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yuigepcumemy imeni B. I'. Koponenxa

BEPE3AH Onexciii Isanosuu
KaHouoam meouyHux Hayx, 0oyenm Kageopu cneyianbHoi oceimu i coyianbHoi
pobomu [Tonmascvko2o HAYIOHATLHO2O NEOA20IUHO20 YHIBEpCUmenty
imeni B. I'. Koponenka

HIETPYIIIOB Anopin Bacunvoseuu
KaHouoam MeoOuyHUX HayK, 0oyenm Kagedpu cneyiaibHoi oceimu i CoyianbHoi
pobomu [lonmascvko2o HAYIOHATLHO20 NEOAL0IYHO0 YHIBEpCUmenty
imeni B. I'. Koponenka

TEHETUKA 3AIKAHHS

3aikannsa  xapakmepusyemvbcsa — 4acmum — HOGMOPEHHAM — abo
NOO0BJICEHHAM 36YKi6, CKNA0i6 4 clig, abO0 YACMUMU BAAHHAMU YU
naysamu, wo ROPYWYIOmb PUMMINHULL HOMIK Mo6enenHs. Bowno mooice
CYNpOBOOACYBAMUCA PYXaAMU 0OIUYYA Ma/ab0 THWUX YacmuHn mina, AKi 3a
uacom 30iearomvcsi 3 NOBMOPEHHAMY, NOOOBICEHHAMU aOO NaAy3amu 6
Mosnennesomy nomoyi. Iowupenicmo 3aixannsa koausaemocs 6i0 0,3% 0o
5,6%. 3azeuuaii y 80%-90% xeopux eono nouunacmucsa y 8iyi 8i0 2-x 00 7-u
pokie nocmynogo. Jocnioxcenus ceiouams, wo 05%-85% 3aikyeamux
dimeti o0yoicyroms. Tlokaznux ycnaoko8y8anocmi 3aikauHs CMaHOSUMb
onusvko 70%, wo ceiduums npo me, WO Maidce MpPemuHa po3nady
CHPUYUHIOEMbCS YUHHUKAMU HABKOAUWHBO20 cepedosuwja. Ha yeii uac
ioenmugixosano 4 cenu  3aikawusa,  AKi  Oepymv  yuacme Y
eHympiwnvoximunnomy oomini pevosun: GNPTAB, GNPTG, NAGPA ma
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AP4E1. Po31ad cnpuyuniocemvcst 0OHOHYKACOMUOHUMU CUHOHIMIYHUMU abO
MICCeHC-Mymayisimu 6 eK30Hax yux eeris. Pisni ocobu, epasiceni 3aikannsam,
MOdCYymb mamu pisni HaOOpu MYMAHMHUX 6apianmie — 6i0 00H020 00
KinbKoX. Bnnue ioemmugixosanux eemie Ha Hetipobionociuni npoyecu 6
20/I06HOMY MO3K08I JNIOOUHU MA HA PO3GUMOK 3AiKAHHA 3ATUUAEMbCA
Hegioomum. ITloku-wo eusenreHo nuwe me, WO 3AiKAHHA BUHUKAE Yepes
nopyulents @QYHKYill 1i30CoM, AKe WKIOIUBO GNAUBAE HA Op2aHi3ayilo
Heupo@inameHmié HeUpOHHUX Mepedxic MOGieHHA. Buecox y 3aikauns
ioenmugpikosanux eemie cknaoac auwe 20%. Busereno maxoxc 9
rkanouoamuux 2enie 3aikanus (FADS2, PLXNA4, CTNNA3, ARNT2, EYA?2,
PCSKS5, SLC24A43, FMNI i ADARB2) ma 7 pezionie 6-u xpomocom (2p, 3p,
3q, 12q, 14q, 15q i 16q), 0ocmosipHo 3uennienux iz yum posniadom.

Heobxioni nodanvwii ycniwini cenemuyni 00CHiodcenHs 3aikanus, sKi
0adymv nepcneKmugy NOKpAwumu Hauie po3yMIHHA Ma JAIKY8AHHS UbO2O
po3naoy.

Knwuosi cnosa: 3aixanns, ecenemuxa, I0eHmuikosani  ceuu,
Mymaumui — eapianmu,  KAHOUOAMHI — 2eHU, XPOMOCOMU,  JH30COMU,
Qinamenmu.

