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Pe3tome. HaBeieHO OCHOBHI BiOMOCTI NP0 PiAKICHY BPOMKEHY MyNbTUCUCTEMHY FEHETUYHY NaTomorit0, 060B'A3KOBUM KOMMOHEHTOM fIKOi € TSKKE YPOKEHH:
LLeHTPaNbHOI HepBOBOI CUCTEMW i MPOrPecyrynii XapakTep PO3yMOBOI BifCTanoCTi, — CUHAPOM Py6iHwTeiHa—Tei6i. PO3rnsHyTO Cy4acHi KIiHIKO-
[iarHOCTUYHi, HEBPOMOTiYHi | FeHeTUYHI acmekTI JaHoro cuHApomMy. OnMcaHo KNiHIYHMIA BUNAAOK NaLieHTKN 3 Lieto NaTonorieto, aKy 06CTeXyBanm i fikysanu

B KNiHiLi guTsa4oi neuxoHesponorii Y «IMAT HAMH Ykpaitu».

Kntoyosi cnosa: cuiapom Py6iHWwTeiHa—Tenoi, KniHika, 4iarHocTka, npeHatanbHa iarHocTuKa.

POJIKEHA Ta CITa/IKOBA [ATOJIOTist, 0COOINBO 3 MOEHA-
HAM YPa’KeHHSM IeHTPaJbHOI HEPBOBOI CUCTEMH i
OpraHiB Ta CHCTeM OPraHiB, Ma€ CyTTEBUI HETaTUBHUH BIIUB
Ha IUTSYY CMEPTHICTh Ta iHBaliHICTh. 3a qanuMu BceecBit-
HBOI opraHizariii oxopoHu 310poB's1, 20% IUTII01 3aXBOPIOBA-
HOCTI Ta iHBamigHOCTI, a TakOK 15—-20% AUTsI0T cMepTHOCTI
cripuunneni Bajamu po3Butky. IIkinmusi dakropu 30BHiII-
HBOTO CepeoBHIIa 00yMOBIIOTH 10% BUHIKHEHHST BPOIIKe-
HUX aHOMaIiil, XxpoMocoMHi 3minn — 10%, a ixuri 80% 3a3Bu-
yail HocATh 3mimannii xapakrep. lllopiuno y ¢BiTi HapoKy-
€Tbest 10 5—6% miTell i3 BpO/KeHNMH BajlaMid PO3BHUTKY, 3 HUX
y TIOJIOBWHI BUNA/KIB aHOMAJil MalOTh TSIKKHUI XapakTep i
MOTPebYIOTh BiMIOBIAHOTO XipypriYHOro BTPYYaHHs, a BPO-
JUKeHI aHOMAaJIil TIeHTPaJIbHOI HEPBOBOI CHCTEMU CTAHOBJIATH
6s3bKO 25% ycix BpopkeHux Baj [2, 3, 6]. Bpaxosytouw, 1o
B 6araTbOX BUIIA/IKAX BPOJKEHI BaJI PO3BUTKY MAKOTh CIIOPA-
JMYHUI XapaKTep CBOI0 BUHUKHEHHsI, HalO1LIbIl e(heKTUBHIUM
3ac0060M IIOJO iX TMOIEPEIKEHHSA € CBOCYACHA | KOMILIEKCHA
npeHarajbHa [iarHOCTUKA Ta JudepeHiliiina aiariocTuka 3
METOI0 3MEHIIEHHST iHBAJIiTHOCTI /iTell Ta CTBOpEHHS edek-
THUBHOI CUCTEMHU J[IaTHOCTUYHO-TIPOTHOCTHYHOI Ta JIIKYBaJIb-
HO-TIPO(IIAKTUYIHOI JIOTIOMOTH.
Cunapom Py6inmreiina—Teit6i (cMHAPOM MHUPOKOTO
I masrbIst KucTedt i cror, creruianoro 064 Ta PO3yMO-
BOI BiJICTAJIOCTi), € PIIKICHOIO MYJbTHCHCTEMHOIO T€HETHY-
HOIO T1aTOJIOTI€IO, 1[0 XapaKTEePU3YETHCS IPOrpPecyoydolo
