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Cunapom Kabyki € pigKicHUM HENporpecyrounM reHeTUHIUM 3aXBOPIOBAHHAM, SIKe XapakTepu3yeTbCst NOEAHAHHAM (DEHOTUMIYHNX 03HAK. OCHOBHI CUMNTOMM
BK/II04AK0Tb y cebe pucn 06amyys, ki HaragyloTb Makishk akTopis Teatpy Kabyki, po3ymMoBY BiACTanicTb, 3aTpUMKY MOBSIEHHEBOrO PO3BUTKY, NOCTHATANbHY
3aTPUMKY POCTY, CKeseTHi aHomanii, 0co6nnBOCTI fepMatornichiki, TakoX MOXYTb MOEAHYBATUCSA 3 PO3nafamu ayTUCTUYHOrO crekTpa. [MauieHTn 3 uum
32XBOPIOBAHHAM MOXYTb MPUBEPHYTW A0 Ce6e yBary Ak negiatpis, TaK i iHWKUX haxiBuis (HEBPOIOTiB, NCMXiaTPiB, OPTONELiB, EHLOKPUHOIIONIB).

HaBefieHuin Hamn BUNAAoK intocTpye npobnemy CKnagHocTi B AiarHOCTWLi pO3nafiB ayTUCTUYHOMO CneKTpa B AiTeil. Po3nag ayTUCTUYHOrO CrnekTpa B BiNbLIOCT
BUNALKiB PO3BMBAETLCA B CTPYKTYPI FEHETUYHUX CUHAPOMIB 260 iHLIMX PiAKICHUX 3aXBOPOBaHb. [leTanbHui Ornss AUTUHN i3 CUMNTOMAMK po3nagy ayTUCTU4HOMO
CneKTpa MOXe JONOMOITY Y BCTAHOBMEHHI NPABUIILHOIO AiarHo3y, BUOOPI TaKTUKM NOAANBLIOIO CNOCTEPEXEHHS, NiKyBaHHS Ta peabiniTauii nawieHTiB.

Kntoyosi cnosa: cuHapom Kabyki, opdhaHHi 3axBOptoBaHHSA, PO3naam ayTUCTUYHOMO CMNEKTPa, 3aTpuMKa NCMXOMOTOPHOrO PO3BUTKY.

Kabuki syndrome as the cause of genetically determined delay of movement and mental development
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Kabuki syndrome is a rare non-progressive genetic disease and characterized by a combination of phenotypic traits. The main symptoms of the pathology are
facial features that resemble the make-up of Kabuki actors, mental retardation, delay of speech and movement development, postnatal growth retardation,
skeletal abnormalities, dermatoglyphic features, and can also be symptoms of autism spectrum disorder. Patients with this disease can attract attention of pedi-
atricians, as well as others specialists such as neurologists, psychiatrists, orthopedists, endocrinologists.

Herein we presented the case that illustrates the diagnostic complexity of autism spectrum disorder in children. Autism spectrum disorder in most cases can
occur in the structure of genetic syndromes or other rare diseases. A detailed examination of the child with symptoms of autism spectrum disorder can help
in establishing the correct diagnosis, tactics of follow-up and patient rehabilitation.
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Cunpapom Kabyku KaK npu4MHa reHeTUYecku AETEPMUHUPOBAHHON 3alePXKKH NCUXOMOTOPHOIO Pa3BUTHSA
W PaccTPOCTB ayTUCTUYECKOrO CNeKTpa

J1.T. Kupunosal, A.A. 103Ba’, A.A. MupowHnukos!, E.B. Pag3auxoBckas 2
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CuHapom Kabyku sBNseTcs pedkuM HEenmporpeccupylolyuM reHeTUYeckuM 3ab0ieBaHneM, KOTOPOE XapakTepu3yetcs CO4YeTaHueM (DeHOTUMAYECKNX
npu3HakoB. OCHOBHbIE CUMNTOMbI BKMIOYAIOT B CE6S 4epTbl NALQA, HAMOMUHAKOLLME MaKUSHK akTepoB TeaTpa Kabyku, yMCTBEHHYIO OTCTAnoCTb, 3afepxKy
NCUXOPEYEBOr0 PasBMTUA, MOCTHATANbHYIO 3a[EPXKYy POCTA, CKENeTHble aHOManuu, O0COOEHHOCTM [epMaTornuduKki, Takxe MOryT Co4eTarbes
C PaccTporcTBamMm ayTUCTUHECKOr0 CreKTpa. MaumnenHTsl ¢ 3TUM 3a60N1eBaHNEM MOTYT NPUBIEYb K CE6e BHUMAHNE KaK NeAMaTpoB, Tak 1 Apyrux CneynanincTos
(HeBpONOroB, NCMXNaTpoB, OPTONEAOB, 3HAOKPUHOMOIOB).