MocranoBka mpodGuaemu. 3aikaHHS € TMOUIUPEHUM PO3JIaJ0M
MOBJICHHSI, WLI0 XapakTepU3YETbCS YACTUM IOBTOPEHHSIM abo
MOJTOBKCHHSIM 3BYKiB, CKJIAJIB UM CIIiB, 800 YaCTUMU BaraHHIMH YH
nay3amu, 10 MOpPYUIYIOTh PUTMIYHUHN MOTiK MOBJICHHSA. BoHO Moxke
CYIIPOBOKYBATHUCS pyXaMH 0OJIHYYs Ta/ab0 1HIIMX YacTHH Tifa, sKi
3a yacoM 30iratoThcsi 3 HOBTOPECHHSAMH, MOJOBXKEHHAMH a00 May3aMu
B MoBieHHeBoMmy motomi. (ICD-10, 2004: 289). 3aikanns
CYIPOBOJKYETHCSI HAIPY)KEHICTIO, TPUBOTOI0 Ta CTPaxoM IMepen
MOBJICHHSIM, $IKI TMOCHJIIOIOTH TOPYIIEHHS BUIBHOTO OBOJIOJIHHA
MOBOI0. BHacmimok wnporo 3aika, IO TOBOPHTH, HaMaraeThCs
VHHKAQTH TIEBHUX CIIiB YW 3BYKiB, YIOBIJIBHIOE TEMIT MOBJIICHHS,
yHUKae TenedonyBanHs Ta myOnidanx BuctymiB. (DSM-5, 2013: 46).

IcHyroTp Takox pigkicHi QopMu 3aikaHHA — HeHporeHHE
3aiKaHHS, CIPUYMHEHE TMOIIKOKCHHSIMH TOJOBHOTO  MO3KY,
HANPUKIIAA, BHACTIJIOK 1HCYJBTY YU UYEPEIHO-MO3KOBOI TpaBMHU, i
NICUXOT'eHHE 3aiKaHHS, TIOB’sI3aHE 3 TICUXOJIOTTYHUM CTAaHOM JIFOIMHH
(Sander & Osborne, 2019). [lns Toro, mo0 BiIpi3HUTH BIACHE
3aikaHHS Bif iHIIMX Horo ¢opm, aMepHKaHCBKi (haxiBLi AN HOTO
MO3HAYCHHS BXXKMBAKOTh TaKi TEPMIiHH: PO3JIaJ BUILHOTO BOJIOMiIHHS
MOBOIO 3 mutuHCTBa (3aikanHs) [childhood-onset fluency disorder
(stuttering)] Ta pospuTkoBe 3aikaHHsa [developmental stuttering]
(DSM-5, 2013: 45; NIDCD, 2016). V miif craTTi mnst 3py4HOCTI,
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BiAMOBIAHO 10 «JI1arHOCTUYHOTO 1 CTATUCTUYHOTO IOCIOHHKA 3
MeHTanbHUX posnaaiBy CIIA (DSM-5, 2013: 45) mu Oynmemo
BXHUBATH TEPMiH «3aiKaHHSI», a MaTH Ha yBa3i po3ial BiJILHOTO
BOJIOJIIHHSI MOBJICHHSIM 3 IUTHHCTBA UM PO3BUTKOBE 3aiKaHHS.
3a3uyaii 3aikaHHs y 80%-90% XBOpHUX HOYMHAETHCS y Billl BifJ
2-x 10 7-u pokiB moctynoBo. [lomupeHicTh HOro KOJUBAETHCS Bif
0,3% no 5,6%. HocmimkeHHs cBimuaTh, mo 65%-85% 3aikyBaTux
IiTel omyXyroTb. SIKIo 3aiKaHHS HE MHHAETHCSA y 8-pidYHOMY Billi,
TO BOHO CTa€ CTIHKUM 1 3alMIIaeTbcs Ha Bce KUTTS. [lommpenicts
CTIMiKOrO 3aiKaHHA B TEHEpPalbHIA CYKYIHOCTI Bapilo€ B MEXKax
Hwk4e 1%. PU3uK BUHUKHEHHA 3aiKaHHS cepel POAMYIB 3aik i3
JUTHHCTBAa TIEPIIOTO CTYNEHS CHOPIIHEHOCTI TIOHAJ yTpHYi
MEPEBUILY€E TOMIMPEHICTh PO3Jany y TeHepajbHIi CYKymHOCTi. Y
0ci0 4oyoBivOi CTaTi 3aikaHHS PO3BHUBAETHCS 4YaCTillle, HIX Yy OCi0
JKiHOUO1, 3i cmiBBijHOIIEHHsSM 5:1 BiamoBigHOo. KpiM TOro, >KiHKH
MaloTh OiNbpIly HMOBIPHICTH OAYKaHHS. BIUIMB pacH, eTHI4HOI
NPUHANIEKHOCTI,  KyJIbTYpH, JBOMOBHOCTI Ta  COLIaJbHO-
EeKOHOMIYHOT'O CTaTyCy Ha TMOIIUPEHICTh 3aiKaHHA 3aJIMIIAETHCS
HeBuszHadeHuM. (DSM-5, 2013: 46-47; Gunasekaran et al., 2021).

