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AHoOTaLlif: Y OIJIAROBIN CTATTi IpOaHaTi30BaHO CydacHi my6mikauii mogo aucMopdisMis, SKi MOXYTDb OyTH K ]i-
310JI0TiYHOTrO, TaK i MaTONOriYHOrO IOXO/KEHHS Ta ABJATH COOOI0 aKTyalbHY IPOOIeMy Cy4acHOI MefUIIVIHA B
pakypci cTpiMKoro po3Butky opdannoi marosnorii. ToMmy MeTa OITIsIfy IPOAEMOHCTPYBAT Ba)XK/IMBICTh PaHHBOI
JiaTHOCTUKM BPO/PKeHUX ManbdopMalilt mpy o6cTexxeHH] AuTUHY QaxiBLsIMU IEPBIHHOI TAaHKY 3 MeTow Aude-
PEHIIIIOBaHHSA TeHeTUYHO-3YMOBICHHUX AUCMOP(]i3MiB 3 KOHCTUTYLITHUMY OCOOMUBOCTAMY ab0 3MiHAMM MOp-
¢orenesy Tina ab0 YaCTUH TiNa B pe3yabTaTi HETATMBHOIO BIUIMBY Ha I 30BHILIHIX (aKTOPIB SBSETHCS Ha-
rajibHOIO ¥ 3B’AI3KY 31 CKIaJHICTIO paHHbOI AiarHocTvku/mudaiarnoctuky. CBO€4acHe BUSBIEHHS IAaTOMOTIYHUX
O3HaK y AuTVHM ¢axiBlieM IIePBUHHOI TaHKYU IIPUCKOPUTD HAaIpaB/leHHA Ial[ieHTa Ha TeHeTUYHY KOHCY/IbTalliio
1 Bepudikalii AiarHosy, a TaKOXX ZO3BOIUTD KHAlIpaHillle OpraHi3yBaTu HeoOXiTHI My/IbTUANCIUIUIIHAPH] TPO-
(dinakTuyHi, TepaneBTHYHI Ta peabimiTaiiitHi 3aXoqu, CIPSIMOBaHI Ha MiHIMi3al[il0 HECIPUATINBUX HACTIAKIB 3a-
XBOPIOBaHHA i MOKPAIeHH: AKOCTI XKUTTA AUTUHY Ta ii poguHi. [/ Toro, o6 po3yMiTy, sSKi 03HaKy BiTHOCATBCS
[0 TATOMOTIYHMX i AK iX BigpisHATYU Bifi KOHCTUTYLiMHNUX ocobmmBoCTel a00 3MiH YacTUH Tila B pesynbrari He-
TaTMBHOTO BIUIMBY Ha IUILJ 30BHINIHIX (akTOpiB, MOXKHA 3aCTOCOBYBAaTH METOR MOP(OMETPUYIHOI OLIIHKM Pi3HUX
AQHATOMIUHVX JUISHOK Tifla AMTUHY 3 BUKOPUCTAHHSAM CIeljabHO pOo3pob/eHNX IporpaM yHipiKOBaHIX METOLIB
HiarHOCTMKM (TeIITasnbT), sKi, 3TIFHO CydacHMX myO/iKaiiil, JOHOMOXYTh Biffpi3HATH marosorio Bix ¢isiomoriu-
HUX BifXWIeHb. ATOpM, ONMPAIOYMCh Ha CYYacHi JpKepesa, BKa3ylTb, 1[0 MOP(OJIOTiuHi BifXWIeHHA Y PO3BUTKY
IOUTUHM, AKi MOXYTb HPOSIBIATUCSA Y BUITISAL AedopMariiii, acorjiaiii, U3pyILii, FUCIUIasii, Maaux aHOMaii
PO3BUTKY ab0 CTUTM fu3eMOpioreHesy, MOXYTb OYTU HACTIZKOM Pi3HNUX BIIMBIB, ajie HEPiIKO BOHM € 1 KIHIYHNMHU
MapKepaMy op(aHHUX 3aXBOPIOBAaHb Ta CBiIYaTh PO HASIBHICTD TYX YUY {HIIMX FeHETUYHUX CUHAPOMIB. Ajle BOHU
MOXKYTb (POPMYBATICh BHYTPIIIHBOYTPOOHO y IJIOAA i 3@ BIACYTHOCTI FeHETNIHO-3YMOB/IEHNX NeTEPMIHAHT, a 3
PaxyHOK HEraTMBHOTO BIUIMBY 30BHIIIHIX (pakTOpiB. ¥ 3B’13Ky 3 IIUM NIPiOPUTETHOTO 3HAUCHHs HAOyBAIOTh PaHHS
miarHOCTMKa Ta Bepuikallis fiarHo3y, OCKi/IbKY YMM paHillle BCTAHOB/IEHO 3aXBOPIOBAHH, TVM LIBMALIE, 32 II0-
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Tpe6u, MOXX/IMBO PO3IOYaTy IPOQIMAKTUIHI, TiKyBanbHi, peabiniTaliiini saxony, 11106 momepefuTH i BigTepMmi-
HYBaTM PO3BUTOK YCK/Ia/{HEHb, MiHIMi3yBaTy HeTaTMBHI HAC/TIKM 1X BIUIMBY Ha CTaH Ta XUTTA JUTUHU. “3070TUM
cTaHgapToM” 00CTeXeHHs qUTUHY (HaXiBIsIMI IEPBUHHOI TaHKM 3IMIIAE€THCS KIIIHIYHUI OT/ISAT AUTUHIY, ajie /s
YHUKHEHHsI Cy6’€KTIBI3MY Ta Oi/IbIII peTe/IbHOTO AiarHOCTUYHOTO ITOUIYKY HAaTOMOTIYHMX BiiXnIeHb y MopdoreHe-
31 JUTHHM, HeOOXITHO 3aCTOCOBYBATH CIeIianbHO po3po6ieHi 06’ eKTUBHI IporpamMu YHiiKOBaHMX METOAIB Hiar-

HOCTUKM (TellTabT).

KntovoBi cnosa: acouianii, Mampdopmanii, Aity, opdaHHi 3aXBOPIOBAHHS, BPOKeHMII, MOpdOreHes.

