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«InctutyT cnagkoBoi natosorii HAMH VYkpainuny,

JIbBiB, YKpaina

Oco6MBOCTH HEMPOPO3BUTKOBHUX IMOPYLIEHD
y AiTeH 13 FeHeTUYHUMH XPOMOCOMHUMHU aHOMATISIMHA

Beryn. Heiipopo3BUTKOBI TOPYIIEHHS — 1€ CTaHH, 1110
BUHHKAIOTh Yepe3 MOPYIICHHS PO3BUTKY HEPBOBOI CH-
CTEMH 1 BIUTMBAIOTh Ha (YHKIIIOBAaHHS MO3KYy. Bonm
MPOBOKYIOTh BIJIXHMJICHHS KOTHITHBHUX, €MOIIHHHUX,
MOTOPHHX 1 IOBE/IIHKOBUX HaBUYOK. LIi mopymieHHs BU-
SBJISIOTHCS B IUTHHCTBI i MOXKYTb 3’ SIBIISITUCS YIIPOJIOBK
JKUTTS Y PI3HHUX CTYNEHSX TSDKKOCTH. Halimommpenimm-
MU € pO3JIaJIi PO3BUTKY MOBIICHHS, BAMOBH 3BYKiB (JIHC-
Jais), CeKTpa ayTU3My, iIHTEeJIeKTyaJIbHOTO PO3BHUTKY,
neQinuT yBaru Ta rinepakTuBHICTH [8]. [Ipruunan Heil-
POPO3BUTKOBUX MOPYIHICHb MOXYTh OyTH PI3HUMHU H
OXOIUTIOIOTh, 30KpeMa, FTeHeTHYHI YNHHUKU Ta BIUINB
JOBKLLISA. JI0 FTeHETHYHUX YMHHUKIB HaJIeXkKaTh MyTallii
TEeHIB, XPOMOCOMHI aHOMaJTii, SMIreHETHYHI 3MIHH Ta THIII
nopytieHHs [S]. XpoMOCOMHI aHOMaJIii, CIPUYMHEHI
TeHETHYHUMHU TOPYIICHHSIMH, TTOCIJAI0Th YiJIbHE MicIle
y CTPYKTypi criajikoBux Heayr jonuuu [11]. Lli mopy-
IICHHS BUKJIMKaHI 3MIHOK KUTBKOCTH 200 CTPYKTYpPOIO
XpoOMOCOM. 3a IH(POPMAIIIEIO 3 JIITEPATYPH, CEPell HOBO-
HApPO/PKEHUX YaCTOTa XPOMOCOMHOT aHOMAaJTii CTAHOBUTh
0,6—1,0 % 1 3yMOBIIIO€ IHTENIEKTYyaJIbHI MMOPYLICHHS Ta
3aTPUMKY (i3U9HOTO PO3BHUTKY [1, 2, 4]. Cunnpom nedi-
[UTY YBary 3 rilepakTUBHICTIO € TOMIMPEHUM PO3JIaIoM
PO3BUTKY HEPBOBOI CUCTEMH Y JITEH HIKIJIBHOTO BIKY 3
XpPOMOCOMHOI0 aHoMadier, y 50,0 % Bunaakis 30epi-
raeThes B IOPOCIIOMY Billi [7].

Cunnpom [Ix. JI. JlaBna (47,XX+21 a6047,XY+21) —re-
HETHUYHUI CHHJIPOM, KM BAHUKA€ BHACIIIJIOK aHEYTLIO-
inii 21-1 XxpoMOCOMH 1 CIPUYUHEHUH HEPO3XOKEHHSIM
XPOMOCOM TIi/I 4ac raMeToreHesy, 10 MPU3BOIUTH 10
TIOSIBU JIOJIATKOBOI XpOMOCOMH. L[5t aHOMaTist BUSIBIISIETH-
Csl THTENEKTyallbHUMH MOPYIICHHSIMH, OOMEXCHHIMH
pocty Ta cnenudiuHuMU pucamu ooaudus. Tpucomis
21-1 XpOMOCOMH € OCHOBHOIO T€HETHYHOIO MPUYUHOIO
aHOMaJliil PO3BHUTKY, @ TaKOX MOPYUICHb KOTHITHBHHUX 1
HaBYAJILHUX Ie(QIIUTIB y JiTel pizHoro Biky [15]. [ditn
3 cuipomom JIk. J1. JlaBHa HallyacTile MarOTh 3HUKE-
HUH M’s130BUI TOHYC (TIMOTOHI), OpaxinedanbHy dop-
My TOJIOBH, TUTacKe TMepeHices, CKIaIKy, TUISIMH B paii-
JUyKI[i, MiIKpOTHATik0, MaJICHbKI ByXa, HAJJTUIIIOK HIKipH
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Ha 3aJ{HIi YaCTHHI U1, CKOIIEH] BrOpy 30pOBi LIIINHH,
KOPOTKMH T’ SITUH TaJiellb, €JUHY TIONEPEYHYy J0JIOHHY
CKJIaJKy, KIUHOMAKTIII0. KpiM 1[bOT0, JIIOMISIM 13 CHH-
apomoM k. JI. JlapHa mnpuTaMaHHI 3HAYHUH PU3UK
BTpatu ciyxy (75,0 %), 0OCTPpyKTHBHOIO allHOE CHY
(50,0-79,0 %), cepeannoro oruty (50,0—-70,0 %), npodiem
13 ounma (60,0 %), 30kpema karapakTu (15,0 %) 1 mopy-
mrenns pedpaxuii (50,0 %), Bpomxenux Baj cepiist (50,0 %),
HeBpojoriynoi auchyHkmii (1,0—13,0 %), arpesii mutyH-
KOBO-KHIITKOBOTO KaHaiy (12,0 %), BuBuxy crersa (6,0 %)
i poznaniB muronoAioHoi 3ano3u (4,0-18,0 %). Korni-
TUBHI MOpYIIEHHS y J1roeH 13 curapomoM JIxk. J1. JlaBHa
MOXYTh KOJIUBATHCS Bij jierkoro crymens (3 1Q Big 50
1o 70) no nomipuoro (3 1Q Bix 35 no 50), a iHKOIK MO-
KyTb OyTH nocuth BaromuMmu (3 1Q Big 20 mo 35) [12].