Us crarts «l'eHeTmka 3aikaHHS» NPOJOBXKYE HALly Cepilo
OTJIS/IIB 13 TCHETUKU MEHTAIBHUX 1 TOBEIIHKOBUX PO3JIAJIB JIFOJUHU
(ITomoraiibo Tta iH., 2017, 2018a, 2018b, 2018c, 2019a, 2019b,
2020a, 2020b, 2021a, 2022a 2022b).

Merta crtaTTi mosAirae B TEOPETHYHOMY aHalli3i pe3yJbTaTiB
Cy4YacHUX AOCIiPKEHb TCHETHYHUX MEXaHi3MiB 3aiKaHHs.

AHaJi3 OCHOBHHX [OCTiKeHb Ta myOsdikaniil. Pigens
ycnaokogyeanocmi  3aiKanuA. Hdns  po3paxyHKy  piBHSA
YCMaJKOBYBAaHOCTI OyJb-KOI O3HAKM JIIOAWHH KOPHCTYIOTHCS
JOCITI/PDKEHHSIMU ~ OJIM3HAT 1 YCHHOBIEHMX jiteil. Ha meilt wac
JOCTYIHI pe3ylbTaTH, NpHUHANMHI, 9-M JOCHIKEHb 3aiKaHHS Yy
ommsusT (Frigerio-Domingues & Drayna, 2017). Lli mocmimkeHHs
3HAYHO PO3PI3HSIOTECA 32 MOBHUM THOXOKEHHAM YYACHHKIB,
po3mipom BuOiIpok (Big 37 mo 22216 oci0), kpurepisMu Bigdopy
YYACHUKIB, TEXHOJIOTI€I0 3IMCHEHHS JOCIHIDKeHb 1 CTATUCTUYHHMU
METOAaMH, IO YHEMOXIIUBIIOE TPOBEICHHS  MeTa-aHaji3y
olepxaHux pe3ynbraTiB. CepelHiii MOKa3HWUK YyCHaIKOBYBAaHOCTI,
AKHA MH pO3paxyBalid 3a pe3yJibTaTaMu 6-U 13 LUX OCIiIXKCHB,
oOcsr BUOipok skux OyB y Mexax Bim 2289 mo 22216 oci0,
ckiaB 70%. BiH cBiguuTh mpo Te, IO 3aiKaHHS CIPHUYHHIOETHCS
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TeHeTUYHUMH YMHHHKamMHu Ha 70%, a YMHHUKaMH HaBKOJHIIHBOTO
cepenouma — Ha 30%. Takum 4YMHOM, PO3BHTOK IIbOTO PO3NIALY
npuONMM3HO Ha 2/3 3amexuTh Big TeHomMa 1 Ha 1/3 — Bix
HABKOJMIIHLOTO CEpPENOBHIIA. 3AIHCHIOBAIUCS CIPOOW BHUSBUTH
cnocid ycnaakyBaHHS 3aiKaHHs, ajie HE BIAJOCS BHUSBHTH JOKas3iB,
IO 151 O3HAaKa JOMiHAHTHA, PElleCMBHA YU 3YEIUICHA 31 CTaTTio. SIK
NOKa3ajll TEHETWYHI JOCHIKeHHS 3aikaHHS 3a JOMNOMOTOIO
Cy4acHUX MOJIEKYJSIPHUX TEXHOJIOTIH, Led po3naag € BeIbMH
CKJIaJHOIO T€HETUYHO 3YMOBJIEHOIO 03HAKOIO.