BcTyn

Ha cygacHoMy eTamni po3BUTKY MeJVILIVHY JUTHH-
CTBa Ba)X/IMBE 3HAYE€HHA MAa€ CBOEYACHE BUABICHHA
BpomKeHnx Manbdopmarnint [1] mpu obcrexeHHi
AUTVHY QaxiBLAMM IIepBUHHOI JIAHKY 3 METOI0 fia-
THOCTVKY Ta AM(epeHIIiI0BaHHS IeHeTUIHO-3YMOB-
JeHHUX AncMopdi3MiB Bifj KOHCTUTYLIIHUX 0CO0-
NMMBOCTEN IUTMHU. Y CBiTi icHye Bif 5 mo 8 Tmcsay
HO30JI0TiYHMX (opM Op(aHHMX 3aXBOPIOBaHb [2],
AKi XapaKTepU3YIOTbCA TSHKKUM MPOTPECYIOUUM IIe-
pebiroM, poO3BUTKOM [leTeHEPATUBHUX 3MiH, iHBaIi-
IM3aLli€l0, SHVDKEHHAM AKOCTIi Ta CKOPOUYEHHAM TPU-
BAJIOCTi XXUTTSA AiTeil. 3 KOXKHUM POKOM Iii nmpu
361IbLIYIOTBCSL.

3BMYAIHO, “30/I0TMM CTaHAAPTOM BUSIBICHHS
BPOKeHNX ManbQopManill y AiTell 3aayIIaeTbcs
K/IiHIYHe 00CTeXXeHHA IUTUHU. AJle, 1[00 YHUKHYTH
cy0’eKTMBI3MY, Y IPOBiIHMX KpaiHaxX CBIiTY BXe JjaB-
HO 3aCTOCOBYIOTBCS CIIelia/IbHO po3pobieHi yHidi-
KOBaHi IpOrpaMy HEOHATa/IbHOTO CKPVHIHTY, AKUMMA
KOPUCTYIOTbCA (paxiBIi mepBMHHOI naHKU. PaHHA
fiarHOCTMKA Ta Bepudikalis BpomKkeHNX Maabpop-
Mallill y fiTeli J03BOJIA€ NPUIIBALUINTI MOXXIUBICTb
posnoyaty npodilakTUyYHi Ta TiKyBalbHI 3aXopn,
BiTepMiHyBaTV PO3BUTOK YCK/IaJHEHb, MiHiMi3yBa-
TV HETaTMBHI HAC/IIKY Ta IOKPAIUTY AKICTb XXUTTA
DUTUHK i 11 ciMm’1 [3].

BupimanbHy ponb y mpolieci paHHbOTO BMAB-
JIeHHsI PiAKiCHMX 3aXBOPIOBaHb BifirpaoTsh ¢axisii
IIEPBMHHOL JTaHKM — JIiKapi-NefiaTpy Ta mikapi 3a-
rajJibHOI IMPaKTUKM — CiMelHi jikapi, AKi HepmmmMu
KOHTAKTYIOTb i3 HOBOHAPOIDKEHUM Ta JIOI0 POJM-
HoIo [4]. Bxxe mpu mepuromy nmarpoHaki HOBOHapof-
JKEHOTO BOHU MOXYTb e(peKTUBHO ifmeHTn(ikyBaTn
BpoKeHi Manbdopmauii, zedpopmanii, gucMopdis-
MM, aHa/Ti3yI04M 30BHIillIHI Ta BHYTPIlIHi IOpPYyIIEH-
HA MOpQOTeHe3y AUTUHM, AKi MOXYTb OYTHI SIK KOH-
CTUTYLiTHIMM IIPOSBAMH, TaK i 03HAKOI0 Op(aHHIX
3aXBOPIOBaHb.

MeTta

[IpomeMOHCTpYBaTH BaXK/IMBICTb PaHHbBOI Jia-
THOCTVKY BPOIKEeHUX MajabpopMaliil mpu obcTe-
JKeHHI AUTUHYU (axiBUAMM IEePBUHHOL IAHKK 3 Me-
TOI0 AN(epeHIiIOBaHHA TeHeTNYHO-3yMOBIEHHIX
aucMop}i3MiB 3 KOHCTUTYLITHNMM OCOOIMBOCTAMM
IUTVHU
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[Tpo6bnema pigkicHux (opdaHHMX) 3aXBOpIO-
BaHb B YKpaiHi, K i y BcboMy cBiTi, HabyBae nepai
6inpioi akryanbHOCTI [5]. BaxknmuBy ponb y pan-
Hill piarHocTMLi opdanHOI maTosorii BifirpaloTb
¢daxiBii nepBMHHOI /JaHKM - JTiKapi-megiatpu Ta
niKapi 3arajpHOI MpaKTUKU — ciMmeiiHi mikapi. Came
BOHM MaloTh 0e3[ocepesHiil KOHTAKT i3 MaiOyTHi-
MM 6aTbKaMM Ta MOXYTb Ilje Ha eTalli IVIaHyBaHHSA
BariTHOCTI a00 Ha paHHIX I TepMiHaX OLIHUTK pu-
3MK BUHMKHEHHA Op(aHHUX 3aXBOPIOBaHb LIUIAXOM
aHa/i3y reHeajqIoriYyHOro aHaMHesy popuuHu. OTpu-
MaHa iHQoOpMallif O3BOMUTD BUSABUTH MOXKJIUBi
IIATEPHM YCNAJLKYBAaHHA, CIPUATUME IPUIHATTIO
HOZIPY>KXKAM OOIPYHTOBAHUX pillleHb Ta 3MEHIIEH-
HIO PU3MKY PO3BUTKY T€HETMYHMX 3aXBOPIOBaHb Y
Mari0yTHbOTO ITOKOMiHHA [6].

JliteparypHi pkepena [y OIIARY HigOupamuch
3 BUKOpMCTaHHAM geckpuntopiB MeSH (Medical
Subject Headings) y 6asi ganux PubMed. B nepmy
4epry BimOMpamuch IKepena 3 CUCTEMATUIHUMMU
OIJIIZaMM Ta MeTa-aHali3oM JaHoi mpoOmemu 3a
OCTaHHi 5 POKiB 3 BMCOKNMM piBHEM JOKa30BOCTI.
[lns Bigbopy mkepen 6yn0o 3aCTOCOBAHO HPUHIVII
3icTaB/eHHsI MOPOJIOTiYHIX MapKepiB TreHeTUYHIX
cuHpoMiB i3 Bapiantamm ¢isionoriunux 3miH. B
npiopureti Oy Kepena 3 onucoM (GeHOTUIIOBOTO
CKPUHIHTY Ta anropuTMiB AudepeHniitHoi miarHoc-
TUKI. B po60Ti 3acTOCOBYBaBCA MOPiBHANbHNI aHA-
i3 CyYacHMX IialrHOCTMYHMX METOJIB Ta IIPOTOKOIiB
OIJIAAY JiTeVl 3 METOIO BUAB/IEHHS HaOiNbLI CIIeIy-
¢GiuHMX AUCMOPQIYHMX O3HAK, IO MAIOTh BMCOKY
NPOrHOCTUYHY LIiHHICTD [/IA PaHHbOI [JialrHOCTUKMA
Ta aMuQepeHIiloBaHHA TeHeTUYHO-3YMOBIEHHIX
aucMopdisMiB Bifi KOHCTUTYLIHUX 0COOMMBOCTeI!
AUTUHY TIpy i 00CTeXXeHHI ¢axiBLssMM NepBUHHOI
TIAHKI.