[peacTaBneHHbIA HamMy Cryyal UAMOCTPUpYeT Npo6ieMy CAOXKHOCTM B AMArHOCTWKE PACCTPOMCTB ayTWCTMYECKOrO ChekTpa Yy fAeTed. PaccTponcTeo
AyTUCTNYECKOrO CMeKTpa B 60NbLUNHCTBE Cry4aeB Pa3BUBAETCS B CTPYKTYPE reHETUYECKUX CUHAPOMOB UK APYruX pefkux 3a6onesaHui. [letanbHblil 0CMOTP
pe6eHka C CUMNTOMaMK PAcCTPONCTBA AYTUCTUYECKOTO CMEKTPAa MOXKET MOMOYb B MOCTAHOBKE MPAaBUIbHOTO AMArHO3a, BbIOOPE TaKTUKW AanbHenLero
HaGMIOAeHNS, NeYeHs U peabunuTaumn NauneHToB.

Kntouesbie cnosa: cuHapom Kabyku, opdaHHble 3a60/1eBaHNA, PacCTPOICTBA ayTUCTUHECKOr0 CNEKTPa, 3aepXKKa NCMXOMOTOPHOrO PasBuTHA.

BcTyn
JTHUM 13 TIPIOPUTETHUX 3aB/aHb Bi/IIJIEHHS
OHCHXOHGBpOJIOFﬁ IS JIiTel 3 TiepuHaTalb-
HOIO TIATOJIOTIEI0 Ta OPTaHHUMU 3aXBOPIOBAHHIMMU
Y «InctutyT niepiaTpii, akyniepeTBa i TIHEKOIOTI
HAMH Yxpainns € BuB4eHHS pifKicHUX (papuTeT-
HHUX), ab0 Tak 3BaHUX Op(haHHUX (CUPITCHKIX)
3axBoproBaHb. TepMiH «opdaHHi XBOpoOM» BIiepIie
BBezlennii y 1983 p. Ta oxorumoe 3aXBOPIOBAHHS,
YacToTa SIKMX He TepeBuliye 5 Bumna ikis Ha 10 Tuc.
oci6. ¥ CIIA ophaHHUME BH3HAIOTH 3aXBOPIOBaH-
Hs1, Ha sike xBopie 1 moamnna 3 1500, B Snonii —
132500, B Ykpaini — 1 na 2000 [1, 19].
3a fanuMu €BpOIIEiCbKOTO KOMITETY eKcIep-
TiB i3 piakicaux 3axsopioBanb (EUCERD),
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3arajbHa KiJIbKICTh pisHUX opdaHHUX XBOPOO
y cBiti csarae 8 tuc. Beranosaeno, mo 80% pin-
KICHUX 3aXBOPIOBaHb OOYMOBJIEHI IeHeTHYHUMU
npuunnamu [23].

OcobuuBicTb 6isbIIOCTi OphaHHUX 3aXBOPIO-
BaHb TOJISITAE Y BiJICYTHOCTI JTADOPaTOPHUX METO-
B iX MiATBepIKeHHS. TakKuM YHWHOM, OCHOBOIO
JUId iX JIIarHOCTUKU TepPeBaKHO € creludivyHa
CYKYTHICTH KJIiHIKO-(DEHOTUTIOBUX O3HAK.

[Ilomo opdanHMX 3aXBOPIOBAHb CIIOCTEPITAETH-
CsT HU3bKWIT piBeHb 00I3HAHOCTI cepe/T CIeIliaTicTiB
Pi3HUX KpaiHax, MOXKJINBO, 9Yepe3 Te, IO TaKi 1maTo-
JIoTii «MacKyoThCsI» M Bigomi xBopobu. Jlikapi
MMOBUHHI PO3MINUPIOBATH BJAACHUIN KPYTo3ip y cdepi
PIAKICHUX HO30JIOTI, SIKi MOKYTh OYTH IPUYIHOIO
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HNOMIUPEHUX Y AUTSIYIN MPAKTUIl HEBPOJOTTUHUX
CUHIPOMIB. ¥ CBifl yac BUJATHUN HEBPOJOT TIPO-
(ecop €nrymenko C.K. cTocoBHO papuTeTHUX
3aXBOPIOBaHb 3a3HAYUB: «SKIIO Taki 3aXBOPIOBaH-
H4 € B €BPOII, TO BOHU € 1 B HaIlliil KpaiHiy [24].

3 inmmoro GOKy, y CBIiTi MIOPIYHO 3POCTAE KiJib-
KiCTb XBOPUX i3 PO3JIa/laMi ayTUCTUYHOTO CIIEKTpa
(PAC). [laniit rpyTi mopyTieHb TPUIIISEThCS 3HAY-
Ha yBara K HayKOBIIiB, TaK 1 IPAaKTUYHUX JIKapiB.
Opni€ero 3 MPUYMH 3POCTAHHS PiBHS 3aXBOPIOBAHO-
cti Ha PAC € rinepaiarnoctuka 1iei Hozosorii. PAC
€ TeTepPOTeHHOIO TPYIIOIO MaTOJOTTYHUX CTaHIB, 1110
MOsKe 00'€IHyBaTH JiTeil 3 HAI3BUYANHO PI3HUMMU
MIPOgBaMU TTOBE/IIHKOBUX 1 TCUXIYHUX TOPYIIEHb.
Takum uynnom, PAC € Tak 3BaHUM «TepMiHOM-TIapa-
COJIEI0Y, SIKMH TIOKPUBAE COTHI HEBPOJIOTIYHUX CUH-
JIPOMIB, 1110 MAIOTh XapaKTepHi ayTUCTUYHI CUMIITO-
MU, ajie MOKYTh MaTH Pi3HOMAHITHI MPUYNHU, TaK-
TUKY JIKyBaHHS i TPOTHO3 [2].