T'enemuuni uunnuku 3aikaumus. IneHTudiKanis TEHETHUYHUX
YUHHUKIB ~ OyAb-SIKOTO  CIIaJKOBOTO  3aXBOPIOBAaHHSA  JIFOJWHH
MOYMHAETHCS 13 BU3HAUYEHHS XPOMOCOM Ta iX PErioHiB, A€ MOXYTb
OyTH po3TaloBaHi LI YNHHUKH. BOHO 37iiCHIOETBCS 32 JOMTOMOTOI0
TEXHOJIOT] JOCHIKeHHS TeHeTHuHOoro 34yeruieHHs (Bailey-Wilson &
Wilson, 2011). JlocmipkeHHsS TE€HETHUYHOTO 3YCIUICHHS 3aiKaHHS
MOKa3aly, 110 ['eHH, IPUYETHI 10 HOTO JIOCTOBIPHO PO3TALIOBaHi B
7-u perionax 6-u xpomocom: 2p, 3p, 3q, 12q, 14q, 15q Ta 16q
(Gunasekaran et al., 2021). HaBiTp SKIIO B KO)KHOMY BUSBICHOMY
perioni Oyne ineHTu(ikoBaHO xXo4ya O TO OJHOMY TCHOBI,
NpUYEeTHOMY 10 3aiKaHHA, TO BOHO OyJe BU3HAayaTHCs mie 7-ma
reHaMHU.

Toyna Iokamizamisi TeHa B XPOMOCOMi, HOTO MOJIEKYJISIpHA
CTPYKTYypa, MyTalii Ta iX MO3uLii B CTPYKTypi FreHa BU3HAYAIOTHCS 3a
JIIOIIOMOT'OI0 TEXHOJIOTIT JOCHIJKEHHS 3araJbHOr€HOMHHX acolliamii
(genome-wide association studies, GWAS) (Uffelmann et al., 2021).
Ha meii wac igeHtudikoBaHo 4 reHa, NMPUYETHUX 1O 3aiKaHHS:
GNPTAB, GNPTG, NAGPA ta AP4El (Frigerio-Domingues &
Drayna, 2017; Gunasekaran et al., 2021). [Tomaemo onuc 1ux reHiB
mozao 3aikaHHs. JaHi mpo X sokamizamito Ta (QyHKIII B3ATI 3
naraba3u GeneCards (GeneCards, 2021), a qani mpo NIpUYETHICTH A0
IHIIMX 3aXBOPIOBAaHb JIIOAWHU — 3 Aaraba3u MalaCards (MalaCard,
2021).

I'en GNPTAB (12q23.2) nokamnizoBanuii B 1oBromy riedi 12-oi
xpomocomu, Mae 21 ek30H i koaye anbda- Ta OeTa-cyOoAMHUII
dbepmeHty N-auerunriroko3amil- 1 -pocdorpancdepasu,
OB’ s13aHOTO 3 MeMOpaHaMu. ['amMma-cyOonuHHLS HBOTO (pepMEHTY €
npoaykroMm reHa GNPTG, axuit Mu posrissaeMo Huxde. depment N-
aleTUINIIIOKo3aMiH-1 -pochoTpancdepaza Oepe y4acThb y
TPaHCIIOPTYBaHHI BINMOBIAHUX (EPMEHTIB A0 Ji30cOM. 3aiKaHHS
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CIPUYMHIOETHCS ABOMAa OAHOHYKICOTHIHMMH MYTalisiMU:  P.
Glul200Lys ta p. Thr644Thr. [lepima 3 HUX po3TamioBaHa B €K30HI
19 rena i € micceHc-MyTami€eto. [pyra po3ramoBana B ek30H1 131 €
CUHOHIMIYHOIO MyTanietn. [en GNPTAB TakoX TOB’s3aHUi i3
noHax 100 3axBoproBaHb JIIOAMHHU, Cepel SAKHX Ieplie Micie
3aliMaroTh pi3Hi THIIM MyKOJimigo3y. Jlo nepeniky nux 3aXBOpIOBaHb
BXOZSTH TAKOX Pi3HI pO3JIagy MOBH, MOBJICHHS Ta CIIIJIKYBaHHSI.