Cunppom I'. Tepnepa (45,X0) — onHa 3 HalnommMpeHi-
HIMX XPOMOCOMHHX aHOMaJTiH 31 IOPIYHOI0 YaCTOTOIO BiJl
1:1500 mo 1:4000 >KUBOHAPOPKSHUX HEMOBIIST SKIHOYOT
crari [9, 10]. IommpeHicTh i€l HeyTH B YKpaiHi cTaHo-
BUTH 1 Ha 1290 HOBOHAPOPKEHUX JIBUATOK [3]. 3a pe3ysib-
TaraMu o0cTeXeHHsI BueHHMH 3 Benukoi bpuranii 127
narieHToK i3 cuapomoM I. Teprepa, Oubrricts (83,0 %)
3a3HaJIA 3HAYHUX TPYAHOILIB COLISUTBHOTO CIUTKYBaHHS 1
Maibke KokHa deTBepra autuHa (23,0 %) Biamosigana
JISITHOCTUYHUM KPHUTEPISIM PO3JIa1y ayTHYHOTO CIIEKTpa
(PAC). Tpernna nauientok (34,0 %) mana npuHaiiMHi
OJIHY O3HAKy TIOPYIIICHOTO HEHPOPO3BUTKY. Y JIBYATOK i3
curipomoM I. Teprepa, sixi manm PAC, dikcyBasm OibImii
PHU3UK eMOLIIHHOTO po35aay (TPUBOXKHICTB), CHHIPOMY
JediuTy yBaru Ta rinepaktuBHocTH [11].

PeTpocriekTuBHE KOTOPTHE TOCIIKEeHHS cepen 1392
naiieHTok i3 cunapomom I. TepHepa, BKIIOUCHUX JIO
[1IBesIChKOTO HAIIOHAILHOTO PEECTPY MAIlIE€HTIB, TTOKa-
3aJ10, IO B 0Ci0 i3 UM AiIrHO30M (pikcyBanm y BiciM
pas3iB MiABHUIICHUI PU3UK BHABIB IHTEJIEKTYaILHOI He-
JIOCTATHOCTH 1 B YOTHUPH pa3u OUTBIINK PH3UK BUHHK-
HeHHs1 PAC mopiBHSIHO 3 KOHTPOJIbHOO Tpymoto. Takoxk
JIOCTOBIPHO YACTIIIIE CIIOCTEPIraiucs po3aaan XapaoBoi
MOBEIIHKH a00 MOBEIHKOBI MOPYIICHHS, KOPEH] SIKHX
cATalli Yy PaHHE TUTUHCTBO [6].
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Y xBopux i3 cuaapomom 1. Knaitadensrepa (47, XXY)
HasIBHICTH JTOIAaTKOBOI CTATEBOI XPOMOCOMH TTOCHITIOE
po0IeMu HEPBOBOTO PO3BUTKY Ta MOBJIEHHS. HasiBHICT
IIFOTO CHH/IPOMY BITITMBA€E Ha PO3BUTOK HEPBOBOI CHCTEMHU
Ta IiABUIIYE pU3NK BUHUKHEHHS KOTHITUBHHX, TICUXOJIO-
TYHUX 1 COISTIBHUX MOPYIIEHb, X04a CIIOCTEPIraeThCs
3Ha4YHa HEOJHOPITHICTH y Mpodisi pO3BUTKY HEPBOBOT
cucremu. Cunapom . Knaitndensrepa xapakTepu3yeThes
cren(ivHIM KOTHITHBHUM ITPOQiieM i3 mepeBaykHO Bep-
OampHuM nedimuroM, 30epekeHOI0 (PYHKITIEIO B HEBEP-
0aJbHIH Ta Bi3yabHO-TIPOCTOPOBIH c(hepax, BUKOHABUOIO
TUC(HYHKITIEIO 1 COIISITPHUMH TOPYIIEHHSIMH, a TaKOX
T IBUIIICHOIO BPA3IUBICTIO 10 TICUXIYHUX PO3JIAIIB.

