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AHoTaUifA. HeoHamarbHUl CKpUHiH2 Npoeodumbcsi A11s1 PaHHLO20 BUSBNEHHS 28HEMUYHO 3YMOBIIEHUX PIOKICHUX 3aX80pH6aHb, SIKi
niddaromecsi 11iKkysaHHI0 ma nompebyroms HeaaliHo2o empydaHHsi. Memoto pobomu € 06miH OaHUMU 01151 03HaUOMIIEeHHS KAiHiyucmie
i3 He0bXiOHicMto 0608'13K08020 CKPUHIH2Y HOBOHAPOOXEHUX, MPObIeMamuUKO ma 8UK/IUKaMu paHHbOI OiaeHOCMUKU criadkoeux i
8podxxeHux xeopob. MNMposedeHo oeisd nimepamypu 6a3u daHux PubMed, MEDLINE, Web of Science, Scopus; sus4eHo mamepianu
oensidosux cmamed, orucaHuX KiiHiYHUX aunaodkis, roe'si3aHux 3i CKpUHiH20M HOBOHapPOXeHUX. BukopucmaHo ozansidogo-aHanimuy-
Hul ma 6ibniocemaHmuyHul Memoou AocnidxeHHs. OCHOBHUMU CKPUHIH208UMU mecmamu, siKi 8UKOPUCMOo8YombCcsi 05151 ideHmud-
ikauil Hemo8nsIm i3 KPUMUYHUMU 8P0OXXeHUMU 8adamMu cepus € rnpeHamarnsHa Y3/, nicisinonozosull KiHiYHU 0251510, MyibCOKCU-
mempisi. [eHemuyHuUl CKPUHIH2 HOBOHaPOOXXEeHUX CrIPsIMO8aHUL Ha 8USIBITEHHSI 2EHEMUYHUX | MemaboniyHux poanadie, nposodums-
cs1 Ha OepxxasHOMY pieHi ma 06'€dHye MonimuKy CKpuUHiHay, modasnbue crioCmepexeHHs, diagHOCMUKY, JliKyeaHHSs 8USINeHO020 3axX680-
prosaHHs1 ma eidcmexxeHHs1 pe3ynbmamie. Yacmoma xubHorno3umueHuUx pe3yibmamie € 8UWoto y 8i00ineHHI iHmeHcueHoIi mepartii
yepe3 memaborniyHy HecmabinbHiCmb X80PUX HOBOHAPOOXKEHUX i hyHKUIOHaNbHY He3pinicmb hepMeHmHux cucmem. eHemuyHi
mecmu [JHK 2-20 pigHs1 3Ha4HO roKpauytoms siK crieyugiyHicmbs, mak i 4ymiiugicme mecmyeaHHs1, 3MEHWYMb KiflbKicmb XU6HOMo-
3umusHux pe3ynbmamie. E¢gpekmueHum nidxodom 00 CKpUHIH2y empamu criyxy € 08opieHese mecmyeaHHs1, y sikomy aydiomempisi
cynpoeodxyemscsi mecmyesaHHsM [JHK Ha mymauii GIB2 2eHa KOHHEKCUHY-26. TpaduuyitHuli ogpmarnbMonoaidHull CKpUHiHe HO80Ha-
POOXKeHUX IPoB8oOUMLCS 3 BUKOPUCMAaHHSIM mecmy 4epe8oHoe0 peghriekcy. CydacHi OiazHOCMUYHI ar2opummu KIIKHaoms HENpsimy
BiHOKYIsipHY 0gbmaribMOCKONMIto 3i CKrepasibHUM 80asneHHsIM, uughposi cucmemu sisyanizauii, wmyy4Hut inmenekm, OKT. Cmomamo-
J102i4HUL CKPUHIHE cripsiMosaHull Ha 8UsiereHHs1 aHoMartilti IPUKPInieHHs1 8y30e4Ku siduka/ay 6, po3winuH ey bu/nioHebiHHS, opanbHUX
rposigie MopyweHb WenenHo-nuuyesol GifsiHKU rnpu 2eHEMUYHUX amorioeisix. BrposadxeHHs1 HeOHamarsbHO20 CKPUHIH2Y 0ae MOX-
niusicme rpecumnmomMamuyHoi diaeHoCmMuUKU criadkosuX ma 8poOXXeHUX 3aX80pto8aHb, C8OEHACHE BUSIBIIEHHS SIKUX Ma MPU3HaYeHHs
8i0r108iOHO20 11iKy8aHHs nornepedxye po38UMOK yCKaOHeHb ma rokKpauye sikicms xxummsi OumuHu. Y nepcriekmusi 6ydyms suceim-
JIeHi numarHs MixxoucuyurniHapHo20 nidxody 00 fliKy8aHHS1 PiOKICHUX 3aX80pr8aHb HOBOHAPOOXKEHUX.

KnouoBi cnoBa: HeoHamanbHul cKpuHiH2, pidkicHe 3axeoproeaHHs, diaeHocmuka, epodxeHa eada cepus, empama Criyxy, aHKi-
J102510Cis, po3winuHa 2ybu ma nioHebiHHS.

Bertyn

HeoHaTanbHWM CKPUHIHF - KOMMNITIEKCHE 0BCTEXEHHS
HOBOHAPOAKEHMX 3 METOK BUSIBIIEHHS KNiHIYHO NpuUxoBa-
HWUX, ane NOTEHUINHO CEePMO3HNX CMaAKOBUX i BPOAXKEHUX
3aXBOPIOBaHb, siKi BUMaratoThb LUBUAKOrO BTpyYaHHs [13, 24,
30, 36]. Po3nagu, Ha siki cnpsAMOBaHWUA CKPUHIHI HOBOHa-
poOOXeHMX, Le Ti, Aki 6e3 cBOe4acHOro nikyBaHHS Cnpuyn-
HATb 3HAYHY 3axBOPHOBAHICTb, CMEPTHICTb abo iHTenek-
TyanbHy HegocTaTHicTb [4, 6, 35, 55]. Cepen Hux - Bpoa-
XeHi nopyweHHsi 0bMiHy pe4YoBUMH, eHOOKPUHHI po3naau,
remorno6iHonarii, TAXKUN KOMGIHOBaHMI iMyHoOediLmT,
BpOAXXeHa BTpaTa Cryxy Ta KpUTUYHI BPOMKEHi Bagu cepus
[22, 25, 42, 56, 64].

Hatenep MiHicTepcTBOM OXOpOHM 340pOB'S YKpaiHu
iMNNemMeHTOBaHO Mporpamy paHHbOi AiarHoCTUKK
pioKiCHMX 3axBOploBaHb, fka 3abe3nevyye cyyacHe TecTy-
BaHHsA 21 opdaHHoro 3axsoptoBaHHs [40]. OpdpaHHi 3axBo-
plOBaHHS - pigKicHI BpoaxeHi abo HabyTi xBopobu, ki ma-
I0Tb BaXKUI NporpecysanbHUi nepebir, CynpoBOAXYOTb-
ca AereHepaTUBHUMM 3MiHAMW B OpraHi3ami, 3HUXEHHSAM
SAKOCTi Ta CKOPOYEHHAM TPUBANOCTI XUTTS XBOpUX abo ix
iHBanigmsauii [41]. Came ToMy paHHS AiarHOCTMKa [,03BO-
Nnsie 3aBYaCHO BUSIBUTU O3HAKM 3aXBOPKOBaHHS, 3anobirtu

po3BUTKY XBOpPOOM, 3abe3neunTu TpuBane Ta NOBHOLHHE
XUTTA OUTUHM, WO N BM3HAYa€E akTyanbHICTb poboTu.

Mema pocnigXeHHs1 - NPOBECTN CUCTEMATUYHUIA Ornsag
daxoBoi niTepaTypu, y3aranbHUTW pe3ynbraTu, nigcymysa-
TV PO3BUTOK i OCTaHHI OOCSTHEHHS OO0 CKPWHIHTY HOBO-
HapOLXXEHNX, 03HANOMUTK KNIHILMCTIB 3 npobrnemaTtnkoro
Ta BUKNMUKaAMW PaHHbOI OiarHOCTUKM CMagKOBMX 3axXBOpPHO-
BaHb i BPOKEHUX Bag PO3BUTKY 3 MEBHMMU MPOMo3uLis-
MM LWOAO0 iX BUPILLEHHS.