Y nmawniit myOmikarii 3BepTaEMo yBary Ha CHUH-
apom Kabyki — piakicHe, HEMporpecyioue reHe-
THYHE 3aXBOPIOBAHHS, SKE XapaKTepPU3YETHCS
(henorunoBumMu pucamu, 3aTPUMKOIO IICUXOMO-
BJICHHEBOTO PO3BUTKY Ta ayTHCTUKOIOIIOHOTIO
CUMIITOMATUKOIO. Y KJIHIYHIN MPaKTUIll [iarHO3
cungpomy KabGyki BCTaHOBJIIOETbCS 32 HASIBHOCTI
YOTUPHOX 13 T'STH KJIIHIYHUX JiaTHOCTUYHUX
O3HaK: XapaKTepHi PUCH OOJIMYUsI, CKEJETHI aHO-
MaJii, 3aTpUMKa IICUXOMOBJIEHHEBOTO PO3BUTKY,
nedinut pocty, nepmaroridiuni anomadii. lene-
TUYHI JIOCJI/IKEHHST TIPOBOJSITHCS /I BUKJIIOUEH-

Puc. 1. doTo akTopa Teatpy Kabyki (Lucie Folan, Stars of the Tokyo
stage. Natori Shunsen's kabuki actor prints) [18]
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HS IHITUX 3aXBOPIOBaHb i3 MOAIGHOI CUMIITOMA-
THKOoIO |6, 8].

Icropuuna noBiaka

Yuepire panuii  cuHapoM OyB  ONUCAHUI
smorcbkumu Jrikapsmu N. Niikawa ta Y. Kuroki y
1981 p. i oTprmMaB Ha3By «cuHAPOM rpumy KaOyki»
yepe3 HasIBHICTHh (PEHOTUIIOBUX PUC 0OJUYYS, SIKi
HAraayloTh BUTISL akTopiB Tearpy Kabyxki [8].
Axrtopu simoHcbkoro teatpy Kabyki MaioTh xapak-
TepHMii Bupa3 obsmyust (puc. 1). B anriomoBHii
JiTepaTypi MOKHaA 3YyCTPITU €NOHIMIYHY Ha3BYy
nanoro cungpomy <«Niikawa-Kuroki syndrome».
Y HomenkmaTypi opgaHHUX 3aXBOPIOBAHb CHH-
apom Kabyki smHaxomuthes mig xkomom ORPHA
2322, a B kinacugikariii MKX-10 mae mmdp Q87.0.

[Tommpenicts curgpoMy Kabyki cTaHOBUTH
6sim3bko 1 Ha 32 THc. HaceseHHs. Bunaaku qanoro
3aXBOPIOBAHHS CHOYATKy OyJM ONMCaHi TLIBKU
B Amnonii. ¥ 1990 p. 3'aBusmcs moBiloMIeHHS PO
pumagku B €spori Ta CIHIA [8, 21]. Cranom Ha
2011 p. y cBiri BusiBieno Osimsbko 350 miteii
i3 curpomom Kaodyxki [15].

Kainiyni o3HaKu

ABTOpHU TEpIIOro ONUCY AAaHOTO CUHAPOMY
N. Niikawa ra Y. Kuroki cepen ocHOBHUX KitiHiKO-
(herOTUTIOBUX O3HAK BUIIJIIIOTH:

® CBOEPIIHI prcH 06IUYYS;

CKeJIeTHI aHOMaJIil;

3aTPUMKA IICUXOMOBJIEHHEBOTO PO3BUTKY;
nedinut pocry;

JiepMaTorTidiuHi anomaii.

[Ipu BcTaHOBIEHH]I JAHOTO CHHAPOMY B TIAITIE€H-
TiB MOXKYTb CIIOCTEPIraTUCS 1HII CUMIITOMU ypa-
JKEHH$I OPTaHiB i CHUCTEM OPraHi3My, aje BOHU He
BilirpaloTh POJIi Y BCTAHOBJIEHH] /11aTHO3Y.

[Ieprire, 1110 TpUBeEpTAE yBary JiKaps IPHU OTJIs-
i maiienTa i3 cungpomom Kabyki, — 11e 06mays.
Jocmiguuku panoro cuagpomy N. Niikawa ta
Y. Kuroki HezamexHO OH BiZl OJJHOTO JETATHLHO
onucaan 0bIMdYsT XBOPUX JliTeil: MikporedasbHa
dopma rosioBu, OpoBu apkomnoAibHoi dopmu 3i
BIYIIEHHSIM TIO TIeHTPY ab0 PO3PIKEHHSIM JiaTe-
pajibHOI YaCTUH, TillepPTeJ0pu3M, MOJ0BKEeHI OUHi
HIiJIMHW, J0Bri TycTi Bii, BUBOPIT JiaTepasbHOI
YACTUHU HUIKHBOI TIOBIKM, KOPOTKA MPUILIIOCHYTA
dhopma Hoca, BucTynarodi abo reopMoBaHi ByIIHI
PaKOBMHU, MiKPOTHATIsI, CTOHIIIEHA BEPXHsI TyHa Ta
roTHyHe IiAHeOIHHS, MOKJIMUBI aHomasii 3y6iB
i3 (hopMyBaHHAM HETPABUJIBHOTO TTPUKYCY, HEIO-
CTaTHIN picT BOJIOCCS Ha MOTUJIUI, TTKipa 3 Mpo-
SBaMHU TillepesacTUYHOCTi, Ha IIOKaX XapaKTep-
HUN PYyM'dHEllb, 1[0 HEPIJKO CHPUUMAETBCI SIK
nposiB aneprii [13]. Came yepes cBoepifHi pucu
00JIMYYST CHHIPOM CIIOYATKy HAaOyB HA3BU «TPUMY
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Kabyki», TOOTO BUTJISIT apTUCTa SITTOHCHKOTO TEATPY,
aJte 3 4aCOM YacTKa «TPUMy» OyJia BIJIyYeHa 3 Ha3BU.