IToeaHaHHs KOTHITUBHUX, IICUXOJIOTYHMX 1 COLISIIbHUX
MpoOJIeM MOTEHI[IHHO MOXKe HETaTUBHO BIUIMHYTH Ha
AKICTh KUTTSA [14].

Merta nocJigxeHHns. 3’ ICyBaTH 0COOIUBOCTH HEHPO-
PO3BUTKOBUX MOPYIICHb y JITeH i3 TEHETHIHUMH XPO-
MOCOMHHUMH aHOMaITiSIMH.

Marepisiin i MeTOIH H0CTigKeHHs. JocaimKkeHHs
TIPOBOAMIIM B YMOBaX MEIMKO-TeHETHYHOTO IeHTpyY Jlep-
*aBHOI yctaHoBU «lHCTHTYT criakoBoi matosnorii HAMH
VYxpaiam» (M. JIbBiB), Kyau Brpoaosxk 2022-2024 pp. Ha
KOHCYJBTAIIII0 3BepHyHCs 6aTpku 19 miteit (8 miBuaTok,
11 XJTOMYMKIB) 13 XPOMOCOMHUMHE aHOMaJisIMHA (OCHOBHA
Tpyma), y IKUX JSTHO3 MiATBEPIKEHO ITUTOTeHETHIHUM
MeToaoM. Bik 00CTe)yBaHHX MITEH KOJWBAaBCS BiI 2
(cuagpom JIx. JI. JlaBua) no 10 poxkis (cuaapom I Tep-
Hepa). Jlo KoHTponbHOT Tpynu yBidnuIo 15 mitei 6e3
MOPYIIECHHS HEHPOPO3BUTKY BIATIOBITHHUX CTaTi i BIKY.

3rimHo 3 BUMOTaMH KoMiTeTy 3 OioeTuku «IIpo mpo-
BEJICHHA JTaOOPaTOPHUX JOCITIKEHb 010JI0TIYHOTO Ma-
Tepisuty», BiJl 6aThKiB KOKHOI TUTHHHA OTPUMAIIH TTHUCH-
MOBY 3Tr0/ly Ha OOCTEKEHHS IXHIX TITEH.

Y ankeTax Ha MpUoMi y Jikaps (hikcyBaiu, 30KpeMa,
BIZIOMOCTH TIPO CTaTh, BIK AUTHHH, MISTHO3 XBOPOOH,
LIKIJJIMB1 3BUYKHM KOKHOIO 3 0ATHKIB, LIKIJJINUBICTH CeE-
pEeIOBHINA Mpalli MaTepi 10 HApPOMKEHHS TUTHHU, Yep-
TOBICTh BariTHOCTHU i 4€proBiCTh TOJIOTIB.

Kapra criocrepeskeHHs1 TMTHHE BKITIOYasia iH(hopMariito
PO BEITUKY MOTOPHUKY 1 30pOBO-PYXOBY KOOPAMHAILIIO,
piBHOBary, Tarepu3aliito (0CHOBHA pyKa / HOTa), PEaKIlio
Ha CIIyX, MaHyallbHi 3[[I0HOCTH, TPadOMOTOPHUKY, arpe-
CUBHY i aBTOArpeCrBHY TIOBEIHKY, HACIiTyBaHHS, KOH-
LEHTPAIlII0 YBaru, MOBEIHKY ITiJ 9ac BI3UTY /IO JiKaps
[13]. KapTy criocTepekeHHs TepeBeieHO B OaabHy IIKa-
my. CKIIaHUIKN KOXKHO1 cpepu ortineHo Bix 1 1o 3 6aris,
BHBEJICHO CyMapHUH 0ajl BUSABY MOPYIICHHA y KOXKHIN
chepi. DyHKIIITO OMiHIOBaMM B 1 0a, SIKIO TUTHHA Ca-
MOCTIIHO BUKOHYBajJa Ty 4YH IHIIY JiI0 1/91 MOBeIiHKa
abo peaxiris Oynu ageKBaTHUMU ii BiKy, 2 Oaju — AKIIO
JTUTHHA TIOTpeOyBaja JOTOMOTH JOPOCIOTO AJIsi BUKO-
HAHHS TOTO YW 1HIIOrO 3aBmaHHsg a0o i1 MOBEIIHKA YU
peaxitist OynH He 30BCIM a/IeKBaTHUMH ii BiKY, TPOTE B
MeXax HOpMH, 3 OaJd — SKIIO BUKOHAHHS TOTO UM iH-
III0TO 3aBJAHHS JUIA JUTHHU € HEMOCHIFHUM a00 BOHA
HE HaMaraeTbCs HOT0 BUKOHATH, a PEAKITisl UM MTOBEiHKA
€ HaJITO OypXIUBUMH a00 3arabMOBAHUMH, IO HE BifI-
MoBiTae 11 BIKY.
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CratucTuyHe OIpaIfoBaHHs KIIHIYHUX TMOKa3HUKIB
3MIMCHIOBAIN 32 3arajIbHOMPUHHSATOI0 METOTUKOIO 13 3a-
CTOCYBaHHSIM ITEPCOHAIILHOTO KOMIT FOTEpPa B MTAKeTi MPo-
rpam Statistica 7 i Microsoft Excel — 2007.