MaTepianu Ta meToaun

MpoeeneHo ornsaa nitepatypu 6as3m gaHux PubMed,
MEDLINE, Web of Science, Scopus; BMBY4EHO MaTepianu
ornsagoBUX cTaTen, onmcaHux KniHiYHMX BUNaakie, nos'sasa-
HUX 3i CKPUHIHFTOM HOBOHapoOAXXeHux. BukopucraHo orns-
[OoBO-aHaniTM4HuM Ta bibniocemaHTUYHMA MeToau OO0CHIi-
OKEeHHA Ans 3'AcyBaHHSA CTaHy BUBYEHHA npobnemu. MMig
Yyac iHOpPMaLiNHOro NOLIyKy 3aCTOCOBAHO Pi3Hi KOMBiHaLLT
TaKNX KNKYOBUX CNiB sIK "HeOHaTanbHUN CKPWHIHT",
"piakicHe (opdaHHe) 3axBoploBaHHA", "giarHocTuka
pigkicHMX 3axBOplOBaHb", "MopyLIeHHs MeTaboniamy”, "6io-
XiMiYHUI aHani3", "TecTyBaHHsA 2-ro piBHS", "CKPUHIHI HOBO-
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HapOOKEHNX Ha BTPATy Crnyxy", "CKPUHIHI HOBOHapoOaXe-
HUX Ha KPUTUYHI BpoOXeHi Bagn cepuda”, "nynbCcokcuMeT-
pis", "oTanbMONOriYHNN CKPUHIHT", "peTuHonaTtis Hepo-
HoLeHunX", "aHkinornocis", "poswinvHa rydu", "posLinnuHa
nigHeOiHHA", "WenenHo-nuueBi aHomManii".

Y pesynbTrarti NOWyKy B HayKOMETPUYHMX Ba3zax AaHux
3a OCTaHHi gecaTb pokiB Oyno 3HanageHo 2157 nitepatyp-
HUX Keper YKPaiHCbKOK Ta aHrmiiCbKo MOBaMu 3 BU3-
Ha4yeHoi TeMaTuku. licns BUKITOYEHHSA NOBTOPHOBAHNX CTa-
TeW 3a HasBaMu Ta aHoTauigMmu BigibpaHo 526 nybnikauin,
SIKi BUCBITNOBaNu pi3Hi BUAM HEOHATanbHOrO CKPUHIHTY.
Micna npoBegeHoro ornagy pesynbrartiB AOCNIAXEeHb Npo-
BiOHMX BITYM3HSAHUX Ta IHO3EMHUX HaYKOBLIB, O3HAMOMMEH-
HS 3 MOBHUM 3MicTOM pobiT, BigibpaHo 65 nybnikauin, Aki
Bignosiganu meti Ta ymoBam 3anuty. Cepea Hux 27,7%
AOocCnigXeHb CTOCYBanNMCb KapAioMnoridyHOro CKPUHIHry;
23,1% - reHeTu4Horo; 21,5% - ocdTanbmonoriyHoro; 16,9%
- aygionoriyHoro, 15,4% - cTOMaTomnori4Horo.

Poboma sidnosidae sumoeam lenbCiHKCbKOI Oeknapauii

ma e ¢ppazmeHmom rnnaHosux HLP kagedp BiHHUUbKO20
HayioHanbHo20 Medu4Hoz20 yHigepcumemy im. M.I. lNupo-
2oea: kagedpu nediampii Nel "Onmumizauis diaeHocmu-
Ku ma nikyeaHHs1 comamuyHoi namonogii y dimed" (Ne dep-

xpeecmpauii 0115U007075); kaghedpu mepanesmuyHoi

cmomamonoeii "KniHiko-nabopamopHe ob6rpyHmygaHHs
yo0ockoHaneHHss memodie GiazHOCMUKU, JliKy8aHHS, Mpo-
2HO3yBaHHs ma rnpoghinakmuku CcmomMamornoaidyHux 3ax-
goprosaHb" (Ne depxpeecmpauii 0124U000174).

Pe3ynsratn. O6roBopeHHsA

Po3pi3HAOTb Taki BUAN HEOoHaTarbHOro CKPUHIHIY: Kap-
AIONOriYHNIA, reHeTUYHUI, ayaionoriyHni, oTanbMOororiv-
HUW, CTOMaTONOrIYHUIA.

KapAionoriyHum CKpuHIHI BUKOPUCTOBYIOTb 3 METOH0
BUSAIBMEHHS KPUTUYHUX BpoaxeHux Bag cepusa (KBBC).
BpopxeHi Bagn cepusa (BBC) - ue rpyna 3axsoptoBaHb, SKi
BMHUKaIOTb i30MbOBaHO abo HanexaTb A0 Cknagy MHOXMWH-
HUX BPOOKEHUX BaJ PO3BUTKY, MOHOFEHHUX CUHOPOMIB YK
XPOMOCOMHUX aHOManii, WO 3arpoXyloTb XUTTIO AUTUHM,
0COOMMBO SAIKLLO BOHW 3a CBOIMW MOKasHMKaMM Hanexatb
00 KpuTU4HMX Bag cepus [28, 54]. KBBC - ue cTpykTypHa
naTtonoris po3BUTKY cepusi, 3a Kol He 3abe3nevyeTbcs
HeoOXiQHUI cepueBM BUKMG 3 AOCTaTHIM ANS MigTPUMKM
XKUTTS TUCKOM Ta HACMYEHHSM KMCHEM, Lo NPU3BoauTb 40
CMepTi 3a BigCYTHOCTI KapgioXipypriyHoro nikyBaHHs1 4 Ka-
TeTepu3adii cepus B nepuli 28 gHiB XUTTa AnTuHK [39, 45,
48].

3a paHnmmn BOO3, yactota BBC cknagae 6nusbko 30%
cepeq ycix BpoaxeHux Bag [54]. Cepen 3axBoptoBaHb, sk
npu3BOA4ATbL A0 NEepMHaTanbHOI CMEPTHOCTI YN PaHHbLOT
iHBanigunaauii HaceneHHs, BBC 3anmatoTb neplue micue
[58, 65]. YacTota BBC y cBiti ctaHOBUTL 6-8 Ha 1000 HOBO-
HapogxeHux [28]. B YkpaiHi wopiyHo cepea 5 tncay Ha-
poaxeHux aiten i3 Bagamn cepus 25% maoTb KBBC Ta
noTtpebyloTb HEranHoro BTPYYaHHS 3 NepLUnx AHIB XUTTS
[42, 48]. Y pocnipxeHHsx €.5. Wapropoacskoi (2019) Ha-

BefeHi BigOMOCTi npo Te, Wo Big 6 o 36% Bunagkis npuym-
Hoto BBC € xpomocoMHa natonoria Ta BUKMUKaHI HEK CUH-
apomu, a B 90% BuNagkiB - HECNPUATINBE NOEAHAHHS re-
HETUYHOI CXUNbHOCTI Ta Aii 30BHiLLHIX dakTopiB [54]. Came
TOMY paHHS fiarHocTuka BBC cnpusie cyTTeBOMy 3HMKEH-
HIO AUTAYOI 3aXBOPHOBAHOCTI, iHBaNIgHOCTI Ta CMEPTHOCTI
[29, 65, 55].

OCHOBHi CKPUHIHFOBI TECTU, SIKi BUKOPUCTOBYIOTb AN
ineHTudikauii HemonAT i3 KBBC, oxonntoioTb NpeHaTanb-
Hy Y3[, nicnanonoroBun KniHiYHWIA ornsa, nyrnbCOKCUMET-
pito [48]. BogHouyac foBefeHo, WO aHTeHaTanbHUn yneTpa-
3BYKOBUWN CKPUHIHI MOXe BuABUTKM ABi TpeTnHn BBC [33,
43]. Mpwn 3acTocyBaHHI NICASINONOroBOro KriHiYHOro orns-
Ay 6nmabko 30% HemoBnAT i3 KBBC BurnsgaoTs 3040poBU-
My, a cumntommn KBBC MOXyTb He nposaBnaTUCS B nepLui
OHI XXUTTS, OCKINbKU Y HOBOHaPOXXEHNX 3 aHEMIED Ymn ner-
kot Aecartypauieto (SpO,> 80%) LiaHO3 KIiHIYHO MOXe He
BuaBnaTucsa [42]. NoegHaHHA nynbcokcumeTpii 3 Y3[ Ta
KNiHIYHUM OrNSAOM NiABULLYE YYTNMBICTb CKPUHIHIY A0 92-
96% ansa suasneHHss KBBC [59, 62].