I'en GNPTG (16p13.3) posramoBanuii B KOpOTKOMY Iuiedi 16-oi
xpomocomu, Mae 11 ek30HiB i Koaye raMmma-cyOOAUHUILIO pEepMEHTY
N-auerunritoko3amis- 1 -pochorpancdepasmy, MIOB’3aHOTO 3
MeMOpaHamu. Anb(ha- Ta O0era-cyOOAMHUII NEOTO (EPMEHTY KOIYE
red  GNPTAB, posrnsHytuii Bume. Sk yxe 3a3Hadanocs, N-
aleTWITIIIOKO3aMiH- 1 -pocdoTpancdepaza Oepe y4acTh y
TPAHCIIOPTYBaHHI BiNMOBIAHUX (epMeHTiB 0 mi3ocoM. 3aikaHHS
CHOPUYMHIOETBECS TPbOMa OJHOHYKJICOTHIHHUMU MYyTalisiMH B TeHi
GNPTG: 5' UTR (c.-4 C > T), p. Pro234Pro Ta p. lle268Leu. Ilepma
3 HUX PO3TalloBaHa B HEKOIYIOUill MOYAaTKOBiH AIISHII TreHa, Apyra
— B €K30H1 9 TeHa i € CHHOHIMIYHOIO MyTalli€l0, a TpeTsl — B ek30Hi 10
i € MicceHc-myTatiero. ['en GNPTG takox noB'si3aHuil i3 Maiixe 60-
Ma 3aXBOPIOBAaHHAMH JIOAWHHU, CEpeA SKUX JIOMIHYIOTh Pi3HI THUIH
MyKOIinmigo3y. Jlo mepeniky Hux 3aXBOPIOBaHb BXOJSATh TAKOX Pi3Hi
pO371aid MOBH, MOBJICHHS Ta CIIJIKyBaHHSI.

I'en NAGPA (16p13.3) po3ramoBanuii B KOpOTKOMY Tuiedi 16-o1
XxpoMocom#, Mae 11 ex30HIB 1 KoAye BUAANSAIOUUN (epmeHT N-
aleTWITIIIOK03aMiH- 1 -pocdoniedipHy anb(a-N-aeTHITII0K03a-
MiHia3y, skuil pazom i3 npoxykrom rediB GNPTAB ta GNPTG N-
aneTwirmoko3amin-1-pochorpanchepasN-aneTHariroKo3amis- 1 -
¢dochorpanchepazor Oepe ydacTb y TPaHCIIOPTYBAHHI BiJTIOBITHUX
¢depMeHTIB 10 mi3ocoM. 3aikaHHS CHPUYMHIOETHCS  TPbOMa
OJTHOHYKJICOTUAHUMH MyTauisiMmu B TeHi NAGPA: p. Argd44Pro, p.
Leu47Phe Ta p. Asn495Asn. Ilepmi aABi Myramii po3ramoBaHi B
€K30Hi 2 1 € MicceHc-MyTalissMu. TpeTst MyTalisl reHa po3TaioBaHa
B ek30Hi 10 1 € cunonimiuHOI0. ['eH NAGPA Takox noB's3anuii i3 27-
Ma 3aXBOPIOBAHHSIMH JIIOAMHH, Cepel SKHX MepeBaKalOTh pi3HI
(hopMHU MYKOJIIMIIO3y Ta PO3JIaJ(iB MOBH, MOBJICHHS Ta CITiJIKYBaHHSI.

I'en AP4E1 (15921.2) posramoBanuii B AoBromy miedi 15-oi
XpOMOCOMH, Ma€ 23 eK30HH 1 KOAYE eINCHIOH-CyOOINHHIIIO
agantepHoro ¢epmenty 4 (ADP4). Ha cboronHilHiil 1eHb y TH0IUHHA
OTHCAHO IT'ATh TAKWUX aJaNTePHUX KOMIUICKCiB — Big AD1 no ADS.
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KokeH 13 mMX KOMIUIEKCIB MiIiCTUTh YOTHPH CyOOOMHHUII, SK
npaBuio, anbda- Ta Oera-cyOOIWMHHLI IUIIOC TaMMa-, AeibTa-,
eTNCHIIOH- a00 MIO-CYOOAMHUII. ATaNTepHI KOMIUIEKCH PO3Mi3HAIOTH
CHONYKH, IO MICTATbCA B €HAOCOMaxX, 1 OepyTb ydacTb Yy
BHYTPILIHBOKIITHHHOMY OOMiHi1 pe4oBUH. 3aiKaHHS CIIPUYHHIOETHCS
JBOMa 3UYCIUVICHUMU OJHOHYKJICOTHIHHMH MiCCEHC-MYTallisIMH:
p-Val5171le B ex3oni 14 ta p.Glu801Lys B ex3oHi 18, a Takox
BapiaHTaMM BTpaTH (QYHKLII reHa, BKIOYalo4uM Aeselii, 3CyB Kaupy,
HOHCEHC-MyTallii Ta TMOPYLIEHHS MOPSAAKY 3A1MCHEHHS CIUIAHCHHTY.
I'en AP4E] Takox moB's3aHuid i3 Maibke 50-Ma 3aXBOPIOBaHHSAMH
JIOAWHW, Yy TOMY YHCII Taparjieris, po3iaag  MOBJCHHS,
ayTH3M, TOLIO.