O6uncnroBanu cepente 3HadeHHs M, CTaHIAPTHY T10-
XHOKY cepeHboro apupMETHIHOTO /7 1 3HAaYEHHS KOe-
¢inienta CTprOIEHTA ¢ TSI KOXKHOTO Habopy. O0uncieH-
HS 3IIHCHIOBAIA 32 POpMYITamMu:

zie X, — [-T€ 3Ha4€HHsI HAbOPY;
N — KUTBKICTh 3HaYCHD Y HAOOPI.

JloCcTOBIpHICTH OTPUMAHKX PE3YIIBTATIB 32 3HAUCHHS-
Mu KoedimienTa CThIOMEHTA ¢ i KUTBKICTIO CITOCTEPEIKEHD
1y KOKHOMY Ha0Opi OIIHIOBAIH 3T1AHO 3 TaONHIISIMU
«3HavyeHHs] HOPMAJIBHOTO IHTETpasa WMOBIpHOCTEH y
Mexax + 1 Ta «lloma KpuBoi iIMOBIpHOCTEH Y MeXax
+ ¢ 711 MQJIOTO 00’ €EMY CYKYITHOCTH.

J1J1 KO’)KHOTO TTOPIBHSIHHA 3HAIEHO HMOBIPHICTH (p)
TOTO, IO PI3HUIT HEIOCTOBIPHA, KA JJIS O1TBIIOCTH
HabopiB He nepeBuiryBaia 0,05. 3HaYCHHS p 3HAXOMUITU
B TaONuIl «3HaYeHHSI HOPMAJIBHOTO IHTETpana WMOBIp-
HOCTEH y MeXax * #» BiAMoBimHO 10 KoedimienTra CThIo-
nenTa t. Koedimient CTpioneHTa ¢ 17151 CepeiHiX MOoKa3-
HUKIB PI3HUII BU3HAYAIH 32 GOPMyIaMu:

t=id; d= (M — M>); md = \jm, +m, ,
m

e Ml, M2 — cepenHi 3HaYCHHS TBOX HA0OPIB;
m,, m, — IOXUOKH CEPENHBOTO apU(PMETHIHOTO IBOX
HaOOpIB.

Pe3yabraTu gocaigxeHHs Ta iXHE 00roBOpeHHH.
3 MeTOI0 aHaJi3y JaHUX KIIHIYHOTO J0CIIHKEHHS 00-
crexmin 19 miTed i3 XpOMOCOMHHUMH aHOMAaJisIMHU
(tabn. 1). Cepen HUX IEpeBaXKay MAIIEHTH 3 CHHAPO-
mom JIx. JI. lasua— 11 (57,8 %), 5 (26,3 %) niBuatox
Mamu cuaapoMm . Tepnepa, 3 (15,8 %) xmomuuku —
cunapom I. Kimaitadensrepa. Y cinbChKiil MicieBOCTH
npoxusaino 12 mireit (57,1 %), 7 (42,9 %) Oynu memr-
KaHISIMA MicTa.

Sx O0agmmo 3 Tabx. 1, yacToTa B MOyl XBOPUX
13 cuaapomomM JIxk. JI. JlaBaa — 1:650, HaiiBumia cepen
MaIi€eHTIB 13 XpOMOCOMHUMH aHOMAaJisIMH, 9acTOTa
xBopux i3 cunapomom I. Kmaiingensrepa — 1:700 xiomn-
YUKIiB, TS JOBOJII BUCOKA, YACTOTA XBOPHUX 13 CHHAPO-
Mom I. Tepuepa — 1:2 000-1:5 000 miBuaTox. Xoua
yacrora cunapomy Jx. JI. JlaBna Ta cunapomy I'. Knaiin-
(denprepa B MOMYJIAIIT Maike OJHAKOBA, MPOTE Hai-
qacTile o0 HEWPOPO3BUTKOBUX MOPYIIEHH 0O
JiKaps 3BepTanmcs 6areku aiTei i3 cuaapomom Jix. JI. Jlas-
Ha — 3aBISKH IMIBHUIKIA Bepudikamii qiSTHO3Y B paH-
HbOMY BIIII.
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Tabnuys 1
CreKTp XpOMOCOMHHX aHOMAJIH cepen aiTei
i3 mopylIeHUM HelPpOpPO3BUTKOM (1)
Cunapom KIHPKIETL Kox MKX-10 Yomnosiunii peHOTUTT Kinounit penorun Hlacrora
JiTeit B MOMYJISII
Cungpom [Ix. JI. JlaBua 11 Q90.0 47, XY+21 47, XX+21 1:650
Cunzpom I, Teprepa 5 Q96.0 - 45.X0, 45,X0/46,XX 1:2.000-1:5 000
JIiBYATOK
Cunzpowm I Knaitadensrepa 3 Q98.4 47,XXY 47,XXY/46, XY - 1:700 xyrom4yukiB