MynbcokcumeTpisa - HeiHBa3uBHUIN MeTon 06'eKTUBHOT
KiNbKICHOT OLiHKM MPOLEHTHOro BMICTY remornobiHy, Hacu-
YEHOro KMCHEM LUMSXOM BU3HAYEHHsI 4acToTU NynbCy Ans
BUSIBJIEHHS KMiHIYHO HEBM3HA4YeHOi FiNoKceMii, o BUHU-
Kae y nepeBaxHoi BGinbloCTi HoBOHapoaxeHunx i3 KBBC
[29]. QocnigxeHHss npoBOANTBLCA 3a AOMOMOroK npunagy
nynbCoOKCUMeTpa, NpuHUMN poboTM sikOoro nonsarae y
TPaHCMICINHIN cnekTpodOTOMETPIi, 3aCHOBaHI Ha BUKO-
PUCTaHHI pi3HNX ONTUYHUX BNACTMBOCTEN OKUCIIEHOTO i
BigHOBNEHoOro remornobiHy [43, 48].

ICHylOTb OBi OCHOBHI NnepeaymoBu AN NYyNbCOKCMMETPIi
AK CKpuHiHry BBC: 1 - rinokcemis, HannowmpeHia paHHs
O3Haka LiaHoTu4Hoi BBC, ska 3'aBnsieTbcs 40O MOSBU Lia-
HO3y; 2 - BiokpuTa apTepianbHa NpoToka Moxe 3abesne-
4YyBaTU NIATPUMKY XUTTS 3MillyBaHHSAM OKCMIE€HOBaHOI Ta
0Ee30KCUreHoBaHOI KpOBi, 3anexHOo Big AedekTy, Wwo npwu-
3BOAUTb A0 Pi3HULI MK npeaykTanbHow (MpaBa BepXHs
KiHUiBKa) | nocTaykTanbHoW (Byab-sika HUMXKHS KiHUiBKA)
Hacu4eHicTio kncHem [13, 33, 47]. HaykoBui y cBOiX gocnia-
XEHHSAX 3a3Ha4valoTb, WO 3 BUKOPUCTAHHAM ApYroi MeTo-
AWKW 0OOATKOBO MOXHA MiABULLUTM YYTNUBICTE CKPUHIHTY
[62].

Ho kputnuHux BBC, siki € 06'€KTOM CKPUHIHIY NynbCOK-
CUMETPpIi HanexaTtb: KpUTUYHa KoapKTauis aopTu / nepe-
pBaHa gyra aopTtu, D-TpaHcnosuuia marictpanbHUX CyauH,
aopTanbHWUIA CTEHO3, KPUTUYHNIA CTEHO3 NereHeBoi apTepii,
aTpesis nereHeBoi apTepii 3 IHTAKTHOK MDKLLYHOYKOBOK
neperopoakolo, TpukycniganeHa aTpesis, ToTanbHUA aHo-
MarnbHWA OpeHax NnereHeBux BeH 3 OOCTPYKLIE BigTOKY,
cuHapom rinonnasii nienx BigAinie cepus, tetpaga ®anno,
NOABOEHHSA BUXIQHOTO OTBOPY LUMyHOYKa, aHoManis E6w-
TenHa [13, 28, 42].

BignosigHo po gaHux K.K. Wong et al. (2017) nynbcok-
cumeTpis € BucokocneumdiyHum (99,9%) i noMipHO dyTnn-
BUM TecToM (76,5%) ans suasneHHs BBC 3 gyxe HU3bKO
4acTOTO XMBHOMO3UTUBHUX pe3ynbTaTiB [62]. 3a nosigom-
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Fapxyna H. T, Py6ina O. C., KBipikawsini A. M.

NEHHAMMW KMHILUCTIB, CKPUHIHTOBUIA TECT MyNbCOKCUMETPIi
Mae 4yTnuBicTb 6nm3bko 75% ana KBBC, nporte piBeHb
XMBHONO3UTMBHUX pesynbrariB (0,14%) nynbCOKCUMETPUY-
HOFO CKPWHIHIY MOXHa 3BECTW OO0 MiHIMyMy LUMISIXOM Mpo-
BeJEHHS Noro Yepes 24 roguHu nicns HapOMAXeHHs1 OAUTU-
HM [59]. HanuacTiwe He AiarHOCTYOTb KOapKTaLlilo aopTu,
AN K0T ekpaH NynbCOKCUMETPIl Mae YyTnuBeicTb nuwe 36%
[46]. K.S. Dubay & T.L. Zach (2023) y cBOix 4OCHIAXEHHSsIX
3a3HavaroTb, WO Yepe3 MOXMBICTb BMCOKOI 4acToTh Xnb-
HOHEeraTuBHMWX i XNBHONO3UTUBHWNX PE3YNbTaTiB paHHbOI Aiar-
HOCTWKW KOapKTaLii aopTu cnig npoBeCcT! NOBTOPHUA Myrb-
COKCUMETPUYHUI CKPUHIHT [13]. AKkWwo nynbcokcMmeTpis
BUKITMKAE 3aHernokoeHHs woao BBC, HeoOxigHO 34iicHU-
TW AiarHOCTUYHY exokapaiorpamy. Y gocnigxeHHsax E.
Cubells et al. (2018) npoBegeHo CKpuUHIHT y 8856 HOBOHa-
POKEHNX 3@ BM3HAYEHMM MPOTOKOIIOM MYNbCOKCUMETPIi,
cepeq SKMX Yy Tpbox HemoBnAT BusisneHo KBBC, y aBox -
paHHin cencuc. YyTnueicTb TecTy ctaHoBuna 100%, cne-
UndivHicTb - 99,97%), 3 NO3UTUBHOI MPOrHOCTUYHOLO
LiHHICTIO 60% i HEraTMBHOK NMPOrHOCTMYHOHK LiHHICTIO 100%
[11]. M.E. Oster & L. Kochilas (2016) y cBoix poboTax 3a3Ha-
YaloTb, L0 XO4a CKPUHIHT MyNbCOKCUMETPIl Mae BUCOKY cre-
umndpivHicTb (99,9%), kniHiuncTam cnig 060B'A3KOBO Bpaxo-
BYBaTW iHLWWI NPUYUHK FiNOKCEMIi y HOBOHApOOKEHOro, Taki
sK cencuc abo BpoaXeHi nopylleHHa meTaboniamy [46].

OTxe, y gocnigxeHHAX BinbLOCTi aBTOpiB AOBEAEHO,
O NoeAHaHHA MynbCOKCUMETPIi 3 aHTeHaTanbHow Y3[
Ta KMiHYHUM OrNSAOM HOBOHAPOLXEHUX NigBULLYE AiarHo-
ctnky BBC go 92-96%. MyrnbCOKCMMETPUYHUIA CKPUHIHT B
paHHbOMY HeoHaTanbHOMY nepiodi € UiHHUM iHCTPYMEH-
TOM YHUKHEHHSI BUMa[KOBOI BUMWCKN HOBOHAPOKEHOTO 3
niKapHi i3 cepo3HMMM cepueBUMM BajaMu Ta HaCTYMHU-
MU HebesneyHnMn Onsa XUTTA ycknagHeHHamu [11]. Boga-
HOoYac NynbCOKCUMETPIA NpuaHadyeHa ANA BUSIBNEHHS
rinokcemii, NpoTe He € giarHocTuyHoto anst BBC; BoHa BM3-
Ha4ae KaTeropito AiTer Ana nofanbLIoro CnoCTEPEXEHHS
Ta BM3HA4YeHHS NpUYMHK rinokcii. OctatoyHni giarHos BBC
BU3HA4YaeTbCA ANTAYMM Kapaioriorom Ta 3a notpebu npo-
BedeHHsAM gonnnepexokapaiorpadii [48].

FeHeTUYHUIA CKPUHIHT MeTabonivyHnX, remaTonoriyHumx,
€HOOKPUHHUX | reHeTUYHUX po3najiB NpoBOAUTLCS Yepes
48-72 roAuHW BiO HapOOXXEeHHs LMNAXoM 3abopy Kinbkox
Kpanenb KpoBi MiCAsi NPOKONy po3irpitoi N'aTy HOBOHapOA-
)KEHOro Ta BignpaBfeHHsA 3pas3kiB 4O perioHanbHoro nabo-
paTopHOro UEeHTPY Ha aocnimkeHHs [27]. Ona HegoHowe-
HMX abo XBOPUX HEMOBAST MOXMMBI 3MiHU Y rpadpiky ckpu-
HIHTY, OCKITlbKM BOHW MOXYTb MaTtu He3pini gpepmeHTn Ta
MeTaboniyHy HecTabinbHICTb, WO NpM3BOANTb A0 BinbLioi
KinbKOCTi XMOHOMO3UTUBHUX pe3ynbTaTie, TOMy noTpebye
NOBTOPHOI NEPEBIPKN Yepes ciM AHIB nicns rocnitanisauii
[14, 27, 36]. HoBOHapogXeHi, siki OTPMMYIOTb MOBHE Na-
peHTepanbHe Xap4yyBaHHS, YacTO NMOMWIIKOBO iAeHTUIKy-
I0Tb SIK TaKuX, WO MaoTb AediumT KapHiTuHy. Liei xubHono-
3UTUBHUI pe3ynbTaT MOB'A3aHUI 3 BIOCYTHICTIO L-KapHITK-
Hy B 3aranbHOMy cybCcTpati Ansd napeHTepanbHOro xapuy-
BaHHs1, @ MOro piBHi HOPMani3ylTbCs 3 NOYATKOM rpygHOro

BUrogoByBaHHA [27]. HeMoBNAT i3 cMmMnTOMamu, WO BUK-
NUKaTb Nifo3py Ha BPOAXKeHi nopyleHHs meTtaboniamy,
cnig obCcTexXnTn Ha aumaemito, rinornikemito Ta rinepamox-
iemito [13].