Cepen ckesleTHUX aHOMaJill HaWydacriiie
3yCTPivaloThCsl aHOMAJIl MIBIB yepena (KOpoHap-
HUIl abo JIOOHMIT CMHOCTO3), aHoMasii xpeOTa
(panHiii CcKOJi03, JTOP/MO3), MOXKJWBI aHOMAaJIil
XpeOl1iB, JonaTokK i pebep, anoMaJii kucti (6paxi-
MaKTUNisA, KAWHOMAKTUJISA), YacTi BUBUXU
abo migBuBKXK cyrI06iB [12].

3aTpuUMKa IICUXOMOBJIEHHEBOTO PO3BUTKY
B IAIEHTIB i3 cunapoMom Kabyki 3ycTpiyaeThes y
100% Bumazakis, aje 3a3Buyail He € TSKKOIO. [HTE-
JIEKTyaTbHUN MeilnT MOKe TepeOyBaT B MeKax
Bi/l JIETKOTO CTYTEHS 0 TOMipHOTO. ¥ TAIli€HTIB
JKIHOYOI CTaTi 4YacTiiie 3yCTpiuaeTbesl HUKYMI
piBerb 1Q. Onucano JekisbKa BUMA/IKIB HASIBHO-
cri B miteil i3 cuuapomom Kabyki ayrtucTuko-
10/1i0HOI TOBEIHKH, 30KpeMa, 3aTPUMKK MOBJIEH-
HEBOTO PO3BUTKY 3 acCOliaJbHOIO IOBEIiHKOIO,
mposiBaMu arpecii abo ayroarpecii, BiZICyTHICTIO
30POBOT0 KOHTAKTY, CIO’KETHOI TPH, 3 TillepaKTUB-
HICTIO T4 CTEPEOTUITHUMHU pyxamu [2, 22].

Cepenl HEBPOJIOTIUHUX ITPOSIBIB IIPU 3aXBOPIO-
BaHHI MOKYTb CIIOCTEPITaTUCA M'430Ba TiMTOTOHIs,
oHO- ab0 ABOOIUHUI 1TO3, cTpabi3M, HicTarm,
KOOPAMHATOPHI TOPYIIeHHs. 3a3BUYail y TaKUX
JliTel BiIMIYA€ThCS 3aTPUMKA PO3BUTKY CTaTO-Ki-
HETUYHUX HAaBUKIB. TakoK y MAIli€HTIB i3 CUH/PO-
MoMm Kabyki yacTo AiarHOCTYIOTHCSI eImiJIelTHYHi
Hamaau. Y OLIBIIOCTI BUIIAAKIB MALIEHTH CTPaXK-
JlaloTh Ha (hoKaJibHi (DOPMU ermijiericii, ajie Ha Cho-
TOJIHI He 3'dcOoBaHa €TioJIOTiYHA TTPUYMHA PO3BUT-
Ky eIMJeNnTUYHUX HamafiB. XapaKTepHUM [JIs
JliTell 3 emJeNTUYHUMU Hala/laMu € HasBHICTb
MIKIKTaTAJIbHUX BOTHUIIEBUX €MiJenTuhOPMHNUX
3Min Ha EEI] siokanizoBaHux mepeBaKHO y CKPO-
HEBO-TTOTUJINYHUX JIJISTHKAaX. 30KpeMa, Verrotti et
al. maBemeno ommc 10 marieHTiB i3 CUHAPOMOM
Kabyki, siki Masm emijienTHdHi Hamaaw. 3 HUX
y 8 TaIli€HTIB BAAJOCS OCSATTA KOHTPOJIO HAJ
HalaJaMHy, IepeBakHo 3a JI0IIOMOT0I0 IIperaparis
BAJIBIIPOEBOI KUCJIOTH, TIPOTE Y 2 BUIAJKAX Hala-
[V 3aJIAIIAJINCS pe3aucteHTHUMH |3, 7, 14, 15].