Ockinpku criennivHOro JIIKYyBaHHS XPOMOCOMHHX
aHOMAJIl HE ICHYe, paHHS MEIMYHA JOMIOMOTa Ta COIli-
SAJbHA MIATPUMKA 3HAYHO MOJIMIIYIOTh SKICTh JKUTTSL.
Tomy cepen yCciX TaIli€HTIB MIPOBEIHM aHKETYBaHHS JIJIst
BUSIBIICHHS HEHPOPO3BUTKOBUX MOPYILIEHb 3 METOIO TMO-
JANbIIOT KOpeKii y (axiBis.

VY 1abn. 2 HaBe[CHO MOKAa3HUKHU Opi€HTallil y TiTeH i3
HEHPOPO3BUTKOBUMHU MOPYIICHHIMH Ta KOHTPOJIBHOT
rpymnu. loctoBipHo yacrime (p < 0,0001) y xiTeii i3 xpo-
MocoMHUMH aHomanisimu (11,66 + 4,402) ¢ikcyBanu
MOPYLIEHHS BEJIMKOI MOTOPUKH TTOPIBHSHO 3 TITHMHU KOH-
TposbHOi Tpymu (4,93 + 1,73).

Haifgacrime nopymeHHs BETUKOI MOTOPUKH (TToTpeda
y ¢i3uuHiil onopi mij yac pyxy, HEMOKJIHUBICTh ITiJICKO-
YHUTH, HE3rpaOHICTh MiJl 4ac TPH 3 M STUEM) CIIoCTepirani
y miteit i3 cunapomom k. JI. JlaBHa. [liTe i3 XpoMocom-
HUMH aHOMaJTiISIMH HE MOIJIM TOYHO BU3HAYUTH JOMIHY-
BaHHs JIIBOI YU MPaBoi KiHIIBKU a00 YacTUHU Tija 3a
BUMOTOIO JIiKaps. 3 BIKOM CUTYyallist y JiTeH, i3 SKUMHU
3aiimManucst 0aTbku ab0 HACTaBHUKH, TPOXH TOJIIIIY-
Basacsi, aje He Oyia 4iTKO BHpaKeHa, SIK y JiTel KOH-
TponbHOi Tpynu. Tomy noctoBipHo "actime (p < 0,035)
y AiTeH 13 XxpoMocoMHUMH anoMaisiMu (4,0 + 2,69) ¢ix-

CyBaJld TMOPYLICHY JIaTepU3aLlil0 MOPIBHIHO 3 AITBMH
KOHTpOJbHOT rpynu (4,0 + 0,96).

OxpiM 1bOTO, OATHKK XBOPUX JITEH YACTO CKAPIKHIIH-
Cs1, 110 Ti pearyroTh Ha Pi3Hi 3BYKH 31 3HAYHUM 3aIli3HeH-
HSIM, @ IHKOJIM HE MOYKYTh BKa3aTH HaIIPSIMOK ITOXO/KEH-
Hs1 3BYKOBOTO JKepena. HalfuacTimmii CHMITTOM y TaKuX
JiTel — 3aTyasiHHSA ByX o0OMa pyKaMu IIiJ] 4ac pi3Kux
3ByKiB. Tomy nocroBipno uactime (p < 0,007) y mitei i3
XPOMOCOMHHMMH aHOMatisiMu (6,46 + 2,03) Oyna mopy-
HIeHA peaKllis Ha CITyX MOPIBHSIHO 3 JITbMU KOHTPOJIBHOT
rpynu (3,06 + 1,52). V nauientiB ocHoBHOI rpynu (1,25 +4,5)
noctoBipHo yactinie (p < 0,000) cnoctepiraiu TpyaHO-
11l B PO3BUTKY MOBIICHHS, 30KpeMa eXoJalilo, Herpa-
BUJIbHE BUKOPUCTAHHSI CIIiB y PEYCHHI, 4aCTO HEOCMUC-
JieHE TIOBTOPCHHS TEKCTY, 3aiBi 3allUTaHHS, L0 HE
CTOCYIOTBCSI TEMH PO3MOBH, TIOPIBHSHO 3 JITBMU KOH-
tposbHOi rpynu (0,56 = 0,62). Hailypaznusimmmu Oynu
nit 3 cuaapomom Jx. JI. JlaBHa, siki 4acTKOBO 200 30B-
CiM HE PO3YMLJIH 3BEPTaHHS JI0 HUX SIK JIiKapsl, TaK i 0aTh-
KiB. Y miBuarok i3 cunapomom [. TepHepa MoBa iHKOIH
OyJa HEBUPA3HOIO, IPOTE BOHU BCE PO3YMIIM 1 MOIIIH
MOBTOPUTH TEKCT. Y XJIONMYUKIB 13 cunpomom I, Knaiin-
(enprepa (ikcyBanu TPYIHOLI BKIIOUCHHS MOBJICHHSI.