TexHONori4Hi JOCArHEHHA B ranysi iMyHOMOriYHMX me-
TOAiB AO3BOMSATL 3aCTOCOBYBATU TaHAEMHY Mac-CreKTpo-
mMeTpito (TMC), nonimepasHy naHutoroBy peakuito (MJ1P),
cekBeHyBaHHA [HK ansa aHanidy reHHux myTtauin, piauHHy
Xxpomatorpacdito HagBMCOKOT ePEKTUBHOCTI, i30€nNeKTpuY-
He (PoKyCyBaHHs Ta LndpoBy Mikpodniguky [14, 22, 30].

TMC Ta iHWi MeToan 3HA4YHO PO3LUMPUAN MOXMIUBOCTI
MacoBOr0 CKPUHIHIY MHOXWHHUX 3axBoptoBaHb [2]. TMC
Kpalle BUKOPUCTOBYBATM MiA Yac CKPUHIHIY BPOAXEHMUX
nopyLlueHb MeTaboniamy opraHiyHUX KUCIOT, XUPHUX KUC-
noT i amiHokucnot [44]. TaHAEMHUIA Mac-CNEKTPOMETP BBa-
XalTb OAHUM i3 KpaLUMX aHaniTUYHUX AETEKTOpIB Y Pi3HO-
MaHITHUX BIOXIMIYHUX | KNiHIYHMX MeTodax Yepes3 MOoro Bu-
COKY TOYHICTb, CEMNEKTUBHICTb, YHIBEPCanbHICTb | HAAIMHICTb
[2, 19]. MeToa BusiBnsie noHag 20 3axBoptoBaHb, cepen Sknx
€ igeHTudiKaLis HOBOHaAPOAKEHNX 3 AediUnMTOM cepeaHb-
onaHutorosoi aunn-KoA-gerigporeHasn. bes paHHboOro Bu-
SIBMEHHs1 Ta BTPYYaHHs! Takuii aediunT npnsBoauTh A0 en-
i3ogu4HoOI rinornikemii, cyqomM, KOMY, NOB'A3aHOT i3 CynyTH-
iMU 3aXBOPIOBAHHAMW Ta roniofyBaHHAM, @ TaKoX PU3UKY
cmepTi NpmMbnmsHo Ha 20% nicns nepLioro enisogy Ha nep-
LIOMY Ta Apyromy pokax Xutts [25]. JJoCTynHIiCTb Ta eKOHO-
MiyHa edpekTuBHICTE TMC 403BONUNN PO3LUNMPUTN CKPUHIHD
HOBOHAPOKEHNX | HA CbOTOAHI Lie MeToA, SKUA BUKOPUC-
TOBYETBHCA AN BUSIBMNEHHS BinbLUOCTi 3aXBOpOBaHb, BKIHO-
YEHMX Yy CKPUHIHT [30, 37].

MauieHTn 3 BpOOXXEHUM rinoTMpPeo3omM MakTb NigBK-
LLEHWI piBEHb TUPEOTPOMiHY Ta HU3bKNA PiBEHb TUPOKCU-
Hy, TOMy € noTpeba B BOpPIBHEBOMY TecTyBaHHi [25, 30]. Yci
3pasku, y sSikUx Npu NepBUHHOMY OLHOKpaTHOMY Aocnia-
XeHi BusABneHo nigBuieHHsa pisHa TTI suwe 20 mMO/n,
NOBWHHI ByTN JocnigkeHi NOBTOPHO B Tild camili Kpanni KpoB.i
B AybnikaTi. Pe3ynbTaT CKpUHIHTY TPakTyeETbCA SIK MO3UTUB-
HWI, SIKLLO NpUW ABOKPATHOMY TECTYBaHHI 3paska piBeHb TTI
> 20 mMO/n. AKWo nauieHT i3 HeraTUBHUM pe3yrnbTaToM
CKPVHIHFOBOro TecTy HOBOHapO4XXEHOro Mae CUMMTOMU
BPOKEHOrO rinoTMpeoasy, KriHiYHa HACTOPOXEHHICTb Mae
npeBanoBaTu Hag pesynbTatamu TecTy, TOMy HeobxiaHo
npoBecTu cneuundiyHe AiarHOCTUYHE TecTyBaHHs [25].

BTOpPUHHI Ta TpeTUHHI 4OOOCTEXEHHST HOBOHapoKe-
HUX i3 PIOKICHUMKN 3aXBOPIOBAHHSIMW NPOBOASATLCS BiAMNOB-
inHo o lMopsiaky npoBeAeHHst PO3LIMPEHOrO0 HEeOHaTanb-
HOrO CKPWHIHTY, 3aTBepaxeHoro Hakaszom MO3 YkpaiHu
Ne2142 Big 01.10.2021 p. [http://surl.ligzcbc]. MNoBTOpHE
B3ATTS KPOBi B yMOBaX MeAMKO-FeHETUYHOIO 3aKnagy, sikui
€ BignoBiganbHUM KOOPANHATOPOM HEeOHaTarlbHOro CKpu-
HiHry B perioHi 34iNCHI0ETbCA Y BMNagkax: nepegyacHo Ha-
POAXEHUNX OiTEe NPU OOCATHEHHI 36 TWXHIB rectauiiHoro
BiKy Ta XBOpUX AiTen, ki nepebyBaloTb Ha CTauioOHapHOMY
nikyBaHHi 6inbwe 1 micauda. Yci 3pasku, y SkMx npu nep-
BWHHOMY OOHOKPAaTHOMY OOCHIOXEHI BUSBMEHO MiABULLIEH-
HS PIBHSI TOPMOHIB (TMpeoTponHoro, 17-OHI Towo), dep-
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MeHTiB (IPT, deHinananiHy Towo) 4y metabonitiB (amiHo-
KMCIOT Ta auMrKkapHIiTMHIB) MOBUHHI OyTy gocnigxeHi no-
BTOPHO B Ti camilii Kpanni KpoBi B aybnikati. Akwo piBeHb
Oyab-SKMX 3a3HayeHnx meTaboniTiB nicrns NOBTOPHOro A0C-
NigXXeHHs BUXOOAMTb 3a MeXi pedepeHCHOro 3Ha4yeHHs,
BUMIPIOIOTb PiBEHb LIbOrO MOKa3HUKa Yy MNOBTOPHO B3ATOMY
3pasKy KpOBi, OTPUMaHOMY SIKOMOra paHiwe. Akwo y apy-
romy 3pasky KpoBi piBeHb MeTaboniTiB 3anuwaeTbcs 3a
MexaMu pedepeHCHOro 3Ha4yeHHs!, pe3ynbTaT CKPUHIHTY
BBa)Xa€TbCA MO3UTUBHUM. 3a HAAABHOCTI KMiHIYHMX CUMIM-
TOMIB 3aXBOPIOBaHHS 1 aHOMarbHMUX MOKa3HWKIB Mpu nep-
BWHHOMY OOCHiAXEHHi, KOMMMEKCHe KriHiko-nabopartop-
He OOCTEXEHHS OUTUHN NPOBOAUTLCS HEramHO BianoBig-
HO [0 KMiHiYHOro NpoTokony 6e3 ovikyBaHHA pe3yrnbraTiB
OOCrimKeHHs B ApYrin kpanni kpoB.i. Peaynbratu nigteepa-
XyBarnbHOI giarHoCTukn HeobxigHo oTpumatun oo 15-21 aHa
XKUTTA guTnHm [40].