CucreMaTyHMil KOHTAKT (paxiBIiB IHepBMHHOI
JIAHK! 3 JUTWHOKI [A€ 3MOTy BMABIATU MOpP(GOTIO-
riuHi BigxuiaeHHsA (mucMopddismm), XapakTepHi i
OKpeMMX piIKicCHUX 3aXBOpPIOBaHb, a TaKOX Aude-
peHIifoBaTy X Bif ciMelfHMX a00 KOHCTUTYLIIHUX
0cO0/IMBOCTEI. 3 METOIO MiABUIEHHS e(DeKTUBHOCTI
posmisHaBaHHA AMCMOpQi3MiB (axiBIAM IepBUH-
HOI JIAHKVM HeOOXiJHO MPOBOAMTH CIeliani3oBaHi
HaBYaJIbHi TPEHIHIM 3a y4YacTIO JIiKapiB-TeHETHKIiB;
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3abe3nevyBaryl aKTyaJbHOK [OBiAKOBOW iHpOpMa-
1i€to; po3poOIATH Ta BIPOBAIKyBaT! YHidikoBaHi
OiaTHOCTMYHI IpOrpaMM 3 YiTKMMMU aJArOPUTMaMMU
aHaizy gucMopdiunyx peHorumis [7, 8].

[Toni6Hi mporpaMmu Ta TeXHOJIOTii BXKe AaKTUB-
HO 3aCTOCOBYIOTbCA B 3aKOPAIOHHIN MeamnuuHi. 30-
KpeMa, BUKOPNUCTOBYIOTbCA CHUCTeMM YHigikoBa-
HOTO aHajIi3y Ta pO3Mi3HAaBaHHA MCMOPQIYHIX
(deHOTUIIB, XapaKTePHUX A LIMPOKOTO CHEKTPY
opdaHHUX 3aXBOPIOBaHb. IIpMKIaZlOM € TeXHONO-
rid aBTOMAaTMYHOTO BUABJIIEHHA Ta BUMipIOBaHHA
AHTPOIIOMETPUYHMX TOYOK OOMMYYs — IIKama 30-
BHIIIHBOTO BUITIAY 00/, BioMa sk «The facial
appearance scale: Understanding facial features in
rare genetic syndromes» («Po3ymiHHS puc o6mmyds
[PV PiIKiCHUX TeHeTUYHMX CHMHApPOMax»). 3a ii jo-
IIOMOTOI0 3[Ii/ICHIOETbCA PO3Mi3HAaBaHHA (PEHOTUIIIB
TaKUX CUHAPOMIB, Ak KopHernii ne J/lanre, Angelman,
Apert, Down, Fragile X, Progeria, Treacher-Collins,
Williams-Beuren Ta iHmmx.

3asHaveHi MeromMkyu 0a3ylOTbCI Ha aHasisi
nucmopdosorii 06mYYs Ta JO3BOMAIOTH OL[iHIOBATH
11 3icTaB/IATY BUABJIEHI O3HAKM 3 BitoMyMu peHOTH-
MYHUMY Mopenamu obnuyusa (remranbramu). Bax-
NIMBOIO IIEPEBATOI0 IMX TEXHOJIOTIN € IX JOCTYIHICTh
I HIMPOKOTO KOMa KIiHINMUCTIB. JliarHOCTMYHO
3HauyIla relTaabT-iHgopmalis, oTpumMaHa 3i 3Bu-
qaiiHux ¢ororpadiit 06y, Ja€ 3MOry Ha OCHO-
Bi KpaHiodalia/TbHIX XapaKTepUCTUK 3[i/ICHIOBATH
BJMICOKOTOYHY Ta BUCOKOIPOAYKTUBHY [iaTHOCTUKY
NOPYLIEHb PO3BUTKY Yy HiTell i3 pifKiCHMMM 3aXBO-
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prooBanHaMu (puc. 1). Komm'loTepHmit anroputm
aHaymisye ¢eHoTHNiuHy iHpOpMalio 3i 3BMYANTHUX
HekIiHiYHUX ¢doTorpadiit Ta Mopenoe aucMopdism
o064y AUTUHM B 6araTOBMMIPHOMY «IIPOCTO-
pi ¢enoruny xminivHoro obmmuus». lle mosBomsae
cyrTeBo 3By3utu (y 27,6 pasa) fialmasoH IOIIYKY
MOTEHLiHNX [iarHO3iB y MaLli€HTIB i3 MiJO3pOI0 Ha
HOPYIIEHHA PO3BUTKY, IO 3HAYHO HifgBUINYE edek-
TUBHICTb iaTHOCTMYHOTrO Ipouecy [9, 10].

Hucmopdismu y fiTell MOXYTb NPOABIATUCDH AK
CiMeTHMMM KOHCTUTYIHITHMMM OCOOMMBOCTAMN, TaK
i cBigunTy po Ti unM iHImi op¢aHHi 3aXBOPIOBAaHHS,
[0 BYMAra€e peTenbHOi AndepeHIiiiHol AiarHOCTH-

u [11]. Tomy my>ke BaXIMBO IPABUIBHO i BYACHO
pOsmi3HaTH, IO ABMAAETbCA KOHCTUTYLIHOI HOP-
MOIO I AUTHHY, a Jie BifXV/IeHH:, XapaKTepHi /I
NEeBHUX CUHAIPOMIB, ManbdopMaiil, medopmariii,
npucmopdismis [12].