Tabnuys 2
Ioka3uuku opieHTauii y aireii i3 Helipopo3BuTKOBUMH nopymeHHsiMH (n; M £ m; p)
T'pynu Bemnka Peaxuis a 30p oBa Hyrresa PiBHOBara Mosa Jlarepu3zauis
MOTOpHKA CIyX peaxIis peaxiis

OCHOBHa Tpyna XBOpUX
i3 XPOMOCOMHHMH 11,66 +4,402 | 6,46+2,03 | 64+2,031 | 54+145 | 3,6+1,121 1,25+4.5 4,0 £2,69
aHoMaJisiMu, n = 19
f":“g’o“"“a rpyna, 493+1,73 | 4,00+0,96 3+ 0,96 1,5£1,03 | 275+1,00 | 0,56+0,62 | 3,06+ 1,52
IToxa3HHK p 0,0001 0,007 0,26 0,201 0,66 0,001 0,035

[{ono iHIMX MOKAa3HUKIB Opi€HTaLil (30poBa Ta 4yT-
TEB1 peakiil, piBHOBara) y IiTel i3 HeHpopO3BUTKOBUMH
MOPYILICHHSIMU HE BUSIBIICHO I0CTOBIpHOI pisHuLi (p > 0,05)
MOPIBHSHO 3 AITbMH KOHTPOJIBHOI TPYIIH.

'V niTeid i3 HEWPOPO3BUTKOBIMH MOpyIHEHHsIMHE (5,27 + 1,1)
nocroBipHo yactinre (p < 0,001), HiXx y AiTel KOHTPOIb-
Hoi rpymu (1,25 + 0,447), Oynu nopy1ieHi mizHaBajIbHi
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3nioHOCTH (Tabm. 3). XBOpUM JITSIM HE BAaBajOCs Mpa-
BUJIBHO BIJITIOBICTH Ha OiIBIIICTh MUTaHb, IO CTOCYBa-
JINCS OTAJOBUX IUTSYUX MAJIOHKIB, BOHM HE MOIIH
Ha3BaTH NpaBWiIbHO M(pu. HacTpiii tuTrHM 9acto 3mi-
HIOBABCSI SIK YIIPOIOBK KOHCYIBTAILIT JIIKApsI, TaK 1 BAOMA.
JlutrHa BUSBIISIA 3HAYHY aKTHBHICTB, BCE Yillaia B Ka-
Ol1HETI, HAATO MHJIHLHO BUBYAJIa OTOYEHHSI.
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Tabruys 3
OniHka KOMYHIKATHBHHEX i MOBe1iHKOBUX HABUYOK
y Aireii i3 HelipOPO3BUTKOBUMH NOpyleHHaMHU (n; M + m; p)
. . . . | TloBeminka
Manyansni | Hacimingy- | Konuentpa- - . Crocynku | Ili3HaBanbHi .
Tpynn 3ni6HOCTH BaHHS LisT yBaru Exenpecia | Tosenika 3 JTiKapeM 31i6HOCTH L Hac
BI3UTY
OcHoBHa rpyma
XBopux 13 1,1£0,75 | 1,13340,64 [1,400 +0,507| 1,26+0,45 | 1,4+0,51 | 1,00+0,53 | 527=1,1 | 1,1+0,64
XPOMOCOMHHUMH
aHomamsmMu, n = 19
E(’:Hfgom’“ TPYI ) 0,62£0,80 | 0,68+0,7 [1,125+0,342| 0,68+0,70 | 0,81+0,75 | 0,87+0,61 |1,25+0,447 8’%
[okasHuk p 0,81 0,725 0,141 0,11 0,17 0,58 0,001 0,72

Cepen iHITUX MOKAa3HUKIB KOMYHIKaTUBHUX 1 MTOBe-
JIIHKOBMX HaBUYOK (MaHyaJbHI 31I0HOCTH, HACITi TyBaH-
HsI, KOHIIEHTpAIlisl yBaru, eKCIIpecis, MOBEAiHKa, CTO-
CYHKH 3 JIiKapeM) y IiTe#l i3 HeHpOpPO3BUTKOBUMU
MOPYIICHHSIMHA HE BUSBJICHO JOCTOBIPHOI Pi3HUIII TO-
PIBHSTHO 3 TITEMHU KOHTPOJIBHOI TpyIH. BapTo 3ayBaxu-
TH, 10 3 JikapeM AiTa ocHoBHOI (1,00 + 0,53) 1 kKOH-
tpoxsHOi (0,87 £ 0,61) rpyn moBoamMIIMCS Maiike
OJTHaKOBO, 0e3 mocToBipHOI pi3HUL (p > 0,05).