B ocTaHHi poku BCe vacTilwe 3ycTpiyalTbCsi NOBigOM-
NEeHHs NPO BMKOPUCTAHHSA CEKBEHYBaHHS LiNoro eksoma
Ta CEeKBEHyBaHHHA reHoma Ans aHanidy reHeTMyYHUX MyTauin
[1, 22, 30, 64]. MNpoTe HasBHI cynepeunusi BiAOMOCTI Npo
€KOHOMIYHY OOUINbHICTb 3aCTOCYBaHHA UbOro metogy. Y
pocnigpxkeHHax A.N. Adhikari et al. (2020) BcTaHoBMREHO, O
MeTo4 Mae€ 3aranbHy 4yTnueicTb 88% i cneundivHicTb
98,4% nopiBHsiHO 3 99,0% i 99,8% BignosigHo ans TMC,
xo4a edeKkTUBHICTb Byna BapiabenbHO ANs OKpemux op-
daHHMX 3axBoptloBaHb [2]. 3a TBEpPMXEHHAMW aBTOpPIB Me-
Ton cekBeHyBaHHa [HK € HegocTaTHbO YyTNMBMM 4K che-
undpivHuM, Wwo6 6yTM OCHOBHUM CKPWHIHTOBUM TECTOM AN
GiNbLUOCTi pigKiCHNX BPOAXEHUX MeTaboniyHMx poanagis,
npoTe € He3aMiHHMM BTOPWHHMM TECTOM ANS HOBOHapPO4-
KEHUX 3 aHOMarbHUM CKpUHiIHTOM TMC, OCKiNbKn 3MeH-
Lye XMOHONO3WUTUBHI pe3ynbTaTu, CNpuUsie CBOEYacHin giar-
HOCTWUI, @ B AeAKMUX BUNagKax HaBiTb NponoHye 6inbLu Bigno-
BigHWI abo cneuundidHUIA diarHos, HixX Ton, skMn 6yB oTpu-
MaHuIn cnoyaTtky [2]. baraTo kpaiH yxe NPUNHANW BUKOPU-
CTaHHA reHeTnyHux TecTiB [AHK gpyroro piBHs sik 4acTuHy
nporpamM CKpPUHIHry HOBOHapPOMXXEHUX, 3a NEBHUX YMOB L
Bigirpano Benuky KOPWUCTb, BUKIHOYAO4M 340POBUX HOCIIB
abo ncesgoHeraTtmBHUX ocib [30].

LLinpokoro 3actocyBaHHs Habynu metoam MNJIP ansa aHa-
nisy T-peuenTopHux ekcumsinHux kineub TREC/KREC 3
METOH AiarHOCTUKN TAXKMX KOMOIHOBaHMX imyHoaediuuTie
(TKI) Ta iHwmnx dopm nimconenii T-knituH [22, 30]. HoBITHI
3apybiXkHi 4OCMiOXXEHHSA 3acBiAYvylOTb BUCOKY YYTNMBICTb
MeToay Le A0 KNiHiYHOI MaHidpecTauii imyHogediumTie. Y
cucTeMaTMyHOMy Oornsiai BiTumsHsaHuX Haykosuis H.M. Ape-
Ma Ta iH. (2020) 3a3Ha4veHo, Wo aHani3 kinbkocTi TREC/
KREC metogom MNP nig 4yac CKpUHIHIY HOBOHapOOKEeHNX
nokpallye nepcrnekTuBy BuMxmBaHHA aiten 3 TKI, Tomy no-
Tpebye BnpoBaaXeHHS B YkpaiHi [64].

Pekomengauii A.R. Kemper et al. (2023) Taki: CKpUHiH-
roBuin TecT Mae 6yt AOCTYNHUM 3 HU3bKMM piBHEM XMOHO-
HeraTMBHMX pes3ynbTaTiB; aganToBaHUM ANS OTPUMAaHHSA
BMCOKOroO pe3ynbTaTty Ans 3aranbHoi nonynsuii HoBOHapoa-
XKEHWX, BapTiCTb TECTY Mae ByTVM NPUAHATHO LWLOAO MOTEH-

LiHOI KOPWUCTI; pe3ynbTath TecTy MakwTb OyTn OOCTYMHI,
CBOEYACHO MNepefaHi BianosiganbHOMY KMiHILMCTY Ta B Mo-
norosui ByOuHOK Y/ HEOHaTaNbHUIA LEHTP ANS NpoBeaeH-
HS1 CBOEYACHOrO BTPYYaHHS; NICrsi 4iarHOCTUKM MaloTb ByTu
OOCTYMHi MOHITOPUHT i NiKyBaHHS; OCTaTOYHUIA KOHTPOMNbHUI
TecT Mae 6yTu AOCTYNHMM, Wob MoxHa 6yno igeHTudikysa-
TW CrpaBXHi NO3UTUBHI pe3ynbTaTy Ta YCyHyTU XMBHOMo3u-
TUBHI [24].

3a pesynbratamu GinblIOCTI AOCNIAXEHb BpoaXXeHa
BTpara crnyxy 3ycTpidaetbcs y 1-3% HoBOHapoaxeHux. ba-
raTto acnekTiB HEAOHOLIEHOCTi Ta nepebyBaHHsi HEMOBNST
Y BigAineHHi iHTeHCMBHOI peaHiMaulii, BKMOYaun rinokcito,
rinep6inipybiHemito, aHTUBIOTUKN, HABKOMNULLHIWA LWYM i TpK-
Bany KMCHEBY Nofady KACHIO MOXYTb CMPUYMHSTU BTpaTy
cnyxy [13, 27, 63].

AygiomeTpisi - MeToa AOCHIAXKEHHS rOCTPOTM CNyXY i BU3-
Ha4eHHs CryxoBOT YyTNIMBOCTI HOBOHApPOAXXEHOrO A0 3BY-
KOBUX XBUIb Pi3HOI YacToTu. [iNs BUABNEHHSA BTpaTK CNyxy
(aynionoriyHWi CKPUHIHF) 3acTOCOBYIOTb ABAa Pi3Hi HeiHBa-
3UBHI MeToaM, Taki sk oToakycTuyHa ewmicia (OAE) Ta peak-
uis ctoBbypa rofloBHOro MO3Ky Ha CNyxoBi NogpasHuKK
(CPM) [16, 50]. MNig yac ckpuHiHry metogom OAE HoBOHa-
pPOJXEHOMY BCTAHOBMIOKTb 30H[ Y 30BHILLUHLOMY CIyXOBO-
My NpOXofi, Y SKOMY 3BYK PEECTPYETbCS, ane reHepyeTbes
CTPYKTYpaMu BHYTPILLIHbOro Byxa y BiANOBiAb Ha 3BYKOBI
XBUII, WO CTBOpPtOOThCA [56, 63]. MeToa BUABMASIE NOPYLLEH-
Hsl CNyXy SIK HEM?POCEHCOPHOro, Tak i KOHOYKTUBHOrO Xxa-
paktepy. OAE noginsietbCca Ha MeToaun peecTtpauii KOpoT-
KONATEHTHUX CYXOBUX BUKNNKaHnX noTeHuianis (KCBI) Ta
Ha YacToTi NpoAYyKTIB cnoTBOpeHHs. Komn'toTepHa 06'ekTnB-
Ha aygiomeTpis 3a KCBI npoBoanTtbes sk Ginblu rnvboke
Ta getanbHe O0O6CTEXEHHs 3a YiTKMMK Nokasamu, BUSIBNSE
nopyLLeHHsA dYHKLII CNyXOBOro aHanisatopa Ha piBHi ce-
peLHbOro Ta BHYTPILLHLOIO ByXa, CNyXOBOro HEPBA, LIEHTPIB
cnyxy ronoBHoro mo3ky [23, 50]. docnigxeHHs1 HeobxiaHO
NpPoBOANTU B NepLli 4 AHI HapO4XKeHHSA AnTuHKU [13]. Ycim
HEMOBNATaM, siKi 3HAaX0AATLCSA Y BigAiNeHHi iHTEHCUBHOT
Tepanii 6inblie N'ATK OHIB, aydiOCKPUHIHF 34IACHIOTL 3a
aonomoroto TectyBaHHA CPM Ans CKpUHIHIY HEpBOBOi BTpa-
™ cnyxy [14, 56, 63]. Metoa peectpauii CPM Ha cnyxosi
NoApasHMKN NOAINSAETLCA HA CTaHAApTHY Ta aBTOMaTUYHY
cnyxoBy peakuito ctoBbypa mosky (ACPM), 3 sikux ACPM
YyacTille 3aCTOCOBYETLCA Nig Yac CKpuHiHry [23]. Mpn ACPM
€neKkTpoz, BCTAHOBIMEHWU Ha rofloBi HOBOHAPOOXEHOrO,
3anuncye enektpoeHuedanorpadiyHi xsuni B pesynbraTi
30BHILLHBOT CNyXoBOoi cTuMynsauii [56].