Jeski BigxmieHHS MOXYTb OYTM He TeHeTHUd-
HO JleTepMiHOBaHMMMU HAedeKTaMM, a 3YMOBJICHU-
MU 30BHIIIHIM BImMBOM Ha miof [13]. Hanpuknap,
BpPOJI)KeHa K/IVMIIOHOTICTb (eKBiHOBapycHi cromm)
Ta Ba/IbIycHI ctomy (puc. 2, 3) MOXYTb BUHUKATU
BHAC/I/IOK MiJBAIIEHOTO MEXAaHi4YHOIO TUCKY Mar-
KI, CTIHOK IIOIOBOTO MiXypa, IYIIOBUHY, IyX/IVMHI
MaTKM, 4epe3 L0 CTYIHI 3arOpTAIOThCsA BCEPENVHY
[14]. Taka KIMIIOHOTICTD YCHINTHO JTiKy€eTbCA Bimpa-
3y micna HapomxkeHHA. IIpu disionoriunomy Banb-
TyCi CTOIM i TOMiJIKOBOCTOIHOTO Cyrno6a criocrepi-
TaloThCs CIAOKICTh M'A31B i BpO)KeHe BepTUKa/lbHe
pO3TalllyBaHHA TapaHHOI KiCTKM B TOMiJIKOBOCTOII-

Syndrome Controls
n= 1,518

Down Fragile X

209 185

Angelman Apert Cornelia de Lange
21 257 283
Progeria Treacher-Collins Williams-Beuren
100 118 236

Puc. 1. lIkana (remranbT) 30BHIIIHBOTO BUITIAAY 0044, TAK 3BaHe “PO3YMiHHA pUC 06mmMddsa
IpY PifIKiCHUX T€HeTMYHMX CMHPOMax

Iwcepeno: Zhou P, Zhu L, Fan QL, Chen L. [Interpretation of the first international consensus for Cornelia de
Lange syndrome]. Zhongguo Dang Dai Er Ke Za Zhi. 2020 Aug;22(8):815-820.
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HOMY cyrno6i, a nmpu isiomorivHoMy Banbryci 3a-
JHBOTO BiIi/Ty cTONM — II'SITa BifjXM/IeHa Ha30BHi Ha
5-7 rpapycis, mo € HopMmomwo [15]. ITpu ¢isiomoriu-
HOMY BaJIbI'yCi CTOIIM Ta TOMiJIKOBOCTOITHOT'O CYTJIO-
6a crocTepiraloTbcst M’sA30Ba CMAOKICTD 1 BPOI>KeHe
BEPTUKA/IbHE IONOXKEHH TaPaHHOI KiCTKM B TOMiJI-
KOBOCTOITHOMY CyTI/106i. ¥ pasi disionorignoro Basb-
TyCy 3aJlHBOTO Bifilily cTONM IT'ATa BifXMIAETHCA
Ha30BHi Ha 5-7°, 11J0 BBa)XA€TbCA BapiaHTOM HOPMIL.

Puc. 2. Bpom>xeHa KINIIOHOTICTh
(exBiHOBapyCHi cTOIN)

Imcepeno: Gelfer Y, Davis N, Blanco ], Buckingham R,
Trees A, Mavrotas J, Tennant S, Theologis T. Attaining
a British consensus on managing idiopathic congenital
talipes equinovarus up to walking age. Bone Joint J. 2022

Puc. 3. BanbrycHi cromnm.

Icepeno: Chang AS, Son SW, Park P, Kim HJ, Hwang SH,
Park SG, Park YH. Hallux valgus interphalangeus is
more common in juvenile-onset hallux valgus than
in adult-onset hallux valgus. J Orthop Surg Res. 2024
Dec 26;19(1):884. doi: 10.1186/s13018-024-05408-1.
PMID: 39726019; PMCID: PMC11670350.

BHYTpilIHBOYTPOOHI MOPYIIEHHA CTPYKTYpHU Op-
raHiB i TKaHMH MOXXYTbh BUHUKATI BHAC/IIOK BIUIMBY
30BHIIIHIX MeXaHiuHuX akropis [16]. [Jo HUX Ha-
7IeXXaThb JU3PYILII, NPUKIAIOM AKUX € aMIIyTalis
HaJIbIIiB Yepe3 aMHIOTMYHI IepeTsHKKY (puc. 4).
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Puc. 4. AmnyTanis ¢anaHriB nmanplis pyk
BHACTIiIOK aMHIOTUYHMX TIEPETAKOK.

Hxncepeno: Estanbouli MA, Anadani A, Albobah H,
Dakkak T, Mokresh R, Etr A. Late management of
amniotic bands syndrome with incomplete syndactyly: A
case report of 4-year-old child. Int ] Surg Case Rep. 2024
Feb;115:109277. doi: 10.1016/j.ijscr.2024.109277. Epub
2024 Jan 19. PMID: 38262220; PMCID: PMC10830882.

Cungpomu (GOpMYyIOTbCS B pe3ynbTaTi FeHeTHd-
HIX MYTaliil, geneniit abo AyIulikaii XpoMocoM, a
TaKOX IIiJl BIVIMBOM TepaTOT€HHUX UYMHHUKIB.

Bpomxeni manbdopmarnii € HacaifkoM IepBUH-
HUX fiepeKTiB MOp¢oreHe3y Ta MPOSB/AIOTCS BXKe
IIpY HapOJ KEHHI, HEPIIKO 3YMOBIIOIYY PO3BUTOK
Manb)OpMaL[iiHUX CeKBEHIiil — BTOPMHHUX CTa-
HiB, IO BUHNKAIOThb 4Y€pe3 HaABHUII aHATOMIYHMI
nedext. I[Ipuknagom € cungpom IT'epa Pobena —
BPOJ)KE€HA QaHOMaslifA IIeNeNHO-IULEeBOl MiIAHKMY,
IO XapaKTepuU3YyeTbCA Tpiaflolo: HeOPO3BMHEHA
HIDKHA Ienena (MiKporuaris), 3amafaHHs s3MKa
(rmocomnTo3) Ta posuiMHa MigHeOIHHA i MOXe cy-
NPOBOJPKYBATHUCA IOPYLIEHHAM MPOXifHOCTI [u-
Xa/lTbHUX LUIAXiB i 4epe3 amHOe NPU3BOAUTU IO
CHHApOMY panToBoi cMepTi (puc. 5). CBo€yacHa fiia-
THOCTMKA JJO3BOJISIE 3aII00IITH YCK/TaJHEHHAM LIS

Puc. 5. Cungpom ITepa Pobena.

Iwcepeno: Karempelis P, Hagen M, Morrell N, Roby BB.
Associated syndromes in patients with Pierre Robin
sequence. Int J Pediatr Otorhinolaryngol. 2020 Apr;
131:109842. doi: 10.1016/j.ijporl.2019.109842. PMID:
31927142.
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XOM 3aCTOCYBaHHA IO3ULIIHOI Tepalii, KMCHEBOI
HMiJTPUMKM, aabTepHAaTUBHUX METOHIB BUTOJOBY-
BaHHA a00 BUKOPUCTAHHA JOIIOMDKHMX 3ac00iB 1A
3a0e3NeyeHHA AVXaHHA. Y TSKKUX BUIMAJKAX Ipo-
BOJATD XipypridHy Kopekiiito (He panimre 4-6 pokiB),
a CTUMYJIALIIA POCTY HVDKHDOI 1e/IeNN TOCATAEThCA
3aBJAKM OINTKUMi3alii MeTOMiB BUIOJOBYBaHHA Ta
xapuyBaHHs [17].