Bapro 3a3HaunTH, 1110 pi3HI 0cOOU, BpaKeHI 3aiKaHHIM, MOXKYTh
HecTH pi3Hi HaOOpM MyTaHTHMX BapiaHTiB, HampUKIag, p.
Glul200Lys Ta p. Thr644Thr y reni GNPTAB i p. Asn495Asn y reni
NAGPA, abo p. Thr644Thr y reni GNPTAB, p. 1le268Leu y reni
GNPTG i p. Asn495Asn y redi NAGPA, abo nmumie p. Asn495Asn y
redi NAGPA tompo (Gunasekaran et al., 2021).

Kanouoamni zenu 3aikanna. Kpim iJeHTH(IKOBaHMX Te€HIB,
BHECOK SKMX Y 3aiKaHHS Opi€HTOBHO Moke ckiazatu sumie 20%
(Frigerio-Domingues & Drayna, 2017), 3anuimaerscsi Iiijia HU3Ka
KaHJUJIAaTHUX TEHiB Iboro posnany: FADS2 (11ql2.2), PLXNA4
(7932.3), CTNNA3 (10g21.3), ARNT2 (15925.1), EYA2 (20q13.12),
PCSK5 (9921.13), SLC24A43 (20p11.23), FMNI (15q13.3) 1 ADARB2
(10p15.3), sxi OepyTh yd4acTh Yy MAISUIBHOCTI HEPBOBHX IUISAXiB
rojiopHoro Mo3ky moaunau (Kraft, 2010: 59). I3 mux 9-u reHiB yuie
JIBa JIOKali30BaHI B OJHOMY perioHi 15q i3 7-u BimoMHX perioHiB
3uerieHHs (AuB. Buile). TakuM 4YMHOM, 3arajbHa KUIBKiCTh
KaHAMJATHUX TeHiB 3aikaHHS Moxke OyTu Onm3pko 20 TeHiB, a
MOYKJIMBO U Oijiblie.

Heiipodionozia 3aixanna. Xo4ya y AOCHIIPKEHHI TE€HETHKH
3aikaHHSl € TEeBHI YCHiXW, aje BIUIMB iJeHTU(IKOBaHMX TEHIB Ha
HEHpPOHHI JAHIIOTM Ta PO3BHTOK IIHOTO PO3NAAy 3alHUIIA€THCS
HEBiIOMMM. 3a TakuX OOCTaBHH BHKIHMKAaE 3HAYHY 3alliKaBJICHICTbH
HEelaBHE JIOCHKCHHS MDKHApOAHOI TIpymnu  HeiipoOioJoris,
opranizoBany aMmepukaHchbkuM HaykoBleM X. Cemynkpe (Benito-
Aragon et al.,, 2020). Y 1poMy JOCHIDKCHHI 3a JIOTIOMOTOO
MarHiTHO-pe30HaHCHOI ToMorpadii Ta «ATiacy TOJOBHOTO MO3KY
moaunau» lactutyty Amnena CIIA Oyna Bu3HaueHa JOCHUTh
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posraiy’keHa Mepexa KOpPH TOJIOBHOTO MO3KY, XapakTepHa s
3aikanHs. Ha mifgcTaBi HasSBHOCTI KOAYIOUHX TPAaHCKPUITOMIB OyIo
BUSIBJICHO, 1110 MPUYETHUM 10 3aikaHHs TeH GNPTG, IpoayKT SKOro
Oepe ydacTb y TPaHCHOPTYBaHHI PELENTOPHOIO MPOTEiHa MaHHO30-
6-ocary mo mizocoM, OyB 3HAYHO EKCIPECOBAHHN y KOPKOBIii
Mepexi 3aik. BukopucTaHHS TexXHOJOTiI MOB’S3yBaHHS Habopy
BapiaHTIB TeHIB 13 ()EHOTHINHUMH 3MiHaMH Jajla 3MOTY aBTOpam
MPOJEMOHCTPYBATH, IO JII30COMHI T'€HH, NPUYETHI A0 3aiKaHHS,
(YHKLIOHATBHO  MOB’S3aHI 3  TeHaMd  HelpodiraMeHTHOT
LUTOCKENIeTHOT opraHizauii HeiipoHiB kopkoBoi Mepexi (NEFH,
NEFL Tta INA) 3a monomoroto renie CDKS5, SNCA ta ACTB. 1li
pe3yibTaTH CBigyaTh, IO 3aiKaHHS BUHHUKA€E Yepe3 MOPYIICHHS
(GyHKIH J1i30cOM, sKE WIKIJJIMBO BIUIMBAE Ha OpraHi3allito
HelpodinamMeHTIB HEHPOHHUX JIAHIIOTiB MOBJICHHS. BOoHU € mepimM
KPOKOM JI0 PO3YMIiHHSI MOKHU-III0 HEBiJJOMUX IHTPHUTYHOUUX 3B’S3KiB
MiX JJ130COMHUMH 3MiHAMH Ta 3aiKaHHSM.