Mytauii reHa GJB2, kU KOAye KOHHEKCWUH-26, crnpuyn-
Hs0Tb 40% BUNaakiB BTpaTy Crnyxy B AUTUHCTBI 3 YacTOTO
HocincTea 3% y nonynsauii [20]. [lBopiBHEBE TeCTyBaHHS, Y
SIKOMY ayaioMeTpist CynpoBOLKYETLCA TecTyBaHHAM [HK Ha
MyTauii GJB2 reHa KOHHEKCUHY-26 Moxe OyTM KOpUCHUM Ta
edheKTMBHMM NIOXOA0M OO0 CKPUHIHrY BTpatu cnyxy [20, 25].
PaHHe BUsSIBNEHHS L€l naTonorii Aae MOXINUBICTb CBOeYac-
HOro BTPYYaHHS 3 METO MOKpaLleHHS MOBHMX HaBUYOK
OVUTVHN Y/ BCTaHOBIEHHSI KOXII€AapHMX iMMnaHTaTiB.

Omxe, ayaioCKpUHIHI HeobXigHO MPOBOAMTU BCIM HOBO-
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HapogxeHuM 6e3 BUHATKY; AiarHOCTUYHE OBCTEXEHHS
30iNCHIOETLCA A0 3 MICSILIB A5t TUX HEMOBSIT, XTO HE NPOWA-
OB CKPWHIHTF; NOCNYrM paHHbOro BTPYYaHHs HagawTbes
00 6 micauiB Ans TUX AITeN, XTO Mae CTinKy BTpaty cnyxy [57].

HeoHaTanbHWIA 0pTanbMOSOrYHUIN CKPUHIHT 3aCTOCO-
BYETbCSl 3 METOK PaHHbOI OiarHOCTUKN BPOAXEHUX aHOo-
Marnii po3BUTKY OpraHa 30py Ta CBOEYACHOro MikyBaHHSA
BUSIBNEHOT NATONOrii, WO CNpUsATUME CTBOPEHHIO YMOB ANs
noganbLoro BiAHOBMEHHSA 30poBux yHkuin [21]. Oo
pigkicHMX XxBopob cknepwu, poriBk1, panayHoi 060NOHKK i
uuriapHoro Tina Hanexarb iHTepcTuUianbHUi (CTpOManb-
HWUIA) Ta rMmbokui kepatuT (cuHgpom KoraHa), ipuaouuknit
(yBeiT), napanitn4Ha kocookicTb (cuHapom KepHca-Cei-
pa) [41].

HeoHaTanbHW 0pTanbMONOriYHMN CKPUHIHT MPOBO-
OWTbCS B NepLuy 406y Nicnst HAPOPKEHHS AUTUHM, XO4a MOXE
BiaTepMiHyBaTUCh Ha 1-3 OHi 3a yMOBW YCKNagHEeHWX Nonoris,
y pesyrnbTari IkX y HOBOHaPOPKEHOTO MOXYTb OYTM NoLIKOA-
XeHi cyamHu oka. TpaguuinHWin oTanbMONOriYHUA CKPUHIHT
HOBOHAPOXEHUX NMPOBOANTLCS 3 BUKOPUCTaHHSIM TECTY
yepBoOHOro pednekcy [32]. Henpsima (3BopoTHa) odTanb-
MOCKOMisi O3BOSSIE AiarHOCTYBaTW BPOOXKEHY KaTapakTy,
KOCOOKICTb, TSDKKY Aaneko30picTb, aHisoaMeTponito, aHo-
Manii CiTKiBKM (BKIo4akouy petnHobnacTtomy).

Y HeOoHOLIEHWX AiTen cepep NaTonorii opraHa 30py
Havineplue AiarHoCTyloTb peTuHonarito - nponigepaTtmBHe
CYAWHHE YypaXXeHHS CiTKiBKM, IKe MOXe Npu3BecTu A0
CTiVikoi BTpaTu 3opy [7, 9, 52]. locniaHMKM NPOMNOHYOTb Pi3Hi
anropuTMy NPOrHO3yBaHHA PU3UKY PO3BUTKY peTuHonaTii
HegoHoweHnx (PH): Henpsmy GiHOKynspHY odTanbMOCKO-
nito, NOeAHaHy 3i ckrnepanbHUM BAaBneHHsM [60]; ynbTpa-
3BYKOBE AOCHIIKEHHSI OYel; LMdpOoBi CMCTEMN fiarHOCTK-
ku [7, 52], onTnuHy korepeHTHy Tomorpadito (OKT) [9, 53].
CKPUWHIHI paHHbOT giarHocTukM PH 3 BUKOpPUCTaHHAM ynb-
TPa3BYKOBOro AOCMIgXEeHHS o4Yel A03BOMSAE OUIHUTKY il
CTyniHb Ta CBOEYACHO po3noyaTy nikyBaHHS. MNpu exood-
Tanbmorpadii OUiHIOITL CTaH KpuwTanuka, CKrnonogioHo-
ro Tina Ta CiTKiBKM.

OcTaHHIM YacoM MeToAiB OOCNIOAXXEHHS CiTKIBKM cTano
Ginblie, a po3pobneHi uMdpoBi MeToam Bidyanisadii Haga-
NN HOBI NMEepPCneKTMBU AiarHOCTUKM Ta MOHITOpuHry PH. Y
cucTeMaTMyHUX ornsgax Haykosuis [8, 38, 49] onybnikoBa-
HO AiarHOCTM4HI anroputMm PH Ha OCHOBI LUTY4YHOrO iHTe-
nexty (L), y gknx 3a3HadeHo, WO KpiM BuaBReHHs PH me-
Toam WI 3gaTHi ouiHioBaTK TSXKKICTb 3aXBOPIOBaHHSA 3a O0-
MOMOTro HOBOI aBTOMaTU30BaHOI, KiNbKiCHO BU3HAYeHOT
Ta ob6'ekTUBHOI ekcnepTHOi cuctemn [52]. OocnigHukamm
po3pobneHi Ta BNPOBaAXXEHHI KOMN'IOTEPU30BaHI cUCTe-
MU Bidyani3auii citkiBku: RetCam, DIAROP [5, 61]. NoegHaH-
HA KOMM'IOTepHOro aHanidy sobpaxeHb i3 Tenemegmum-
HOI0, 3a CTBepAXeHHAMM HaykosLiB [31, 49, 60], go3sonse
BUSIBNATW, KOHTPOMNIOBATK Ta BYACHO fiKyBaTWU peTMHONa-
Til0 Y HEAOHOLLEHOI ANTUHWN.

HoBiTHIM TpeHOoM Bidyanisauii CITKIBKM HOBOHapoaxe-
HUX € METOA ONTUYHOI KorepeHTHoi Tomorpadii (OKT) 3 Bu-
KopucTaHHAM nopTatmsHoro BapiaHTy OKT B cnektpanb-

HoMmy gomeHi [21]. [lo HepaBHboro vacy gocnigxeHHs OKT
Oynu 3ocepenxXeHi Ha 3MiHax B 3afHill YacCTUHI CiTKIBKM,
OCKinbkn nepudepunyHnin ornag 6ys odmexennin kytom OKT
[9]. Wo6 nigBnwmTn nepesarn OKT ana PH, po3pobnsatote-
ca cuctemmn OKT 3 HagirauinHum 3D i nonepeyHuM CKaHy-
BaHHAM [10]. B.A. Scruggs et al. [53] y cB0OiX AOCNIOKEHHAX
BUKOPUCTanu nopTtatueHy wupokononeHy OKT nig yac py-
TUHHOIO CKpWHiHry PH.

CToMaTonoriYyHNMm CKpUHIHI nepenbavae BUSABNEHHS
aHoManin po3BuUTKY LLeNenHo-N1MUeBOi AiNAHKA, cepen SKnx
HanbBinbLWw NOWWPEHUMWN € BPOAXKEHI PO3LLINUHN Ty6un /
nigHeBiHHSA, BKOPOYEHHS BY34e4kn a3uka / ryd, Minkui npu-
CiHOK MOPOXHMHM poTa, opodauianbHi gucnnasii M'akux
TKaHWH i KICTOK 06nunyys, oparnbHi NposiBU NopyLleHb Lie-
NenHO-NMUEBOT CUCTEMWN NPU FeHETUYHUX NaTOSOrIsAX.