Acornianii BM3HaualOTh AK OENHAHHS BPOI>KEHUX
aHOMaJIill 6e3 BCTAHOBJIEHOI CIIIZIBHOIL eTionorii, 1o
BifIpisHsA€ IX Bifi CMHIPOMIB i3 XapaKTE€PHUM KOMII-
JieKcoM O3Hak. (puc. 6, 7). [Jo HaliBigomimux Haje-
katb acorianii CHARGE (xono6oma, Bagu cepus,
aTpesid X0aH, 3aTPMMKa POCTY i PO3BUTKY, aHOMaJIii
renitamiit Ta Byx) i VATER/VACTERL [18, 19], sixa
BKJIIOYa€ aHOMaslii XxpeOTa, aHOpPeKTa/IbHi leeKTH,
Tpaxeoe3odareanbHi HOPUIli, aTpe3ilo CTPaBOXOAY, a
TaKO)X IIOPYIIEHHA PO3BUTKY KiHIIIBOK i BHYTPIIIHiX
OpraHiB.

Hucnnasiia (Big rpen. dvo (dys) — mopyureHHs i
rpen. mAdoel (plasei) — yrBOpIoto, nirto, popmyio) —
1le y3araJibHeHil TePMiH, 1110 IT03HaYa€ MOPYLIEeHHA
¢dbopMyBaHHA OpraHiB, TKaHUH a60 IX OKpeMMX 4a-
CTMH Y mepiof; eMOpioreHesy um Iics HapOKeH-
Hs Ta NPOSBIAETHCA 3MiHaMu po3Mipy, popmu abo
KITUHHOI cTpyKTypu. (puc. 8, 9). Oxpemi BapianTu
OymOBM CTOIM MOXKYTb MaTy CIIQIKOBMII XapaKTep
i 6yTy moB’A3aHNMMU 3i CTAOKICTIO 3B’A3KOBOTO aIla-
paTy, 3yMOBJIEHOIO AMCIIIA3i€l0 CIOMYYHOI TKaHU-
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HU (BapycHa 4M BajbrycHa gedopmanii crom). Ili
BpOKeHi medopMalii MOXYTb IPOSIBIATUCH BXKe
B PaHHbOMY Billi sIK BpopkeHa mudepeHIjilioBaHa
CIIOTYYHOTKAaHMHHA AucIasisa (cuappomu Enepca—
Hannoca, Mapdana, Crukiepa, HeTOCKOHAIOTO OC-
TEOTeHe3y Ta iH.), TaK i fjemo misHinre, y BUITIAAIL He-
nudepeHIiioBaHOI CIOMTYYHOTKAHMHHOI AMCIIIasii
[20, 21].

Crurmu auseMbpiorenesy abo mMaii aHoMartii pos-
BUTKY, AAB/IAIOTb COOOI0 He3HAYHi BPOIXKeHi 0co0/1-

Puc. 8. 3you pu ekTofepManbHii AucIasii.

Icepeno: Cerezo-Cayuelas M, Pérez-Silva A, Serna-
Muiioz C, Vicente A, Martinez-Beneyto Y, Cabello-
Malagén I, Ortiz-Ruiz AJ. Orthodontic and dentofacial
orthopedic treatments in patients with ectodermal
dysplasia: a systematic review. Orphanet J Rare Dis. 2022
Oct 17;17(1):376. doi: 10.1186/s13023-022-02533-0.
PMID: 36253866; PMCID: PMC9575248.

V - Vertebrae

A - Anus

C - Cardiac (heart)

T - Trachea

E - Esophagus

R - Renal (kidneys & urinary tract)
L - Limb & radius

Puc. 6. Acomianis CHARGE.

Ixwcepeno: Chetty M, Roberts TS,
Elmubarak M, Bezuidenhout H,
Smit L, Urban M. CHARGE synd-
rome: genetic aspects and dental
challenges, a review and case
presentation. Head Face Med. 2020
Jun 8;16(1):10. doi: 10.1186/513005-
020-00224-4. PMID: 32513271,
PMCID: PMC7282035.
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Puc. 7. Aconianis VATER/VACTERL.

van de Putte R, Dworschak GC, Brosens E, Reutter HM, Marcelis
CLM, Acuna-Hidalgo R, Kurtas NE, Steehouwer M, Dunwoodie SL,
Schmiedeke E, Marzheuser S, Schwarzer N, Brooks AS, de Klein A,
Sloots CEJ, Tibboel D, Brisighelli G, Morandi A, Bedeschi MF, Bates MD,
Levitt MA, Pefia A, de Blaauw I, Roeleveld N, Brunner HG, van Rooij
IALM, Hoischen A. A Genetics-First Approach Revealed Monogenic
Disorders in Patients With ARM and VACTERL Anomalies. Front
Pediatr. 2020 Jun 23;8:310. doi: 10.3389/fped.2020.00310. PMID:
32656166; PMCID: PMC7324789.

107 ——


https://portal.issn.org/resource/ISSN/2786-667X#
https://creativecommons.org/licenses/by/4.0/

B PEDIATRICS

Review Articles

Puc. 9. Tanarodopna aucnnasis (KopoTki pebpa,
IUTOCKI Tina XpeO61iB, edopmaliisi CTeroH).
Iwepeno: French T, Savarirayan R. Thanatophoric
Dysplasia. 2004 May 21 [updated 2023 May 18]. In:
Adam MP, Bick S, Mirzaa GM, Pagon RA, Wallace SE,
Amemiya A, editors. GeneReviews® [Internet]. Seattle

(WA): University of Washington, Seattle; 1993-2026.
PMID: 20301540.

BOCTi OyfoBM OpraHiB i 4YacTuH Tinma, mpepcraBieHi
Ha puc. 10-18. MyTauii renis, BifillOBifaNbHMX 32
CMHTe3/KaTaboi3M CTPYKTypHMX Oi/KiB CIIONMy4YHOT

Puc. 10. Cignonopmibumuii Hic.