V Beix narienTis i3 cuHapoMom Kabyki BUSBIISIETh
cst iedinuT 3pocTy 3 BiXuieHHsIM O/3bKO -2 SD), 1110
PO3BUBAETHCS IIOCTHATAIBHO IIPOTSTOM IIEPIINX POKIB
sxutrst. Jlitn 3 curapomom Kabyki, Ik ripaBuiio, Hapo-
JDKYIOThCST O€3 O3HAK 3aTPUMKH BHYTPIiLIIHBOYTPOOHO-
TO PO3BUTKY. [eHe3 aHoro craHy Ire He 3'SCOBaHUM.
Ocranni pocmimkensst Schott et al. y miteit 3 medirm-
TOM 3pocTy Tipu cuHapomi Kabyki BkasyroTh Ha HOp-
MaJIbHI TIOKa3HUKH COMATOTPOITHOTO TOpMOHY [ 11].

[Ile oxtHuM 3 00OB'SIBKOBUX CHUMIITOMIB IPH
cunzpomi Kabyki € ocobBocCTi iepMaToryidiku.
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Bonu BrkiowaoTh y cebe BUCTYIAIOYi BUCOKI
(eranbHi TOAYIMIEYKN Ha KiHYMKAX MaJbIliB,
30iJIbIIEHHsT YJIBHAPHOTO Pajiyca, 301TblIeHHs
pajiiyca rinoTeHapa, Bi/ICyTHICTh TaJIbI[EBOTO TPHU-
pajiiyca — €MHa cKJa/ika Ha joJioHi [10].

Cepen iHIMUX TATOJOTIYHUX CUMITOMIB IIPU
cunpomi KaGyki MOKyTb OyTH Bajgy MIJIYHKOBO-
kumikoBoro Ttpakry, JIOP-opranis, cepiieBo-cy-
JUHHOI CHCTEMM, NMPOTE BOHU He 000OB'SI3KOBi
i 3ycTpivaoThes He y Beix Bumnazkax. JliTu i3 cuH-
apomom KaOyki cxuibHi 10 OPOHXO-JIereHeBUX
3aXBOPIOBAHb i3 3aTSKHUM TiepebiroM. Y iB4aTok
YacTo JIarHOCTYEThCS TepedacHe cTaTeBe J03pi-
BanHd |7, 14].

Eriosoris

CrocosHo etiosorii cunapomy Kabyki oqrosHay-
HOI BiJIITOBIi/Il CbOTO/IHI He iICHYE. Y NOCIIKEHHIX
2010 Ta 2012 pp. BCTAHOBJEHO, IO CUHPOM
Kabyki Bukimkaerbest myratissmu reay KMT2D
(takox Bimomuii ik MLL2) i reny KDMG6A [20].
Bix 55% mo 80% Bumazakis cuampomy Kabyki
BukuKaHi myTtarigmu reny KMT2D. [leit ren
KOHTPOJIIOE cuHTE3 (hepMEeHTY Ji3uHCcIenndivHol
MeTuiTpancdepazun 2D, gkuit MicTUThCI B
GaraTbOX OpraHax i TKaHWHax opraHizmy. JIi3uH-
crienndivna Metustpancdepasa 2D dynkiionye
dK ricToHOBa MetuaTpancdepasa. [icToHosi
MeTuTpancdepasu SBISIOTH co00I0 (hepMeHTH,
stki 6epyTh yyacTb y Moandikaiiii 6iIKiB-ricTOHIB.
lcronm npuennyorbea po JIHK i BnnmBaioTs Ha
il dyukmionyBanud. JlismHcnenudiyna MeTHs-
Tpancdhepaza 2D axTWBy€e TeBHI TeHH, SKi
€ BaXJIMBUMM [JI1 PO3BUTKY OpraHiamy [4].

bausbko 6% cunapomy Kabyki BuUKITHKaHI
myTarismu KDMG6A reny. Ak i sisuncnernudiyna
Metustpancdepasza 2D, tak 1 JsisuHcnenudiyHa
nemerniaza 6A perymioi0oTh aKTUBHICTb MEBHUX
TeHiB; TOCJII/PKEHHS JAaI0Th 3MOTY TIPUTTYCTUTH, IO
1i 1Ba (hePMEHTH IPAIOI0Th Pa3oM, 1[00 KOHTPO-
JIIOBATHU TI€BHI IIPollecH, OB d3aHi 3 ICUXOMOTOP-
HUM po3BUTKOM [16].

Ternni myTartii KMT2D i KDMG6A, nios's13aHi i3 cun-
npom KaOyki, pU3BOISTH /10 BiZICYTHOCTI (DYyHKITIOHY-
BaHHS BIAMOBIHOTO hepMmenTy. BifcyTHICTh MaHMX
(hbepmeHTIB MOpyTITyE HOpPMATbHE METUITIOBAHHS TiCTO-
HIB i aKTHBAIliO CHENUMIYHIX TeHIB y 6araTbox opra-
Hax i TKAHWMHAX OPraHi3My, YHACJI/IOK TAaHUX [TOPYIIeHb
posBuBacTbest curpom Kabyki [ 14, 20].

YV neskux maiieHtiB i3 cunapomoM Kabyki
He BU3Ha4YalOThes MyTtarii renis KMT2D abo
KDMG6A. IlpuunHa po3BUTKY JaHOTO CUHAPOMY
B [IUX MAI[EHTIB He BifoMa. Y GiJbIIOCTI BUTIA/IKIB
cunapomy Kabyki myramii € cropagudHuMu
(de novo) [5, 7].
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[Tpu cunapomi Kabyki, BUKITMKAHOMY MyTartist-
mu reny KMT2D, xapaktepuuii ayTocOMHO-/10Mi-
HAHTHUW TUI yCHAJKyBaHHS. AJie KOJIA CIIOCTEpi-
raetbesa mytarlig reny KDMG6A ycnagkyBaHHS
BiOyBaeThcsl 3a X-34EIJIEHUM JOMiHAHTHUM
tutnom [17].