PO3YMOBOIO BiZICTAJIICTIO, Bi/ICTABAHHSM 3POCTAHHS i KiCTKO-
BOTO BiKYy, IIMPOKUMHU TEPMiHAJIbHUMU (DaJaHTaMU MEPIINX
HAJIBIIIB KUCTEHT i CTOII, XapaKTepHUMHU 0COOJIMBOCTSIMU Yepe-
na Ta 00mmudsa (A36000BUAHUI HiC, TIMEPTENOPU3M, KOCOO-
KICTb, BUCOKE TOTUYHE IifHeOIHHA, aHTUMOHIOJOIAHI OYHi
MIJINHY, T1T03) 3 Mikpotiedaieio [25, 35, 42]. 3axBopioBaHHsI
Ma€ ayTOCOMHO-/TOMIHAHTHU TUT yCIIaIKyBaHH4 i TIOB'I3aHe
3 MikpojeselniiMu  KOpoTkoro 1uieda 16-1 xpomocomu
(16p13.3). bimbpmricth 3apeecTpoBaHUX Ha TeMEPINTHINl yac
BUIIA/IKIB MAIOTh CHOPAUYHUI XapakTep BUHUKHEHHS] BHAC-
aigok myraiii de novo B sokyci 16p13.3, icuyiorh nosino-
MJIEHHS [IPO BUHMKHEHHSI CHHPOMY B MOHO3UTOTHUX OJIM3-
HIOKIB 1 pommHHi Bunaaku. MakTopmu, SAKi CIPUIUHSIOTH
BUHUKHEHHS 1[bOTO CUHAPOMY, OyJiut izenTudikoBani MmyTaitii
B renax — CREBBP i EP300 3 nopymenusm dyHKItii 38's1-
3yiodoro mysabtuzomennoro npoteiny CREB, sxuit € koaktn-
BaTOPOM TPAHCKPUIILIT Ta Biflirpa€ BasKJIUBY POJIb Y PeryJIAlii
pOCTy Ta JIiJIEHH KJITUH 1 HOPMaJIbHOTO PO3BUTKY ILI0/A. Y
pasi 3MEHIIEeHHs KiTbKOCTI ThOTO GiKa TOPYIIYETHCS HOP-
MaJIbHUI PO3BUTOK [I0 1 ITiCJ/IE HAPO/PKEHHS IUTUHU 3 (hOpMYy-
BaHHsM 03HaK cuHapomy Pyb6inmmreitna—Teii6i [16, 17,27, 31,
48]. Brmepime BumeHaBeZeHUN CHMITOMOKOMILTIEKC TaHOI
narosiorii 6ys onucauuii y 1957 p. J. Michail ta ciiBaropamu
[30]. ¥ 1963 p. nexmiatpu [[x.I. Py6immreiin i peHrreHosor
X. Teii6i fioro BuiMIM B OKpeMuil cunapoM [37], sikuii 3ycTpi-
JaeThest i3 pospaxyHky 1 Bumagok Ha 100000-125000 HOBOHA-
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pomkenux [24]. Xuonmuuku Ta AiBYaTKa XBOPIIOTH OIHAKOBO
yacTto. SKINo MoApysKHS Mapa Majla AUTHHY 3 UM CHHJPO-
MOM, TO MOJKJIUBICTD TOSBU TII€ OAHIET IUTUHM 3 IUM PO3JIa-
oM cranoBuTb 1pubausHo 0,1% (eMmipuyHuil pUsUK [1Is1
cubciB). Y xBoporo i3 cunzpomom PyGinmrreiina—Teii6i
PU3UK HAPOJKEHHS JIiTEH i3 IIMM 3aXBOPIOBAHHSIM CTAaHOBUTH
6s3bK0 50% [22]. Y 39% mix yac BaritHOCTI Ma€e Miciie Gara-
toBoast. Ilicas wapomxkenus no 20% HOBOHAPOKEHHX
MOTPAIIAIOTD /I JIKYBaHHSA y BiJJUIJICHHS IHTEHCUBHOI
Teparii y 3B'43Ky 3 po3JiajlaMu INXaHHs, KOBTAHHA 1 e1i3o/1a-
Mmu anHoe [38].