Hnepeno: Harutyunyan A, Hakobyan G. Saddle Nose
Deformity Reconstruction with a Allograft Bone.
Aesthetic Plast Surg. 2024 Dec;48(23):4839-4847. doi:
10.1007/s00266-024-04123-w. Epub 2024 May 28.
PMID: 38806824.
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Puc. 11. Tineprenopmsm. EnTpomion.

Hxncepeno: Patel SY, Ghali GE. Orbital Hypertelorism.
Atlas Oral Maxillofac Surg Clin North Am. 2022

Mar;30(1):101-112. doi: 10.1016/j.cxom.2021.11.002.
PMID: 35256103.

Puc. 12. IlTos3.

Iicepeno: Bai ]S, Song MJ, Li BT, Tian R. Timing of
Surgery and Treatment Options for Congenital Ptosis in
Children: A Narrative Review of the Literature. Aesthetic
Plast Surg. 2023 Feb;47(1):226-234. doi: 10.1007/s00266-
022-03039-7. Epub 2022 Sep 16. PMID: 36114384.

Puc. 13. AHkinornocia. KopoTka Bysfedka sA3MKa.

Hxncepeno: Tomara E, Dagla M, Antoniou E, Iatrakis G.
Ankyloglossia as a Barrier to Breastfeeding: A Literature
Review. Children (Basel). 2023 Dec 8;10(12):1902. doi:
10.3390/children10121902. PMID: 38136104; PMCID:
PMC10741948.
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Puc. 14. Jepopmauis rpysHMHN.

Iwcepeno: Pu'Y, Jian Y, Huang W, Yang Z. Prevalence and
incidence of chest wall deformities in children below 18
years old: the first systematic review and meta-analysis.
Arch Med Sci. 2024 Jun 6;21(4):1421-1431. doi: 10.5114/
aoms/188876. PMID: 41078925; PMCID: PMC12509807.

Puc.15. Kudockonios.

Hnepeno:  Stiicker R, Mladenov K, Stiicker S.
Mitwachsende Korrektursysteme bei Early-Onset-
Skoliosen [Growth-preserving instrumentation for

early onset scoliosis]. Oper Orthop Traumatol. 2024
Feb;36(1):12-20. German. doi: 10.1007/s00064-023-
00832-8. Epub 2023 Oct 9. PMID: 37812237.

TKaHUHM 260 depMeHTiB, 10 6epyTh y4acTh y IMX
Ipoliecax, KiZbKiCHi 3MiHM YTBOPEHHSA IIOBHOLIHHNAX
KOMITIOHEHTIB €KCTpPale/IIo/IAPHOTO MaTPUKCY, IIOPY-
meHHA QiOpUIoreHesy — € TOTOBHUMM B PO3BUTKY
Ak pudepeHiioBaHol, Tak i HegudepeHIiioBaHOI
CIIOJTyYHOTKAHMHHOI Aucirasii [22-29]. Peasisa-
il TeHeTVYHNUX YMHHMKIB Npu audepeHIiioBaHii
ONCIUIa3il 3HAYHOI MipOK 3aJIeXUTb BiJi BIUIMBY
[OBKi/ISA, TORi sAK HepmudepeHIiloBaHa JUCIIIA3is
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Puc. 16. KnuHomaKTuIiss Mi3UHIIIB.

Hxncepeno: Lin HY, Lee CL, Fran S, Tu RY, Chang YH,
Niu DM, Chang CY, Chiu PC, Chou YY, Hsiao HP,
Tsai MC, Chao MC, Tsai LP, Yang CE Su PH, Pan YW,
Lee CH, Chu TH, Chuang CK, Lin SP. Epigenotype,
Genotype, and Phenotype Analysis of Taiwanese
Patients with Silver-Russell Syndrome. ] Pers Med. 2021
Nov 13;11(11):1197. doi: 10.3390/jpm11111197. PMID:
34834549; PMCID: PMC8624617.

Pwuc. 17. CinpakTnmis.

Icepeno: Kurebayashi L, Nakamoto HA, Nogueira LE,
Faccioni ALC, Goldenberg DC, Gemperli R. Comparing
Results of Syndactyly Operated Children Younger
and Older Than 1 Year. Ann Plast Surg. 2021 Jun

1;86(6):635-639. doi: 10.1097/SAP.0000000000002773.
PMID: 33661223.

Puc. 18. ITanpui maByka.

Iepeno: Debrach AC, Ladouceur M, Trombetti A,
Bouchardy J, Blondon M, Robert-Ebadi H, Ciotu IM,
Boudabbous S, Huber C, Khau Van Kien P. Syndromes
de Marfan et apparentés [Marfan syndrome and related
disorders]. Rev Med Suisse. 2025 Apr 16;21(914):804-
808. French. doi: 10.53738/REVMED.2025.21.914.47027.
PMID: 40241556.
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Puc. 19, 20. IlomigakTumis.
Imepeno: Mirzaa G, Graham JM Jr, Keppler-Noreuil K. PIK3CA-Related Overgrowth Spectrum. 2013 Aug 15

[updated 2023 Apr 6]. In: Adam MP, Bick S, Mirzaa GM, Pagon RA, Wallace SE, Amemiya A, editors. GeneReviews®
[Internet]. Seattle (WA): University of Washington, Seattle; 1993-2026. PMID: 23946963.

Ma€ MOJreHHO-My/IbTU(AKTOPiaIbHMII XapaKTep
1 moB’A3aHa 3i CIAfKOBOI CXWIBHICTIO, IIO (bop—
MYETbCSI BHACIJOK Pi3HMX KOMOiHaIliil anemiB Bif
6aTbka i MaTepi i, IK HACTiKOK, POPMYyBaHHA HOBOTO
YHiKa/IbHOI'O T€HOTHUILY.