JlikyBaHHs

Ha cvoromni He icHye crerudiqHoro JikyBaH-
ust cunapomy Kabyki. Tepamisi crpsimoBana
Ha KOPEKI[I0 KOHKPETHUX CUMITOMIB y JUTHUHU.
Haii6isibin pe3y/IsTaTUBHUM € MYJIBTHIMCIIUAILITI-
HAPHUI Mmigxig, HeoOXigHWil mis BceGiuyHOro
00CTeKEeHHS Ta TJIAHYBAHHS TAKTHKK JIIKYBaHHS
mutuau |6, 13].

BaxksmBo mpoBecTH paHHE BTPYYaHHS IS
3abesnedyeHts MiHIMaJIbHUX MIPOSIBIB KOTHITUBHOT
HEIOCTAaTHOCTI Ta COMAaTUYHUX MTOPYIIeHb Y JUTH-
Hu. Jlo JIiKyBaJIbHOIO MpoIlecy 3ajiyyaloTb Cclie-
IMiaJgpHy Tenaroriyny, Gisudny i TpyaoTepariio,
JlororneinaHy Kopekiriio. CeHcopHa iHTerparis —
Teparrisi, Py SKifl MPOBOASTH TIEBHI CEHCOPHI il
JUIST TOTO, MO0 JTOTIOMOTTH PETYJIIOBATU PEAKIIiio
JUTUHU HA CEHCOPHI CTUMYJIU, MOXKe BUKOPHUCTO-
BYBaTHUCs B JIeIKUX BUIaJKaxX. EnisenTtuyHi npu-
HaJIKH 00pe KOHTPOIIOIOTHCS MOHOTEPATIIEI0 TIPe-
rmapaTaMy BaJbIIPOEBOI KUCIOTH. [eHeTHYHE KOH-
CYJIBTYBaHHs HeOOXijHE SIK JIUIST AUTHUHU, TaK i JIJIsT
yyieHiB ii poaun [6, 15, 21, 22].

IIpornos

Cunapom Kabyki He 3arpoiKy€ JKUTTIO, 3arajib-
Ha TPUBAIICTb KUTTSI OPIBHAHHA 3 CEPE/IHBOIO B
nomyJisiii. PaHHE BTpy4YaHH:I, ICUXOJIOTO-TI€/[ar0-
riYHA KOPEKI[is Ta IHKJ03id AUTUHU B COIIyM
3HAYHO TIIBUIIYIOTH SIKICTh KUTTS |8, 21].

Kniniunuii sunadox

isunnka M., 2 p. (46, XX), rocmitanizoBana
11O BiJIIIJIEHHS IUTSYO0I TICUXOHEBPOJIOTIL 31 CKap-
raMu Marepi Ha 3aTPUMKY B JIMTUHU CTATO-KiHe-
TUYHOTO PO3BUTKY Yy BHUIJIAAL BIJICYTHOCTI
CaMOCTIHHOI X0/, BiZICYTHOCTI MOBU (BUMOBJISIE
2-3 cyioBa), Tinep30yAIuBOCTI, 1edIilnuTy coliab-
HUX HaBUYOK, BiZICYTHOCTI 30POBOTO KOHTAKTY Ta
BKa3iBHOTO KeCTY, O/IHOMAHITHOCTI iHTEPECiB.

3 anamMHe3y BiJJOMO, 10 JUTHHA HAPOJUJIACI
Biy I BariTHOCTI, sika epebiraia Ha HoHi OPOHXI-
Tty matepi y II tpumectpi. Bix I BaritHOoCcTi cun
HAPOJAMBCS 5 POKIB, 3/0pOBHil. 31 CJIiB MaMmu, y
JATUHU BigMivdaancg (okajbHi MiOKJOHIUHI
cynoMHi Hanaan 1-3 pasu Ha pik Micas TepeBTo-
mu. [lomoru 11, iziosoriuni, y Tepmin 38 THKHIB.
Maca nipu Hapojpkenti — 2750 1, 10BXKUHA Tijla —
49 cm, omiHka 3a mkajuow Anrap — 7/7 Ganis,
BOJM MEKOHiaJbHi. /[MTHUHA micas HapoIKeHHS
OyJia 1epeBeieHa 10 BiIIIeHHST IUTSAY01 peaHima-
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1ii y TSKKOMY CTaHi, BCTAaHOBJIEHO JliarHo3 «Bpo-
JUKeHa Baja PO3BUTKY JieTeHb, COJITapHI KiCTH
HUJKHIX YacTOK 000X JiereHb, BHYTPIIIHbOYTPOO-
HUI cericuc, ABOOIYHA THEBMOHIsi». OTpuMyBasa
crienuivunHy TEpariio.