Cain 3azHavynTH, MO JHarHo3 cuHApoMy PyobiHmrreiina—
Teii6i 3a3Bryail BCTAHOBJIIOETHCS IC/IA HAPOIKEHHS, Iepe-
BRKHO Ha T/CTaBi KiiHiyHMX o3Hak. /liTm mpu HaposkenHi
3a3BMYail MAfOTh HOPMAJIBHY MacCy Tijla Ta 3piCT, OHAK BiKe Ha
[EPIIOMY POIIi JKUTTS CIOCTEPIraloThCsd 3aTPUMKA CTATO-KiHe-
THUYHOTO, IOMOBHOTO i MOBHOTO PO3BHTKY, TilIOTOHIS, 3arajbHa
ocnabJIeHiCTh OpraHiamy, IIOBTOPHI pecIipaTopHi 3aXBOPIOBaH-
Hsl, HOBIJIbHUI TeMIT HaOUPAHHS Bard, 3aKPeIy i TPYIHOIL 1Py
ro/tyBaHHi (IloraHe CMOKTaHHS, 3pUTYBaHHS, YTPY/HEHHS KOB-
tarns) [10, 23, 38]. Okpemi 3ByKH OEIBKOTIHHS 3'SBIISIOTHCST
TiCJIsT POKY, BJIACHA MOBA PO3BUBAETHCA 31 3HAYHUM Bi/ICTaBaH-
HAM, 1 IITU I0BrO He PO3YMIIOTh 3BEPHEHOI /10 HUX MOBH, 110
norpebye BianosigHoi MoBHOI Tepanii [33, 36]. Takox BiasHa-
YeHO, 10 KOJIM AUTHHA 3 aHOI0 IIATOJIOTIEI0 BUXOBYETLCS B
pomuHi, KoedilieHT iHTEeIeKTY Ma€ OiJIbII BUCOKI 3HAYECHHS
TIOPIBHSTHO 3 ITbMU, SIKi BUXOBYIOTBCS B iHTepHaTi. Xoma dhop-
MyeTbest Jmtie 10 1,5—2 poxis skutts [32, 35].