TakuM 4MHOM, IIijJ Yac KJIiHiYHOTO OOCTEXeHHS
HOBOHAPOJKEHOTO JTiKapeM-TefiaTpoM abo mikapeMm
3arajIbHOI IPAKTUKN — CIMENHNM JIiKapeM MOXYTb
O6yTy BusB/IeHi pisHOMaHITHI ArcMopdivyHi 03HAKH,
Aki MOXyTb OyTm isionoriunuMu iHAMBifyanb-
HO-KOHCTUTYLIiHMMM BapiaHTaMM HOPMM, TaK i
MapKepaMy MaTO/NOTiYHMX CTaHiB. BuxopucraHHA
yHi¢pikoBaHUX MOp(OMETPUYHNX NPOrpaM y IpaK-
TULi JTiKapiB NepBMHHOI JIAHKYM CHOpUATUME OinblI
00’€KTMBHOMY BUSABJIEHHIO UCMOPGi3MiB y pisHUX
AQHATOMIYHMX Ji/lIIHKaX HOBOHapO[KeHoro. Peresnb-
HUI OIJIAN JUTUHY, OL[iHKa JUCMOPQIYHUX O3HAK,
iX BUMIpPIOBaHHA Ta IIOfA/bIIMII aHa/Mi3 IIOBMHHI
3[I/ICHIOBATNCA Y YiTKO BM3HA4Y€Hil IOCIiJOBHOCTI,
OCKIZIbKM TaKMii MifXif Mae BUpilllaJibHe 3HAYEHHA
UL CBO€YACHOI JIiarHOCTMKM 6araTboX BPOKEHMX
CUHJIPOMIB:

> popma Ta CUMeTpPUYHICTD TOTIOBY, pUCH 00OINY-
4, 7100, cepefHs YacTHHA ronoBu (Bif OpiB fo Bepx-
HBOI TYOM Ta Bij 30BHILIHIX KyTiB oueil 10 KoMicyp
ry6), BiscTanp Mk ounma (Mi>KKaHTa/lbHa) Ta 3iHU-
1AM (MDK3iHMYHA, MDKIIEHTPOBA) - MOXYTb CBifj-
49Uty 1po AedekTy y GOopMyBaHHI MDKIIBKy/IeBOI
Ii/THI;

» KOPOTKa, JIOBra, CKOIlIeHa OYHa IIIi/INHA, eBepcCia
HIDKHIX ITOBIK, CIIIOLEHE IIepeHiccA, pO3Mip BYIIHNUX
pakoBuH, ix ¢opma, IOMOXKEHH:, 3MiHU TixOOopia-
ISl — MOXKYTb BKa3yBaTM Ha aJIKOTOJIbHUI CHHJPOM
wiopa, cuaapomu Kabyxi, [layna, Tpiuepa Komnninsa,
Hi II>xopmxi Toio;

» BIIXMJIEHHA B CTPYKTYpi POTOBOI IIOPOKHVHI,
KiZIbKOCTI Ta BUTIIAAI 3y6iB, HasABHICTb aHOMaJin
sA3VKa, si3M4Ka (yBy/n) Ta mifgHeOiHHS;
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» JOJATKOBI IIKipHI cKmagky 3 060X 6OKiB i,
KOPOTKa IV, 3MiHM (OPMMU IPYAHOL KIIITKM, IO Xa-
pakTepHi gy cungpoMiB Teprepa, Hynan ta Kiine-
1 — Qeiing;

» 3MiHM 3aJHDOI JIiHil pOCTY BOJIOCCA Ta PO3MipiB
IIUTOIOAIOHOI 3271031, BaXXK/IMBI IS NiarHOCTUKU
BPOJIPKEHOT O TillOTUPEO3Y;

» IOpYILIEHHSA PYXIMBOCTi Ta [ialla3oHy pyXiB
Cyrno6iB, HasABHICTb KOHTPAKTYP OFHOTO abo Kijb-
KOX CyrIo0iB, MOXYTb CBif4UTH IIPO BPOPKEHY
HellpoM's130By AMCPYHKIII0 abo apTporpumnos, ¢e-
TaJIbHUI aJIKOTOJIbBHUI CMHIPOM Ta JeAKi aHeYIIoi-
nii X—xpomocomu; HasiBHICTD moymigakTuii (puc. 19,
20), agakTuii (pu Tprcomii 13 xpomocomu), oyiro-
JAKTWUIII, arnasil IpoMeHeBol KiCTKM, MOXYTb CBifi-
YUTY NPO HAABHICTD i30/IbOBAHOI ayTOCOMHO-/IOMi-
HaHTHOI o3Haku [30];

» CHHAAKTUIiA (3polieHHsA ABOX abo Oinmplue
IasbliB) 3ycTpivaeTbcst mpu 6araTbox CUHAPOMAX,
BKTIOYatoun cuagpoM Cmita—/lemmi—OmiTija;

» TIOIlepeYHa JONOHHA CKIafika 3yCTpida€eTbcA Y
50% giTeit i3 cuagpomom JlayHa;

» XapaKTepHUII JOJTIOHHUI Bi3€PYHOK CIIOCTEpira-
€TbCA IPY (HeTaTbHOMY a/IKOTOJIBHOMY CHAPOMI;

» TOpYIIEHHA PO3BMUTKY TeHiTasliil, Trirmocmna-
Jif, KpUIITOPXi3M 4M iX IOENHAaHHA, AK IIPaBUIIO,
IIOB'A3aHi 3 eHJOKPMHHUMIY PO3JTafiaMy, TAaKUMU AK
BPOJ)KEHA TillepIliasisd HaJHMPKOBUX 3aj103, MO3ai-
unsmoM 4X, Y/4, cMHIpOMOM MHOXXVHHUX BPOJIKe-
HMX aHOMasIiil Ta pisHuMm Mmyraniamu [31, 32, 33],
1[0 TAKOXX MOXKe Oy TI 03HaKaMu op¢paHHUX XBOPOO.

Takum 4ymHOM, MOppOMeTpUYHA OLHKA Pi3HUX
AQHATOMIYHMX [UIAHOK TiZla OJUTWHU 3 BUKOPUCTAH-
HAM YHi(piKOBaHMX METOMIB HiarHOCTUKY 3a0e3Iedye
¢daxiBIsAM HepBUMHHOI MEAMYHOI JOIIOMOTM — JIiKa-
pAM-TefiaTpaM i JiKapsAM 3arajibHOI MPAKTUKY — Ci-
MEeHUM JKapsIM — MOX/IMBICTh AudepeHIitoBaTn
TeHEeTUYHO 3yMOBJIeH] AucMopdiuHi 03HaKM BiJ KOH-
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CTUTYLITHUX OCOOMMBOCTEN JUTUHM Ta 1l pOAMHIL.
Ile cnpusie cBO€4YacCHOMY HallpaBJIeHHIO Malli€eHTa Ha
reHeTUYHY KOHCY/IbTalliio s Bepudikaii giaruosy,
a TAaKOXX [J03BOJIsIE OpraHisyBaTy HeoOXifHi mpodi-
JIAKTUYHI, TepaleBTUYHI Ta pea6iniTauiI71Hi 3axomnu,
CIpsAMOBaHI Ha MiHiIMisallil0 HeCHPUATIMBUX Ha-
CIigKiB 3aXBOPIOBAHH Ta MOKpallleHHA AKOCTI XXUT-
TA BUTUHU i 11 pofMHi.