Panns Bepuikaris 1isirHO3Y CIIaIKOBOT HEAYTH JI0-
TToMarae MOIMIIIATH SIKiCTh JKUTTS MAII€HTIB, CIIPHUIE
3aIrpoBaHPKEHHIO 1HIUBIAYaIbHOI TPOTPaMHU PO3BHUTKY,
3a0e3MeYeHHI0 MYIbTHIUCITUILIIHAPHOTO miaxony da-
XIBI[IB 3 METOIO 3amo0irTH abo BUSBUTH Ha paHHIN
cTafii HeipOpPO3BUTKOBI IOPYIIIEHHS, aJ[Ke TIEBHI XPO-
MOCOMHI 3MiHH MOXXYTh OyTH acoIliifOBaHi 3 pU3UKOM

BucHoBkn. 1. Heiipopo3BUTKOBI TOPYIICHHS y IiTeH
13 TEHETHYHUMH XPOMOCOMHHMH aHOMAJisIMH MalOTh
neBHi ocobnmuBoctH. ocToBipHo yacrinre (p < 0,0001)
y aiTel i3 xpomocoMHUMHU aHoMaitisiMu (11,66 + 4,402)
MOPYILIEHO BEJIMKY MOTOPHKY, € TPYAHOLL PO3BUTKY MOB-
JICHHS1, 30KpeMa eXoJiallisl, HepaBUJIbHE BUKOPUCTAHHS
CIIiB y pPeUEHH1, HEOCMHUCIICHE TIOBTOPEHHS TEKCTY, 3aliBi
3alUTaHHsI, 10 HE CTOCYIOTHCSl TEMU PO3MOBH, TIOPYILIe-
HO ITi3HaBaJIbHi 3110HOCTH. PaHHS AiarHOCTHKA pO3IajiB
HEHPOIICUXOJIOTIYHOTO PO3BUTKY y IiTEH i3 XpOMOCOM-
HUMH aHOMAaJisIMH{, 1110 HETaTHUBHO BIIUBAE HA KUTTS
XBOPOi AUTHHH, ii POJMHU H yCOTO CYCHIIBCTBA, @ TAKOXK
Jornomora (axiBLiB pi3HUX CHELISTIBHOCTEH yMOXKIIUBIIATD
MOJIMIIATH TaKUM AITSIM SIKICTb TTOBCSIKACHHOTO )KUTTA.

BUHUKHEHHS CaMe MOpYIIeHb HeHPOPO3BUTKY.
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Konduaikr intepecin
ABTOpH Li€T CTATTI CTBEPIKYIOTH, 110 KOH(IIIKTY IHTEpECiB HEMAE.

Oco0.1uBOCTH HEIPOPO3BUTKOBHMX MOPYLIEHDb Y AiTel
i3 reHeTUHYHUMU XPOMOCOMHMMH aHOMAJIAMU

M. I. Ipoduak, H. P. Keu

Beryn. Helipopo3BUTKOBI MOpYLICHHS — LI CTaHH, IO BUHUKAIOTH Yepe3 MOPYyIIeHHS PO3BUTKY HEPBOBOI CHC-
TEMH 1 BIUIMBAIOTh Ha (DYHKIIIOBAaHHS MO3KY, OCOOJIHMBO Y JIiTeH 13 XpOMOCOMHUMH aHOMAJIiSIMH.

Meta. BusiButr nopyueHHst HEBHpOPO3BHUTKY y AiTel i3 XpOMOCOMHUMH aHOMATISIMU 1 TIOPIBHATH 1XHi BUSBH 13
MOKa3HUKaMH JITeH KOHTPOJIBHOI TPYIIH.

MaTepiﬂ.}m i MeToau. JlociiKeHHs TPOBOAMIIM B YMOBaxX MeIuKo-reHeTuuHoro ueHrpy AV «lucrutyt cnan-
koBoi narosorii HAMH VYkpainm» M. JIbBoBa, Kyau Ha KOHch'H:TaIIIIO BIIPOJIOBIK 2022-2024 pp. 3BEPHYIUCS 0atb-
k1 19 piteit 13 XpOMOCOMHOIO aHOMaTi€l0 (OCHOBHA rpyna) VYeiM AiTaM AiIrHO3 XPOMOCOMHOI aHoMautii miaATBep-
JOKEHO IMTOTeHETUYHUM MeToloM. Bik oOcTexyBanux niteil kommBascs Bif 2 (cunapom JIx. JI. [asna) no 10
pokiB (cunapom . Tepuepa). 1o KOHTpONBHOI IpyIu yBidAILM 15 niTeid BiAMOBIAHMX BiKy 1 cTaTi 0€3 MOpYyIICHHS
HEUPOPO3BUTKY.