BucHOBKH Ta NepcHeKTHBHU NMOJAJBIINX PO3BiAoK. [ eHeTHUH]
JOCHIDKeHHS 3aiKaHHA, Ta i TO BEJIbMH ITOMIipHI, TOYAIUCS JIUILE Ha
noyatky XXI cr. (Frigerio-Domingues & Drayna, 2017), mBuame 3a
BCE, TOMY, IO L5l HEAYra He HACTUIBKYU 3arpo3iuBa AJsl 310POB’sl Ta
n00po0yTy  JIOAMHW, TOPIBHAHO 3 I1HIIMMH  MEHTaJbHUMHU
po3nazaMu, HaNpuKiIa], MU30(PEHIEI0, ayTU3MOM, JENpeciero
Tomo. Ha meli yac Bu3HaueHO piBeHb yCIIaJAKOBYBAHOCTI 3aiKaHHS,
TOOTO J0JI BIUIMBY T€HOMY Ha PO3BUTOK PO3Najy, 11eHTH(IKOBAHO
4 TeHW 3aiKaHHA, BUSBIEHO 9 TeHiB, HMOBIPHO NPHUYETHUX [0
3aikaHHs, Ta 7 PErioHiB 6-1 XpOMOCOM, 3UETICHHX 13 IIUM PO3JIaZ0M.
InenTndikoBaHi TEHM CBiT4aTh, W0 MPUYUHOI 3aiKaHHSA €
MOPYIIEHHSI BHYTPIIIHBOKJIITUHHOTO OOMiHYy pedoBHH. Bapto
3a3HAa4YMTH, MO Leil nedekT cmouaTKy OyB BHSBJICHMH y BUIAIKax
PIAKICHUX MOHOT€HHUX 3aXBOPIOBaHb, SKi YCNAAKOBYIOTHCS 3a
npasuwiamu ['. Mengens, — xopei XanTuartoHna, xsopo6 IlapkiHncona
ta Anbureiimepa (Frigerio-Domingues & Drayna, 2017).