BucHoBkM

1. ¥V crarti nmpoaHanisoBaHO OCTaHHi ITy6rika-
Uil mofo akTyaabHOCTI mpobmemu aucMop¢ismis
Ta 3HAaUY€HHA paHHbOI [ialrHOCTMKU BPOIPKEHMX
ManbdopManiil GpaxiBLAMU NIepBUHHOI IaHKY 3 Me-
TOI JuQepeHIliloBaHHA TI'eHeTUYHO-3YMOBICHHNX
nucMopdi3MiB 3 KOHCTUTYLITHUMM OCOOIMBOCTIMM
ANTUHY 260 3MiHaMy Mop¢oreHe3y Tina abo 4acTUH
TiZla B pe3y/nbTaTi HEraTUBHOIO BIUIMBY Ha IUIiJi 30B-
HilHIX ¢akrTopis.

2. BigzHavyeHa mpiopuTeTHICTh 3aCTOCYBaHHS [/
PaHHBOI IIaTHOCTMKYM BPOMKEHUX ManbdopMariiit,
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KpiM “30710TOrO CTaHmApTy, IporpaM Mopdome-
TPUYHOI OLIIHKM Pi3HMX aHaTOMiYHMX Ji/IAHOK Tila
AUTUHY (TelITabTiB), SKi BXXe po3po0IeHi s mest-
KIX T€HEeTMYHO-3YMOBJ/IEHVX CMH/IPOMIB.

3. Opdanna maronoris — mpo6memMa MyIbTUANC-
LIMIUTIHAPHOTO XapaKTepy i paHHA [iarHOCTHKA Bifi-
X1jIeHb Ta Bepudikauis AiarHo3y JO3BOIUTH PO3IIO-
vyaTy NpodiakTUyHi, TiKyBanbHi Ta peabimiTaniiHi
3axomy (HEBPOJOTivHi, XipypriuHi, Icuxonmoriuxi,
collia/IbHi, [yXOBHI TOI0), 06 ITOIepeauTy 9 Bijl-
TePMiHyBaTM PO3BUTOK YCK/IaJHEHb, MiHiMisyBaTn
HeraTVBHI HACHiJKM Ta HNOKPAIIMTU AKICTb XXUTTA
OUTVHMA Ta Il pOAVHMNL.

4. CyuacHi cTparerii BefileHHA Nalli€HTIB 3 BpOJXe-
HMMU Ma/Ib(OPMALisAMM, 3TITHO CY4acCHUX pO3poOOK
Ta MyO/iKauiil, CIpsAMOBaHI Ha PaHHIO [JialHOCTUKY
op¢daHHNX 3aXBOPIOBaHb, CYJaCHMII BUOIp TaKTUKU
IUIs1 3MEeHIIeHHS HeraTVBHOTO BIUIMBY XBOpoOM Ha
OpraHisM Ta IOKPAaILeHHA AKOCTi XXUTTA SJUTUHI Ta
11 pogyHu.

®iHaHcyBaHHS. [laHe gocnigKeHHs NiTepaTypy He OTPMMaro 30BHILIHbOTO QiHAHCYBaHHS.
KoHonikT iHTepeciB. ABTOpM AeknapyroTb BiACYTHICTb KOHPAIKTY iHTepeciB.

3ropa Ha nybnikauito. Bci aBTopu 03HaoMeHi 3 TEKCTOM pyKOMMCY Ta Haganum 3rofy Ha noro nybnikauito.

EtuyHe cxBaneHHs. [locnig>KeHHS BUKOHYBanu 3 LOTPMMaHHAM eTUYHMX NPUHLMNIB [enbCiHKCbKOT Aeknapadw,ii.

Bukopuctanusa WI. Mig yac nigrotoBkmn uboro pykonucy LU iHCTpyMeHTV He BUKOPUCTOBYBaAMCS.

BHecok aBtopiB [CRediT). Conceptualization - Nataliia I. Horobets. Methodology - Anastasiia Horobets; Nataliia
M. Horobets. Software — Anastasiia Horobets. Validation - Anastasiia Horobets. Formal Analysis - Nataliia . Horobets.
Investigation — Anastasiia Horobets. Resources - Nataliia M. Horobets. Data Curation - Anastasiia Horobets.
Writing - Original Draft — Nataliia |. Horobets. Writing - Review & Editing — Anastasiia Horobets. Visualization -
Nataliia M. Horobets. Supervision — Nataliia |. Horobets. Project Administration — Nataliia M. Horobets. Funding
Acquisition - Nataliia |. Horobets.
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Abstract: in the review article analyze contemporary publications on dysmorphisms, which may be of either
physiological or pathological origin and represent a relevant issue in modern medicine in the context of the rapid
development of orphan diseases. Therefore, this review aims to demonstrate the importance of early diagnosis of
congenital malformations during child examination by primary care specialists to differentiate genetically determined
dysmorphisms from constitutional features or from alterations in body morphogenesis (of the whole body or its parts)
resulting from negative external influences on the fetus. This is highly relevant due to the complexity of early diagnosis
and differential diagnosis. Timely identification of pathological features in a child by a primary care specialist will
accelerate referral for genetic counselling to verify the diagnosis and will allow for the earliest possible organisation
of necessary multidisciplinary preventive, therapeutic, and rehabilitation measures aimed at minimising adverse
consequences of the disease and improving the quality of life of both the child and their family. To understand which
features are pathological and how to distinguish them from constitutional characteristics or from morphological
changes of body parts resulting from negative external influences on the fetus, a method of morphometric assessment
of various anatomical regions of the child’s body can be applied using specially developed programs of unified
diagnostic methods (Gestalt). According to contemporary publications, these methods help differentiate pathology
from physiological variations. Based on current sources, the authors indicate that morphological deviations in child
development — manifesting as deformations, associations, disruptions, dysplasias, minor anomalies of development,
or stigmata of dysembryogenesis — may result from various influences. However, they are often clinical markers of
orphan diseases and indicate the presence of certain genetic syndromes. At the same time, such abnormalities may
develop intrauterinely in a fetus in the absence of genetically determined factors, arising instead as a result of the
negative influence of external factors. In this regard, early diagnosis and verification of the diagnosis are of vital
importance, since the earlier a disease is identified, the sooner the needed preventive, therapeutic, and rehabilitation
measures can be initiated to prevent or delay the development of complications and to minimise their negative
impact on the child’s condition and life. Clinical assessment of a child by primary care specialists remains the “gold
standard” of examination. However, to avoid subjectivity and to conduct a more thorough diagnostic search for
pathological deviations in a child’s morphogenesis, it is necessary to apply specially developed objective programs of
unified diagnostic methods (Gestalt).
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