa3MBHOI NpeHaTasbHOI Aia- Comaro-
NpeHaTaNbHOI AiarHOCTUKM THOCTUKM (MONIEKYNAPHO-TEHETUYHWIA aHani3 reHeTUYHWUI
(knacmyHa LMTOreHeTuKa, y pasi AeTeKLii reHa, CUHAPOMOJIOTIYHUN aHanis

FISH, Array CGH) aHani3, NGS)
MiagTBEpPAKEHO Kapiotmn MiagTBEPAXKEHO MOHOTEHHE [eHoTnn
naTosorito B HOPMi 3aXBOPOBaHHA B HOPMi

' ! !

MrK. Eran 2. BusHaueHHA NporHo3y 3A0poB'sa AUTUHMN
3a YTOUHEeHolo eTioJiorielo

\i

BariTHicTb

nepepBaHa, <— [lpeHaTtasbHU KOHCUAIYM (MynbTUANCLMIAIHAPHa KOMaHAa)
naTonoro- i

aHaToOMiuHe

AOCANIAXKEHHS Ta
H6aHKyBaHHS 3pa3ka
6iosoriuHoro i
maTepiany

MponoHravia BariTHOCTI

PeTenbHUIA aKyLLepPCbKW MOHITOPUWHT, MOOTU B CrieLlianizo-
BaHOMY 3ak/1aji, NOCTHaTaNbHa BepudikaLiia giarHosy

XipypriuHa KopekLis, Orif HOBOHaPOAXKEHOro
npodiNbHUMK daxiBLAMM

Puc. 4.2 . Aneopumm Meduko-eeHemuy4Ho20 KOHCY/IbMYBAHHS XIHOK 3 8p00XeHOH 8a00H
pozsumky y nioda
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BCTAHOBJ/IEHHS eTionorii BBP. PilueHHsa woao
npoBeAeHHA  A00OCTeXeHb  BUPILLYETbCA
iHAMBIAYaNbHO Ha  MeAUKO-TeHEeTUYHOMY
KOHCYNbTyBaHHI. [nsa 3aranbHOro npwukna-
[y Ha PUCYHKy 4.2 HaBefEeHO anroputM me-
[AVNKO-TEHETUYHOrO KOHCYNbTYBaHHA >KiHOK
3 BPOJ)KEHOI Bafiol0 PO3BUTKY Y Naoga.
Cnig Haronocut, WO 3a pPeKoMeHZaLlieto
AMepUKaHCbKOrO KoNeAXy MeAMYHOI reHe-
TUKVM PEKOMEHAOBAHO MPOBEAEHHA XPOMO-
COMHOTO MIKpOMaTPUYHOTO aHanisy sk Tecty
BMOOPY NepLUOi NaHKN Y BUNaAKaX BUAB/EH-
Ha BBP.

BaxxnmBum etanom  MeAMKO-TeHeTuu-
HOrO KOHCYNbTyBaHHS BariTHUX € npe-TecT
Ta MOCT-TECT KOHCyNbTyBaHHA. XXiHKM no-
BVHHI 6yTW npoiHdopmoBaHi Npo nowmpe-
HICTb Ta KAIHIYHWIA MPOAB 3aXBOPHOBAHHS,
LLLO MNiANATAE CKPUHIHTY, Ta MPO NpeHaTaabHy
eeKTUBHICTb (YacToTa BUABJIEHHA NaToONOrIT
Ta XMOHOMO3UTUBHUX pe3ynbTaTiB, 0OMeEXY-
Ba/ibHa 34aTHICTb MeToay). IM mae 6yTn 3a-
NMPOMOHOBaHO PEKOMEHAOBAHWUA anropuTM
AV Nicns OTPUMaHHA Pe3y/bTaTiB CKPUHIHTY.
Lle no3BOASIE XiHLI NpUIAMaTL 06rpyHTOBaHe
pileHHsA. Bubip npoxogykeHHs npoueaypu
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CKPWHIHTY (BM3HaYeHHSA PU3UKIB HapOZKeH-
HA XBOPOI AWUTWMHMK) 3anexuTb Big 6aTbKiB,
i IXHE BaxkaHHsA Ma€ ByTU AOTPUMaHUM.

OcHoBHWI edeKT npeHaTanbHOI Jia-
THOCTUKN CTOCYETbCA 3HWKEHHA  KiJIbKOCTI
BPOZKEHWNX Bag, PO3BUTKY, OCOBMBO BaXXKMNX
dopM, AKi MOXHa AiarHOCTyBaTh BHYTpILU-
HboyTpobHo. Llle ogHa obnactb BnAMBY —
nocTHaTanbHa Tepanis, Bifi CBOEYACHOCTI AKOT
3a71eXnTb A0NA AiTel, ki Hapoauancs 3 BBP.
KeanidikoBaHa HeiHBa3MBHa Ta iHBa3WBHa
npeHaTasbHa fAiarHOCTMKA 3 BCTAHOBJIEHWM
fiarHO30M [03BOJIIE CBOEYACHO OpraHi3lyBa-
™ npodeciHy gonomory gitam 3 BBP, no-
Jory B crieLianizoBaHMX LIeHTPaXx, AKi MaroTb
MOXJ/IMBOCTI ANsi Takoi Tepanii abo xipypriy-
HOro BTPYYaHHS, i CNPUATU MOKPaLLEHHIO
MOKa3HWKIB MepuHaTasbHOI 3aXBOPHOBAHO-
cTi Ta cMepTHOCTI (Lapaopodceka €. b. Posb
MamepuHCbKUX YUHHUKIB Ma NnoaiMopgHUX
sapiaHmis 2eHi8 00HokapboHo8o20 Memabo-
aiamy (MTHFR, MTHFD1) ma ¢akmopa poc-
my eHdomenito (VEGF) y 8usHa4eHH( pusuky
8podxeHux ead cepya y naoda: Ouc. KaHo.
med. Hayk: 03.00.15 / LLlapaopodceka EgeeHis
bopucisHa — Kuis, 2020. — 164 c.)