AHKINOrnocis xapakrepusyeTbCs aHOMarnbHO KOPOTKO
BY30E4YKOK $3MKa, 3MiHO 1i TOBLMHN YU HETUNOBUM
MicueM MpUKpPINneHHs, Wwo obmexye pyxu s3uka [3]; cTa-
HOBUTb 5% cepen BpPOOXEeHUX Baf PO3BUTKY MOPOXHUHU
pota. Taka naTonoria nepewkoaXXae rpyqHomMy BUrogoBY-
BaHHI0, fke 6e3nocepedHbO NoB's3aHe 3 YHKUISMU CMOK-
TaHHSA M KOBTaHHS, L0 MOXe Npu3BecTV A0 dyHKUioHanb-
HUX MOPYLUEHb, PAHHBLOTO BiASYYEHHS HEMOBMSATU Bif rogy-
BaHHS rpyabMn Ta/abo HegocTaTtHboOro Habopy Baru. Ta-
KOX MOXYTb BMHUKaTW 3MiHW Y PO3BUTKY HUXHbBOI Luernenu
3 @aHOManbHWUM MONOXEHHSAM 3yGiB i OrONEHHSIM LUNAOK
3y6iB; OpPMYETLCS NATONONYHUIA NPUKYC, 3'ABMSIOTLCS NPO-
6neMu 3BYKOBMMOBM.

R.L. Martinelli et al. (2016) BnpoBagnnn NpoTOKON
KNiHiYHOro 0B6CTEXEHHS HOBOHAPOAXEHOIO 3 aHKInNorno-
Ci€El0, AKNIN BKMOYAE aHATOMO-(DYHKLIOHANbHY, HEXap4oBY
Ta Xap4yoBY OLiHKM aKTy CMOKTaHHs [34]. MNpu aHaToOMO-pyH-
KUiOHanbHIA ouiHUi cnocTepiraloTb 3a NOMOXEHHSM Ty6 y
CMOKOT Ta MNOMOXEHHAM A3MKa Mig Yyac nnady anTuhu. Jlikap-
cTomaTonor 3BepTae yBary Ha cpopmy, oikcaLito Ta TOBLUMHY
BY3[€YKM s13uKa, nigHiMatoum BidvHi Kpai si3Mka BkasiBHUMM
nanbuUsMn npasoil Ta NiBoi CTOPiH. HexapyoBe CMOKTaHHSA
OLHIOETLCA 3@ AOMOMOrOK BBEAEHHSI Mi3VHLS B pyKaBuyLi
B POT HOBOHapOMXEHOro ANns CMOoKTaHHA. CnocTepiratioTb
3a pyXoM fi3MKa M OLiHIOIOTb MOro sk agekBaTHe 4u He-
afekBaTHe. Xap4yoBy OLHKY akTy CMOKTaHHS 34iNCHIOITb
nig yac rogyBaHHSA rpyabMW - OLIHIOIOTb PUTM i KOOpAWUHA-
Llil0 CMOKTaHHS1, KOBTaHHS Ta AuxaHHsA. XipypridHa Kopek-
uis (dppeHynoTomia) BukoHyetTbca o 10 gHiB Big Hapoa-
XEHHS OUTKHKM, Xo4a TepMiHM € iHamBigyanbHUMM [3].

PoswjinuHa ryéu ("3asua ry6a") ta nigHebiHHS ("BOBYa
nawa") - o4Hi 3 HaNMOLLIMPEHILINX BPOAXKEHNX aHOManin,
Lo BpaxatoTb AiTel B yCbOMY CBITi. Y CTPYKTYpi BCiX Bag
HOBOHAPOIKEHNX LI NaTonoria Ha TpeTboMy Micui. Mowwn-
peHicTb po3wWinuMHu ryéu Ta nigHebiHHSA B YkpaiHi cTaHo-
BUTbL 1:1000 HoBOHapoaxeHux. HespolieHHst ryou abo
nigHeObiHHA cknapae 70%, noeaHaHa natonoria - 30%.
EnektpoHHun peectp ctomatonorii KOM (2023 p.) Hanivye
1045 piten 3 ycix perioHiB YkpaiHu, ski npoxoaatb gorocn-
iTanbHe oBCcTexeHHs Ta nicnsionepadinHy peabinitauito Ha
eTanax XipypriyHoro nikyBaHHsi. ¥ 6inbLlocTi Bunagkis na-
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TONOrisi Mae MynbTUAKTOPHE NMOXOAXEHHS!, TOMY BUYyYeH-
HSl YMHHVKIB 3 cepefoBuLLa, IO OTOYYe BariTHy (MikyBaHHA
XPOHIYHUX 3aXBOPIOBaHb, KOPEKLIsi XxapyyBaHHA Ta CMoOCo-
Oy XMTTS TOLLO) 3HUXKYE MMOBIPHICTb natornorii [17, 18].

PoswinnHa BepxHbOi rybyn Moxe BapitoBaTu Big HEBENMU-
KOI BUIMKM Ha YepBOHilA kariMi ryd 4O NOBHOrO BidOKPEMIEH-
HS LKipW, M'si3iB, CN30BOI OOOMOHKM, 3y6iB i KICTOK. Po3Luj-
TNNHN MOXYTb OYyTWM OOHOCTOPOHHIMM Ta ABOCTOPOHHIMM, a
TaKOX MOXYTb OXOMMioBaTV anbBeonspHUi rpebiHb. [3onb-
OBaHa po3LinnHa nigHebiHHS BMHMKAE NO cepegHin niHii i
MOX€e OXOMMBaTh NuLle A3M4ok abo noluMploBaTUCS Ha
M'ske Ta TBepAe nigHebGiHHA A0 pisueBoro oTBopy (Ha-
CKpi3Ha). Y fiTen i3 BPOMXXEHUM HEe3POLLEHHsIM rybu/nigHe-
GiHHs1, okpiM gedpopMauii 06nuyYs, NOpyLYETLCA YHKLIS
CMOKTaHHs1, € PO3Mafn aKTy KOBTaHHS | XXyBaHHS1, B nogarb-
LIOMY MOPYLYETbCA MOBa Ta MiMika. Y gocnigkeHHsix J.Y.
Ryu et al. (2021) BcTaHOBMNEHO, WO AITU 3 PO3LLINNHOK ryou
Ta 3 abo 6e3 po3WinuHM NigHeGIHHA BiPI3HAOTLCA Bid 3BM-
YaMHWX AITEeN HUXYMM 3POCTOM, MEHLLIOI Macolo Tina, BYX-
YOI OKPYXXHICTIO FOMOBU, @ TaKOX CTAHOM MOPOXHWHW poTa
Ta 3ybiB [51]. Y Takux Aitert obMexeHun picT cepeaHboi Ya-
CTUHM 0bnuyys, popmyeTbCst natonoridHui npukyc [15]. Yci
MOSOYHI 3ybu y fiTen 3 po3LinMHamm, KpiM Apyrux Monspis,
npopi3ytoTbCA NisHie. HaBnaku, NocTinHi 3ybu npopisytoTb-
Cs1 WBMALLE, WO CBIiAYATb NPO LBUAKY BTpaTy MONOYHMX 3y6iB.
Kpim Toro, aitm 3 poswinMHaMm mMawTb BULLMIA PU3UK PO3-
BUTKY Kapiecy Ta HENPaBUIIbHOTO MPUKYCY.

PeabiniTauis antnHmn 3 poswinuHoto ryéu ta/abo nigHe-
6iHHA BuMmarae BaraTtopiyHOro cnewianisoBaHoro nikyBaH-
Ha [15]. XipypriyHe 3akpuTTSa po3LLinuHM rydu (xemnonnac-
TVKa) BUKOHYETbCH Big 3 40 6 MicALiB; 3akpuTTa NigHEGIH-
He (ypaHonnacTuka) - Big 6 go 12 micauis [12]. OnepatusHi
BTPYYaHHsA 00 3 MiCALUIB NiCNsi HAPOOXKEHHS HE PEKOMEH-
AO0BaHO MPOBOAUTW, OCKINbKM Y AITeNn Luporo Biky Hecdop-
MOBaHa BEpPXHS Luenena, HasiBHi Mani aHaTOMiYHiI po3mipu
BEPXHbOI rybun, HegockoHani geski gisionorivHi gyHKuii, €
PU3MK NOLLKOMXKEHHS 30H POCTY, XPSLLB HOCA, LLO MOripLuye
YMOBU A58 3aro€HHs [12].

Y HOBOHapOKEHUX Nig Yac ornsiay MoXyTb BUSIBNSATU
By3nuku boHa - HeBenuki Gini yTBopeHHs (KicTu), po3TaLlo-
BaHi B34OBX LU4YHOI Ta SI3MKOBOI NOBEPXOHb HMXHbLOLLE-
NnenHnx i BepxHboLllenenHnx rpebeHiB anbBeoNsIPHNX
BiOpOCTKiB Ta Ha TBepAoMy nNigHeBIiHHI. Lli ypaeHHs BUHK-
KaloTb Yepes 3anuLLKnM TKaHWHM Cnn3oBuKx 3ano3s. Kictu 3y6-
HOT MNacTUHKN Y HOBOHAPOLXKEHUX MOXYTb BUSABMNATU
B300BX rpebeHs HMXHLOI Ta BEPXHbLOI LLenen BHacnigok
enitenianbHMUX 3anuwkis 3ybHoi nnactuHku. MepnuHn En-
LUTeWHa - 3pOroBini KicTu, po3TalloBaHi B cepegHboMy nigHe-
GiHHOMY LWIBi Ha Mexi TBepAaoro Ta M'akoro nigHebiHHA. Lli
TpY aHoMarnbHi YTBOPEHHS 3a3BM4Yal 3HMKAKOTb i MiKyBaH-
HS He noTtpebyioTb [12].