Cepen iHIUX XapaKTEPHUX 3MiH, SKi MOXYTb 3ycTpiua-
THCh y pasi cunapomy PyGinireitna—Teii6i, HeoOXiagHO Bi-
3HAUNTH TaKi: TpUBaJe HE3apOIIEHHS BEJIMKOTO TiM'sSuKa,
6paxinedasiio, BUCTYIaOunii 106 i3 HUBBKMM POCTOM BOJIOC-
51, IITPOKe TTePeHiccs, TIMOTIa3iio KPuJI Hoca, BUCOKI apKyat-
Hi OPOBH, CIKAHT, TIOMIPHY peTpo- aG0 MIKPOTHATIO, PO3IILi-
JIMHY g3W4YKa, MiAHeOIHHA 1 BepXHbOI ryOu, 3MiHM BYIIHUX
PaKOBUH y BUTJISI AehopMartii, sMeHIIeHHsT a60 301TbIeH s,
rpuMacy Ha 06jmudi ab0 HE3BUYHY IOCMILIKY 3 MPAKTHYHO
[IOBHUM 3aKPUTTSAM oueill. XBOpi MalOTh HEBUCOKUI 3PiCT.
Cotiz Big3HAuUTH [ BUpasKeHi 3MiHu 3y0iB y BUIJISAAL aHOMAJIIT
iX po3TalryBaHHS, IIepPeXpecHOTO MPHUKYCy, Tinomasii
Ta 3MiHU KOJbopy eMaJi. [IpakTuyHo B TIOJIOBUHM TAIIEHTIB
XapaKTEepPHUMU € YacTi iH(eKIlil ByXa, [0 MOXKe CyTIPOBOIKY-
BaTHCH BTPATOIO CIIyxXy. Y 80% HAIli€HTIB i3 JAHOIO TATOJIOTIEO
Ma€ Micile MaToJIOTiss OpraHy 30py y BUIJISANI KaTapakTH,
CTEHO3y HOCOCJII3HOTO KaHaly, KOCUHHU, TJIayKOMHU, aTpodii
30pOBUX HePBiB, amomaiii pedpakmii [13, 20, 34, 45, 49].
Ile BusHayae 060B'A3KOBE 0OCTEKEHH TaKUX JiTEH opTanb-
MostoroM. HeoOXiiHo BKasaTh y BUIIAJAKY JAQHOTO CUHIPOMY
Ha T[iKaBi 3MiHM IepMaTOTIihikn y BUTIISAAI CKIAJHNX i CTIe-
nndiyHUX Bi3epPYHKIB: «TPU/EJIbTOBI» 3aBUTKU HA MEPIIMX
MaJbIAX, Ha APYIUX i TPETiX MasblX — JyTH, HiBUIICHA
YacTOTa Bi3epyHKIB Ha 2 i 3- MIKMAJbIEBIl TOMYIIeY,
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€/IMHA 3TMHAJIbHA CKJIaiKa A0J0HI. Tomy depmamozniiumne
Qociodcentst € HeoOXIOHOI YACMUHON 0OCMeNCeHHs. 2eHemu-
Kom dimeii i3 cundpomom PybGinwmeiina—Teii6i. Jlepmarori-
(iuHmii aHamia € 0coOJMBO BaKJIMBUM Y pasi JieTaJbHUX
dopm marosorii 102 HEYTOYHEHOI €TioJOTil, CUHAPOMAJIb-
HUX (HOPM 3aTPUMKH BHYTPIIIHBOYTPOOHOTO DPO3BUTKY Ta
BPO/KEHUX ePeKTiB HEBIZIOMOI €TOJIOTii, BPOKEHUX medek-
TiB KIHIIIBOK 1 COMaTH4HOI acCMeTpil, 3aTPUMKHN TICUXOMOTOP-
HOTO PO3BUTKY HEBIZIOMOTO reHe3y Ta anomMatii crari [7, 11, 20].
Heo0xiano BigsHauntu npu cunapomi PybGinimreiina—Teli6i
i 301/IbIIIEHHST YACTOTU YTBOPEHHS IyXJIUH, 30KPEMa, OJIiro-
JEH/[POTJIIOM, HeHpobJIacToM, MeiyJ1061acTOM, MEHIHTEOM,
(peoxpomarnuTom, reiiomMiocapkoM i Hazo(apuHTeanbHIX pab-
nomiocapkom [29, 35].

Bpomxkeni anomanii  cepiig  MOXKYTb 3yCTpiyaTHCh
y 35—-40% BumajkiB y BUIIS IeeKTiB Ieperopoiok cepris,
He3apOIleHHs apTepiabHOI MPOTOKM, KOApKTallili aopTu
|44, 46]. Cepen inmmx Bpo/PKEHUX BaJl PO3BUTKY CJIi/T Bi/IZHAYM-
TH OHOOIYHY arJasito HUPOK, MOABOEHHS HUPOK, TiAPOHE(hpO3,
JIUBEPTHUKYJI CEYOBOTO MiXypa, HOPYIICHHS JIOOYJIAIIT JIereHb.
Bisburicts 0ci6 90/10BiY0i cTaTi MalOTh HEOMyIEHi s€uKa, 1110
norpebye BianosigHoro Xipypriunoro srpydans [13, 20].

AHOMaJIT OTIOPHO-PYXOBOTO anapary IOJISTaloTh Y po3-
IIUPEHHi I BKOPOUYEHHI HIrThbOBUX (pasianr IepIiux ajibiliB
kucreit i cron — 100% Bunajkie, iHOAI — TepPMiHATBHUX
(hasanr iHIMX TANBIIB KUCTI; BasbrycHiil gedopmartii mix-
(banmanroBux cyryo6iB; MOABOEHHI HIrTHOBOI (hasaHry mnep-
MUX najibiiB crorn — 30% BUMAIKIB, pijiiie — MPOKCUMAIBHOL
damanru, B psijii BUMIAAKIB — MOJIJAKTUJIT CTOII, 9aCTKOBOI
CUHJIAKTUJII1 KUCTEH 1 CTOIL; JUCI0KAlll HaKoJiHHNKA. Takox
CIIOCTEPITaIoThCs JIOP03, Kiho3, CKOJIi03, aHOMAII TPYINHN i
pebep, CIUIOMEH s KPUJT Ta30BUX KicTOK. Maiiske B TOJI0BUHI
BUMAKIB CUHAPOMY 3yCTPIYaIOThCA TiPCyTU3M, ICKPaBO-4ep-
BOHUI HEBYC Ha INKipi Yojia, MOTHJNIN Ta GiYHI moBepXHi
mmi, xeqoigm [26, 35, 39]. Cepeamiit 3picT M TOPOCTIX
40JI0BiKiB cTanoBUTH 153,1 ¢M, a /st sKiHoKk — 146,7 cM [47].