Pesyabraru. [locroBipHo uacrinie (p < 0,0001) y niteit i3 xpomocomHoro anomaiiero (11,66 +4,402) dikcyBanu
MOPYIICHHSI BEJIMKOI MOTOPUKH MOPIBHSIHO 3 JITBMU KOHTPOJIbHOI TpynH (4,93 £ 1,73). V nauieHTiB OCHOBHOI Ipy-
i (1,25 +4,5) noctoBipno vactime (p < 0,0001) cocTepiraiucs TpyJHOILI MOBJICHHS, 30KpeMa, exXoJlalis, Helpa-
BUJIbHE BUKOPHUCTAHHSA CIiB y PEUYEHHI, 4aCTO HEOCMUCIICHE MOBTOPEHHS TEKCTY, 3aiBl 3alIMTaHHsI, 110 HE CTOCY-
IOTBCSI TEMH PO3MOBH, TIOPIBHSIHO 3 JiTbMH KOHTponbHOI Tpynu (0,56 + 0,62). Y niteil i3 HEHpOPO3BUTKOBUMHU
nopymeHHsiMu (5,27 £ 1,1) nocrosipHo wactime (p < 0,001) BUSBISIM Tipili Mi3HaBaJIbHI 3410HOCTH MOPIBHSIHO 3
JTITBMHU KOHTpOJIBbHOI rpymu (1,25 £ 0,447).

BucnoBku. Po3naan HEHpONCHXOIOTIYHOTO PO3BUTKY Y AITEH 13 XpOMOCOMHHMH aHOMAJIISIMH € BArOMOIO TIPO-
0J1eMO10, III0 HETAaTUBHO BIUIMBAE Ha SIKICTh KUTTSI XBOPOI JIIOAWHH, i pOAWHH i yChOTO CYCHiNbCTBA. PanHs misrHOC-
THKa Ta Jjonomora (axiBUiB pi3HUX CHEHISUTBHOCTEH YMOXKIIUBISATD TOMIIIIATH TAKUM JITSM SIKiCTh MOBCSAKICHHO-
O JKHUTTS.

KurouoBi ciioBa: nopyiuieHHs HEHPOPO3BUTKY, XPOMOCOMHA aHOMAJIs, KapTa CIOCTEPEKEHHS, BEITMKa MOTOPH-
Ka, MOBJICHHSI, TPUBOXKHICTb, TIOPYILICHHS TIOBEIHKH.
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Neurodevelopmental Disorders in Children with Genetic Chromosomal Pathology

M. Drobchak, N. Kech

Introduction. Neurodevelopmental disorders are a group of conditions that arise due to disorders of the development
of the nervous system and affect the functioning of the brain, especially in children with chromosomal pathology.

The aim of the study. To identify neurodevelopmental disorders in children with chromosomal pathology and
compare their manifestations with the data of children in the control group.

Materials and methods. The study was conducted in the conditions of the medical genetic centre of the State
University "Institute of Hereditary Pathology of the National Academy of Sciences of Ukraine" in Lviv, where the
parents of 19 children with chromosomal pathology (the main group) sought consultation during 2022-2024. The
diagnosis of chromosomal pathology was confirmed by the cytogenetic method for all children. The ages of the
examined children ranged from 2 years (J. L. Down's syndrome) to 10 years (G. Turner's syndrome). The control
group included 15 children without neurodevelopmental disorders of the appropriate age and gender.

Results. Among 19 children with chromosomal pathology (table 1), patients with J. L. Down syndrome pre-
vailed - 11 (57.8 %) children. In second place were 5 (26.3 %) girls with H. Turner's syndrome, and in third place
were 3 (15.8 %) boys with H. Klinefelter's syndrome. Among 19 patients, 12 (57.1 %) lived in rural areas, and 7
(42.9 %) children lived in the city. Significantly more often (p < 0.0001) children with chromosomal pathology
(11.66 + 4.402) had impaired gross motor skills compared to children of the control group (4.93 £ 1.73). In the
patients of the main group (1.25 =4.5) significantly more often (p < 0.0001) difficulties in the speech were observed,
in particular echolalia, incorrect use of words in a sentence, often senseless repetition of the text, unnecessary ques-
tions that do not relate to the topic of the conversation in compared with children of the control group (0.56 = 0.62).

Cognitive abilities were impaired in children with neurodevelopmental disorders (5.27 + 1.1) significantly more
often (p < 0.001) compared to children in the control group (1.25 + 0.447).

Conclusions. Since disorders of neuropsychological development are a serious problem among children with
chromosomal pathology, it significantly affects the quality of life of the sick person himself, his family and society
as a whole. Therefore, early diagnosis and assistance from specialists of various specialities will help such children
in everyday life and their social inclusion.

Keywords: neurodevelopmental disorders, chromosomal pathology, observation card, gross motor skills, speech,
anxiety, behavioral disorders.
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