[utnHa posBuBasacsd i3 3aTPUMKOIO: TOJIOBY
yTpuUMyBasia 3 8 Mic., cujijia 3 1 poKy, Ha MOMEHT
OTJISIY MOTJIA CTOSITU OLJIST OTIOPH, TIOXUTYIOUHCH 3
60Ky B Oik. YacTo XBOpisia Ha GPOHXO-JIEreHeB] 3aX-
BOPIOBaHHSI 31 CXMJIBHICTIO 10 OPOHX00OCTPYKITII.

Y comartuuHOMy cTaryci: AUTHHA HU3BKOTO
spocty — 80 cm (-1,5 SD) IlIkipHi moKpuBHU YKCTI,
61, Kipa 3 sBMIaMu rinepesacrosdy. Ha mokax
XapakTepHUil pyMm 'siHellb. HusbKuil piBeHb pOCTY
BoJsioccst Ha noTusnili. Cim3oBa 3iBy poskesa.
Bucoxke roruune migaebinnst. CepiieBi TOHU 3ByY-
Hi puTMivHi. Haj nerensiMmu BUCTYXOBYETHCS KOP-
cTke auxaHHsa. Mae wmiciie anHomajbHa (opma
JIOTIATOK Ta TPOSIBU TOPYIIEHHS MOocTaBu. sKUBIT
M 'SIKWiA, He OoricHmit ipu masbnatiii. Disiosorivxi
BiJITTPaBJICHHS He TIOPYIIEHi.

Y HeBpOJIOTIYHOMY CTaTyCi: IMTUHA B CBIZIOMO-
CTi, HA OIJISIA pearye 30Y/AIMBO, KOHIIEHTPAIList
yBaru 3HUKEHA, CJII/IKY€E 3a TPEMETOM KOPOTKO-
YacHO, KOMaH/I! He BUKOHYE, 30POBUI KOHTAKT He
TPUBAJIUI, MOBA BIiJICYTHSI, HasBHI CTEPEOTHUIIHI
pyXU pyKaMH, CTOITh HEBIEBHEHO, XO/a XHUTKA.
lTonoBa wmikponedanbuoi dopmu, O 44 cwm.
(-2,5 SD). Muoxuuni ausmopdiuai o3Haku
(rimeprenopuam, Gpaxigakruiist). CroHTaHHUI
Hictarm, nto3 D<S. Tonyc m'g3iB 3umxkenuii D=S.
CyxoxuiapHi pedaekcu BUKIUKAOTheT D=S,
nemio ocyabseni. Yepesni pedaexkcn xupi. Cun-
apom babincekoro weratusHuii D=S. Yytinsux
HopylieHb He BUSBJIeHO. Xoja BiJICYTHS, CTOITH
i3 miATpUMKOI0. MeHiHreaIbHi CUMIITOMU Bi/ICYTHI.

O6cTekeHHs B KIIHII: 3arabHUN Ta 6ioXiMiu-
HUM aHaJi3MW KPOBI, 3araJibHUI aHaJi3 cedi 1maTo-
JIOTIYHUX — BigxuiaeHb He BussieHo. [Ipu EET-
obcTexkeHHi: (hOHOBA aKTHBHICTD, IIpe/CTaBJIEHA
[epeBaKHO HU3bKOAMILIITY/HUMU KOJIMBAHHSIMU
TeTa- i JlesbTa-/1iala3ony, CMMeTpUYHa, PeTyJIapHa,
He BUSIBJIEHO TapPOKCU3MaJbHUX CTaHIB 1 CIelu-
(iunoi emizenThOpPMHOI aKTUBHOCTI. 3a TaHUMA
00CTe)KeHHsT BHYTPIIIHIX OpraHiB: O3HAKU peak-
TUBHUX 3MiH IapeHXiMH IeUiHKH, ITOMipHa Tema-
tocreHoMeranig. Ilpn MaraiTHO-pe3oHaHCHIN
tomorpadii Tos0BHOTO MO3KY: MP-0o3naku MHO-
JKUHHUX [IEPUBEHTPUKYJISIPHUX Ta CyOKOPTUKAIIb-
HUX BOTHUII TJI103Y 9K HACJIIOK TIITOKCUYHO-1111e-
MIYHOTO ypa’keHHS TOJOBHOTO MO3Ky. /lutuna
IIPOKOHCYJIBTOBaHA IIyJIbMOHOJIOTOM: BHUKJIIOYEHA
BPO/KeHA Bajia GPOHXO-JiereHeBOTO araparty. [Tpu
OPTOIEAMYHOMY OOCTEKEHHI: AUCILIA3is KiCTKO-
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BOTO CKeJIETY, CKOJIIOTUYHA TIOCTaBa, TIiMOTIa3isd
sonarok. IIpu odraabMosorivHOMy 06CTEKEHHI:
MoYaTKoOBa aTpodist 30pOBUX HEPBIB 060X OUEl.
[Tpu MeKO-TeHeTHIHOMY JIOCTI/IKeHHI1 poBe/ie-
HO TaH/IEMHY MacCIIeKTPOMETPII0 aMiHOKUCJIOT Ta
AIUJIKAPHITUHIB, B AKOMY HE BUSBJIEHO BiIXUJICH-
H BiJl BIKOBUX HOPMATUBIB. BUCHOBOK MeTMIHOTO
reHeTuka; <«leHeTHIHO JeTepMiHOBaHa 3aTPUMKA
MICUXOMOBJIEHHEBOTO PO3BUTKY, 3 HalOiJIbIIO0
fiMoBipHicTIO Ma€ Miciie cunapoM Kabyki, ycrmaj-
KyBaHHsI cropaguuHe». Jlutuna obcrexeHa
MYJIBTUIMCIATIIIIHAPHOI0 KOMAHOI0 32 y4acTio
IUTSYOTO TICUXiaTpa, MEIUYHOTO TICUXOJIOTA,
Jloronezia, siki MATBEPAUIN HASIBHICTb Y IUTUHU
PAC (puc. 2-4).