Cepenl XapakTepHUX 3MiH Yy BHUMAAKY CHHAPOMY Py6inH-
mrreiina—Teibi ¢ 0co6IMBO BUIIIMTH 3MIHM HEHTPATHHOL
HepBOBOI cucteMu. Haiibinpmr yactoio € BpoaskeHa Baja
TOJIOBHOTO MO3KY Y BUIJIA/I areHesii MO30JHUCTOrO Tija.
Opmnak y JiTepaTypi ONMCAHO PiAKICHI BUMAIKW BPOKEHOL
masibopmattii Jlenai—Yokepa i anomanii ApHosibiaa—Kiapi-1
y BUIIAZIKY laHoro cunzpomy |9, 40, 41]. Caix HaromocuT, 1o
OJIHI€I0 3 BaxKMBUX (DYHKIIIH MO30JIKCTOrO Tija € 3abe3neyeH-
HS MOMKJIMBOCTI MiXKITIBKYJIbOBOTO TaJbMyBaHHS IS ucbe-
peHttialii akTUBHOCTI TiBKYJIb 1 GBI e(heKTUBHOI 06POOKI
ingopmartii. Big sxocTi MiXKTTIBKYTHOBOI B3AEMO/IiT 3aT€KUTH i
piBenb inTesnexry. g giteil 3 arenesi€lo MO30JUCTOrO Tija
XapaKTePHUMU € MOPYHIEHHS 30POBO-IIPOCTOPOBUX (DYHKIIIiA,
3HIDKEHHsST JIOKasi3allii 3Byka B TIPOCTOpi, po3iaau B pasi
BUKOHAHHsT OiMaHyaJIbHUX 1PO0, eMoIiiinuil gedimut i nen-
XOCOIiaJbHi TPYAHOIL. ATeHe3iss MO30JHMCTOTO Tijla MOXKe
BilirpaBaTH 3HAUHY POJIh Y BUHUKHEHHI eMiIeNTHYHNX Hara-
JIiB, BIZIXUJIEHb PO3BUTKY 1 PI3HUX HEBPOJIOTIUHUX 1 ICUXITHIX
posyaiB — ayTusmy, musodpenii, cuuapomy nediluTy yBarm
i TiIepaKTUBHOCTI, Iu3miekcii Ta in. [4, 12, 30]. ¥ pasi cunzapo-
my Pyoinmrreiina—Teii6i Bifznadeno aminu y Burssi 36i1-
HEHH 1apiB KOPHU MipaMiJaTbHUMU KJITUHAMU 1 3aTPUMKU
TEMITiB Mi€JTiHi3aIlii, PO3yMOBOi Bi/ICTAIOCTI, TSIKKOI 3aTPUMKI
PO3BUTKY €KCIIPECUBHOI MOBH, TOPYTIIEHHS KOOPAWHAIII PYXiB
i rinoToHii, emisienTuyHUX HanagiB. PosymoBa BijcrasmicTb
CITOCTEPITAETBCST B yCIX BUNAAKAX i, MEPEBAKHO, TIUOOKOTO
CTyneHs. Y JiTepaTypi OIMCAHO BUIAIKU, KOJU KOehilieHT
intesnekty (1Q) mexye 3 nopmoio (70—80), oxHak 10BejieHo,
110 B 74% Bunazkis 1Q cranosuts Mewnte 50 [15, 27]. Emisern-
TUYHI HAaan 3ycTpivaoThest B 20—-25% BUMaaKax, 1Mo Kope-
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Man. 1. KopoTKi i LUMpOKi KiHUeBi dhanaHrn nepnx nanbLis KUCTI