Mig yac ornagy HoBOHApOAXeHOro HeobXiAHO 3BepTa-
TV yBary Ha Ti aHomanii po3BUTKY LLieNenHo-N1UeBoi 4insiH-
KW, SIKi MOXYTb BGYyTU 03HaKamMu BPOIXEHWUX Baf PO3BUTKY.
Cepepf Hux: 3miHeHa cdopma yepena (makpouedanisi, 4o-
nixeuedanis, 6paxiuedanis); amiHeHa dopma wwenen (Npo-

rHaTis, MIKpOrHaTisi, NPOreHisi, MiKpOreHis); BMCOKe nigHe-
6iHHg; Makpornocis; 36inbLlWeHHsA Y BUNYKNICTb ry6 TOLo
[26]. Mpwn BUpaxeHnx nogibHNX aHomanisx, ocobnmMeo npu
NOEAHaHHI KiNbKOX i3 HUX, MOXHa NpunyckaTn cnagkoBy
naronorito, ToMy HeobxigHa KOHCyrnbTauis reHeTuka [3, 26].
[o npuknagy, MakporHaTtia HasiBHa npu cuHgpomax bny-
Ma, axoHOporeHesy, opanbHo-dalianbHo-AuriTansHoMY,
dauio-apTukyno-septebpanbHOMy, Tpucomii 8 xpomocomu,
Tpucomii 18; MiKpocToMis - Npu OTO-NanaTo-auriranbHOMYy
cuHApoMi, Tpucomii 18; posLlinvHa BepxHboi rybu Ta nigHe-
GiHHS - Npu opanbHo-dauianbHO-AUrTanbHOMY CUHAPOMI,
TpucoMii 18; makpornocis - npu opanbHo-aLianbHO-Anr-
iTanbHOMY CMHOPOMI, aTUPOTUYHOMY FiNOTUPEOIAN3MI, CUH-
apomi [layHa; po3sllenneHnin A3uk, poscideHa By3geyka
A3uKa - Npu oparnbHo-auianbHO-gUriTanbHOMY CUHAPOMI
[26]. Pi3Hi cumnTomMmn Ta CUHAPOMMU, 3a SKUX YpaXKaeTbCs
LwenenHo-nuueBa AinsgHka, acoLiloloTbCsA 3i 3MiHAMU iHLIMX
opraHiB Ta cuctem opraHiamy. [Ins cBoevacHoi aiarHocTtu-
Kn, nikyBaHHA Ta npodinakTuku HeobXigHa Mixgucumnni-
HapHa cniBnpausa KniHILXCTIB pidHOro npodinto Ta reHe-
TUKiB. 3HAHHA CTOMATONOr4YHUX NPOSBIB CMaAKOBMX Ta BPO4-
XEHMX XBOpPOO i CUHOPOMIB CNPUATMME PaHHi AiarHocTuui,
HeoOXigHiM Ans BU3HAYEHHS NporHo3y ta Bubopy metoay
NiKyBaHHS.

OTXe, OCHOBHOI METOl CTOMAaTONOrYHOro CKPUHIHTY
HOBOHaPOKEHUX € fiarHOCTUKA BPOMKEHUX Bag PO3BUTKY
LenenHo-n1ueBoi OiNsHKA Ons HagaHHA cBOeYacHoi, no-
cnigoBHoi, 6e3nepepBHOT Ta CKOOPAMHOBAHOT AOMNOMOrn
4iTaMm MbkgucumnniHapHo KomMaHAow cneuianicTtis (nea-
iaTp, ANTSYNIA CTOMATONON, CTOMAaTONOr-OPTOAOHT, Xipypr-
CTOMATOSOr, LenenHo-NnUeBniA Xipypr, reHeTUK, oToNapuH-
ronor, noroneg, ncmxonor). KomnnekcHuin mikgmucumnniHap-
HUM Nigxig y giarHocTuvui Ta nikyBaHHI pigKiCHUX 3axBopto-
BaHb € 3amnopykot Hanbinbly NOBHOI i WBWAKOT MegUYHOI
Ta coujanbHoi peabinitauii giten.

BucHOBKM Ta nepcnekTMBM nNofanblunx
pPO3pOo6OK

1. YHichikoBaHWUI CKPUHIHI HOBOHAPOKEHUX - Lie KOMIM-
NeKcHa iHTerpoBaHa cucTema, sika NoYMHAeTbCs 3i CBOE-
YaCHOro TeCTYBaHHS!, PETENbHOr0 CMOCTEPEXEHHS 3a Mall-
iEHTaMW, BIOCTEXEHHS pe3ynbTartiB i NOCTIMHOMO OLiHIOBaH-
HS.

2. BucokocneumndidHi TeCT Apyroro piBHA MOXYTb MO-
TEHUINHO MOKpaWMTK cTpaTerii CKPUHIHTY, 3MEHLINTKN
KiNbKiCTb XMOHMX pesynbTaTiB, TOMY MNOBWHHI CTaT YacTu-
HOK MporpamMyM OXOPOHW 340POB'S.

3. BnpoBaaXeHHst HeoHaTanbHOro CKPUHIHIY A€ MOX-
NMBICTb NPecUMNTOMaTUYHOI AiarHOCTUKM CNagKoBUX i
BPOOKEHMX 3aXBOPHOBaHb, CBOEYACHE BUSIBMIEHHS SKUX i
NpuM3HaYeHHs cneum@iYHOro NaToreHeTUYHOro fikyBaHHs
nokpaLlye NpPOrHo3yBaHHS PO3BUTKY YCKNagHEHb Ta SIKiCTb
KUTTS OUTUHN.

Y nepcnekTuBi NNaHyeMO BUCBITIIUTU NUTAHHA MDKOUC-
uMnniHapHoro nigxoAy A0 NiKyBaHHA PigKiCHUMX 3axBOpto-
BaHb HOBOHAPOMAXEHUX.
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NEWBORN SCREENING: A COMPREHENSIVE APPROACH TO THE DIAGNOSIS OF HEREDITARY AND CONGENITAL DISEASES

Gadzhula N. G., Rubina O. S., Kvirikashvili A. M.

Annotation. Neonatal screening is performed for the early identification of genetically determined rare diseases that are subject to
treatment and require immediate intervention. The aim of the work is data exchange to acquaint clinicians with the need for mandatory
newborn screening, problems and challenges of early diagnosis of hereditary and congenital diseases. A literature review of PubMed,
MEDLINE, Web of Science, Scopus databases was conducted; materials of review articles describing clinical cases related to
newborn screening were studied. Review and analytical and bibliosemantic research methods were used. The main screening tests
used to identify infants with critical congenital heart diseases are prenatal ultrasound, postnatal clinical examination, and pulse
oximetry. Newborn genetic screening is aimed at identifying genetic and metabolic disorders, is carried out at the state level and
integrates screening policy, follow-up, diagnosis, treatment of revealed disease, and tracking the results. The false-positive results
are higher for sick infants in the intensive care unit due to their metabolic instability and functional immature enzymes. DNA tests of
2-tiered significantly improve both the specificity and sensitivity of testing, and reduce the number of false-positive results. An effective
approach to screening for hearing loss is two-tiered testing, in which audiometry is followed with DNA testing for GIJB2 mutations in the
connexin-26 gene. Traditional ophthalmic screening of newborns is performed using the red reflex test. Modern diagnostic algorithms
include indirect binocular ophthalmoscopy with scleral indentation, digital imaging systems, artificial intelligence, OCT. Dental
screening is aimed at detecting congenital oral anomaly such as lip and tongue tie, cleft lip and palate, and oral manifestations of
maxillofacial disorders in genetic pathologies. Implementation of neonatal screening provides an opportunity for pre-symptomatic
diagnosis of hereditary and congenital diseases, the timely detection of which and the appointment of appropriate treatment prevent the
development of complications and improve the child's quality of life. In the future, issues of an interdisciplinary approach to the
management of rare diseases in infants will be covered.

Keywords: neonatal screening, rare disease, diagnostics, congenital heart disease, hearing loss, tongue-tie, cleft lip and palate.
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