O6roBopeHnHs

Hagenennit HaMu KJIiHIYHUIN BUTIQJIOK € HEOP/IU-
HApHUM, OCKIJTbBKM Ha CBbOTOJ/IHI iCHYE BCHOTO
JIeKJIbKa TIOBiIOMJIEHb TIPO TIOETHAHHS CUHAPOMY
Ka6yki ta PAC [2, 15]. 3okpema, Parisi et al. (Ita-
Jlig) HaBOJATH OIKC TPHOX JiTEH 13 CUHAPOMOM
Kabyxki ta mposiBamu PAC. Sertcelik et al. (Typeu-
YuHa) TOBIIOMJISIOTH PO 4-PiUHOTO XJIOTYHKA
3 BIJICYTHICTIO BIIOPAJKOBAaHOI MOBHU, ayToarpe-
CUBHOIO TIOBE/IIHKOIO, HECTIOKOEM, iCTepUKaMU, Bil-
CYTHICTIO HABUYOK OXaWHOCTI, IPOSIBAMU ayTHUCTHU-
KOMOAIOHOT MOBEMIHKM Y IWTUHU 3 HAPOKEHHS
CITOCTEPITAIOTHCSl PE3UCTEHTHI /10 Tepalrii erijen-
TUYHI Halajiy, a Takox AedeKT MiKILTYHOUKOBOI
nepetukn. Ha nymky neskux mpocaiganukis [12],
HoBeiHKOBUII (peHoTHII AiTel 3 cunapomoM Kaby-
Ki XapakTepusyerbest y Oiu3bko 50% BUIAAKIB
MOPYIIEHHSIMU COIIA/IbHOI B3aEMO/Ii1, 3HIKEHHIM
HeOoOXiTHOCTI B CITJIKYBaHHI Ta OJXHOMAHITHICTIO
BIO/I00AHD, TIPH [[bOMY JIJIsI TAKKX JIiTell XapaKkTep-
Hi BeceJia Bjiavya Ta Imi[BUIIeHn HAacTpiit. OCKiIbKN
3aTpPUMKa TICHXOMOBJIEHHEBOTO PO3BUTKY Xapak-
TepHa JIUIst yeix miteit 3 cunapomom Kabyki, Gararo
3 HUX MOJKYTh MaTH TIPOSIBU TTOBEIIHKH, SIKi HaTrajIy-
10T ayTrcTuyHy. OiHaK y IIpolieci pO3BUTKY JIUTH-
HU ayTUCTHUYHI CUMIITOMU MOXYTb 3HUKATH,
y TakOMYy BUNAJKY MAIiEHT i3 JJaHUM CUHAPOMOM
MOsKe 11030aBUTUCS CYIyTHHOTO Jiarnosy PAC.

Bimomo, mo reneruyHi (akTopu BifirpaioTh
3Ha4YHY poJib y po3Butky PAC, omHak yacTka mitei
3 PAC, gaKi MaioTb BCTAaHOBJIEHUI FfeHeTUYHUIN CUH-
JIpOM, TIOPiBHSHO He3HayHa. Haseseni Hamu jaHi
MalOTh CIIOHYKATH MPAKTUYHOTO JIiKaps 710 aKTUB-
Horo mnotyky etiosorii PAC y Ko:XHOMY KOHKDeT-
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Pue. 2. Cunppom Kabyki. bpaxipaktunis

Pue. 4. Cungpom Kabyki. MikpouedansHa bopma ronosu, 6posu
apKonoAioHoi POPMU 3i 3ryLeHHAM N0 LEHTPY Ta PO3PiIKEHHAM
natepanbHOi YacTWUHW, TiNnepTeniopuam, MOAOBXKEHI OYHi LWiNNHK,
KOPOTKa NpUncHyTa goopMa Hoca.

DoT0 y3rogxeHe 3 6atbkammu JUTUHN 3TiJHO ICHYHOYYNX ETUYHHUX HOPM

HOMY BUTIQ/IKy. PaHH€e BCTaHOBJICHHS TIPABUJIBHOTO
HO30J0TiUHOTO miarHo3y B autuHu 3 PAC nmae
3MOTY PO3POOUTH IPOTPaMy JIiKyBaJIbHO-peadisi-
TaIiiHUX 3aXO/IiB, sSIka Oa3y€ThCST HA THUBILyasTh-
HUX 0COOJMBOCTSAX 1 moTpebax MAIi€HTiB, 10 B
6araThOX BHIIQJKaX JAa€ MOKJIUBICTh 3HAYHO
MIIBUIIATH SKICTh KUTTS IUTUHU Ta il POAUHU.
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