3po3yMmilio, O OTPUMaHi Pe3yNbTaTH T€HETUYHUX JIOCHTIIKEHb
3aikaHHS HE3HAYHI Ta JWIIE MOYaTKoBi. [lomepeay Ha JOCHTITHUKIB
YyeKae CKJIafiHa i ToMy TpuBajia poboTa. CkIagHicTh il mossrae, nepu
3a Bce, B TOMY, 10 HEOOXiAHO ineHTU(iKyBaTH He MeHile 20 HOBUX
TCHIB, e(l)eKT KOJKHOTO 3 SKHX JIeKaThMe B MEXKax BChOI'O KIIBKOX
HpOHeHTlB Io-npyre, (GyHKUIT IMX TeHiB, B3a€EMO3B 30K MK HUMH
Ta 3BS30K 3 IHIIMMH TE€HAMH a6COJ'IIOTHO HeBimomi, 1 ix
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iIeHTU]IKalisT MOXe BHIBHTH Hemepen0ayyBaHl MaTOJIOTivHI
MeXaHi3Mu 3aikaHHsi. KpiM Toro, mOCIHipkeHHS OJNHM3HAT CBiI4YaTh,
10 AEAKi BUMAIKU 3aiKaHHA, WMOBIpPHO, MOXYTb OyTH BUKIIHKaHi
HECTaKOBUMH MpUYMHAMH. TakMM YWMHOM, iJCHTU]IKaIisl HaBiTh
yCiX T'eHiB, MIPUYETHUX A0 3aiKaHHS, HE CTBOPHUTH MOBHOI KapTHHU
MOXOKEHHS Ta PO3BUTKY L[OTO posnany. [y BUpilIEHHS yCiX IUX
po0JIeM HEOOXiTHO 3aTyYUTH HETPAIUIIIHI METOIH JOCIIKEHb Ha
3pa30K TEeHETHMYHO MPHIATHOI TBAapUHHOI MOJENi, HampuKial,
nabopaTopHUX MHILEH, SKi HecyTb MyTallii 3aiKaHHS JIIOOUHHA Ta
MOXYTh BIATBOPIOBATH BaKJIUBY KJIiHIYHY O3HaKy 3aXBOPIOBAHHS
(Barnes et al. 2016). Kpim Toro, Ha MUIIaX MOXXHa BUKOPUCTOBYBaTH
YHCJICHH] HeTIPUAATHI AJIs JIIOAMHU eKCTIepUMEHTAIbHI TPUHoMHU, SIKi
BKJIIOYAIOTh 3JaTHICTh BUKJIMKATH MYyTalii 3aiKaHHS B EBHUX THIAX
KIITHH 1 B TNeBHUW mepiof po3ButTky. Hns igeHTudikamii rexis
3aikaHHS JIIOAWHM, BU3HA4YeHHS iX OyZOBHM, QYHKLIH, XapakTepy Ta
MiCIll MyTalii HeoOXiJHE BUKOPUCTAHHS HOBITHBOI TEXHOJIOTI]
CeKBeHYyBaHHs HOBOro nokojiiHHsa (Next-generation sequencing), sika
Ja€e  MOXJIMBICTH ~ MacoBOrO0  MMapaiejbHOr0  BHU3HAYCHHS
nociigoBHocTi HykieoTuniB y monekynax JJHK i PHK, 3abe3neuye
HA/IBUCOKY TPOITyCKHY 3AaTHICTb, MacIITa0OBaHICTh 1 MIBUIKICTbH
(Behjati & Tarpey, 2013).

[Nomanpimi ycminHi TeHETUYHI JOCIKEHHS 3aiKaHHS JaJyTh
NEePCHEKTUBY IMOKPAIIUTH Halle PO3YMIHHA Ta JIKyBaHHS LBOTO
JABHBOTO 3araIkOBOrO PO3JIamdy.
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V. Pomohaibo, O. Berezan, A. Petrushov
GENETICS OF STUTTERING

Stuttering is characterized by frequent repetition or lengthening of sounds,
syllables or words, or by frequent hesitations or pauses that disrupt the rhythmic
flow of speech. It may be accompanied by movements of the face and/or other parts
of the body that coincide in time with the repetitions, prolongations, or pauses in
speech flow. The prevalence of stuttering ranges from 0.3% to 5.6%. Usually for
80%-90% of patients stuttering starts gradually when children are 2-7 years old.
Longitudinal research shows that 65% -85% of stuttering children recover. The rate
of heritability of stuttering is about 70%, indicating that almost one third of the
disorder is caused by environmental factors. Currently four stuttering genes have
been identified that are involved in intracellular metabolism: GNPTAB, GNPTG,
NAGPA and AP4E]. The disorder is caused by single nucleotide synonymous or
missense mutations in the exons of these genes. Different people affected by
stuttering can carry different sets of mutant variants — from one to several. The
effect of the identified genes on neurobiological processes in the human brain and
on the development of stuttering remains unknown. So far it has only been
discovered that stuttering occurs due to lysosomal dysfunction, which adversely
affects the organization of neurofilaments of speech neural networks. The
contribution of identified genes to stuttering cumulatively is only 20%. There were
identified also 9 candidate stuttering genes (FADS2, PLXNA4, CTNNA3, ARNT2,
EYA2, PCSKS, SLC24A43, FMNI and ADARB2) and 7 regions of 6 chromosomes
(2p, 3p, 3q, 12q, 14q, 15q and 16q) reliably linked to this disorder.

Further successful genetic studies of stuttering are needed to improve our
understanding and treatment of this long-enigmatic disorder.

Key words: stuttering, genetics, identified genes, mutant variants, candidate
genes, chromosomes, lysosomes, filaments.
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