Man. 2. KopoTka i lWipoka KiHueBa ganaHra nepLuioro naibus cTonu

JTIOE 31 cTyTieHeM po3yMoBoi BijictasocTi. Cepel; TOBEiHKOBUX
i ICUXIYHUX TTPOSBIB CJIi/T BIABHAUYNTH MTOTaHy KOHIIEHTPAIIIO
yBarv, MaJIOOPTaHi30BaHICTb, HEKPUTUYHICTb, EMOIIINHY
JabiTbHiCTD 1 30yKEeHiCTh, IHOJII 3 arpecieio Ta ayToarpecieio,
06CceCHBHO-KOMITYTLCUBHI possaau [32, 35, 44].

3asBuuaii giarnos cungapomy PyGinmnreiina—Teiibi BeTa-
HOBJIIOETBHCS IiCJISI HAPOJKEHHS, BPAXOBYIOUM XapaKTepHi
ktiniyni sminu. [Ipy ibomy BaskMBe 3HAYECHHS MAE OEHAH-
HS1 QaHOMAJIH 06 MUY 13 IUPOKUME | KOPOTKUMU TAJIBISIMU
pyk i mir. Hait6inbin XapakTepHUM € PO3IMIUPEHHS KiHIEBOI
ananru neproro naspit kucti i cronu (100% Bumnazakis),
110 Bigobpaskeno Ha mau. 112 [26].

[lockonasioi mnpeHaTaibHOI JiarHOCTUKU CUHIPOMY
PyGinmreiina—Teii6i Ha Tenepiruiii yac e icHye. Y mitepa-
Typi BUCBITJIEHO OKpeMi BHUIIQJIKH JIaHOI IATOJIOrii, KOJIN Ha
migcTaBi npenaTtaabHoi conorpadii 6y/a samizospera HasgB-
HicTh cuHapomy PyGiHmreiina—Teii6i, BpaxoByOun Xapak-
TepHi qu3Mopdivni 3MiHu (13b060BUAHMI HiC, MIKPOTHATIS,
3MiHU KiHI[IBOK i3 PO3ITUPEHHIM KiHIEBUX (aJAHT TEePIIUX
najbliB Kucti i cronu) Ha ¢oui GaratoBoaas. B meskux
BUTIa/IKaxX 0yJI0 TeHETUYHE TATBEPKEHHS JIAHOTO CUHIPOMY
3a JIOMOMOT0I0 MeToy (hJIyopecIieHTHOI Tibpuausaiii in situ
(FISH-meton) micisg BUKOHAHHS aMHIOIEHTe3y, B iHIIUX
BUIAQ/[KaX — TeHeTHYHe TeCTYBaHHS He MiATBepAWJIO INi€l
narosiorii [21]. ¥V 3B'A3Ky 3 1IMM CJTi/l 3a3HAYUTH, 1110 TEHETUY-
HE TeCTyBaHHS He 3aBXKAW IJTBEP/KYE JarHo3 CHHIPOMY
Pyo6inmreitna—Teii6i [8, 43]. Y Temepimuiil wac i3 rmieio
METOI0 MOKYTb BHUKOPHCTOBYBATHCb Cy4YacHi MOJIEKYJISIPHO-
[[UTOTEHETUYHI METO/M JIOCTIIPKEHHSI, 3aCHOBaHI Ha TiOpU/II-
3anii xpomocom i3 pisaumu Bapiantamu J[HK-30Hz1iB a0
KiJTbKiCHOMY BU3HAYeHHi crieludiunux st KOKHOT XpPOMOCO-
mu Mmapkepuux mocraigoBuocteit JIHK: dayopecnentna
ribpuaunsanist in situ (FISH-merton), 10piBHSIIbHA TeHOMHA
ri6pupusanist Ha JJHK-mikpouinax (array CGH), kinbkicua
dayopeciieHTHA TTOIMEPA3HO-JIAHITIOTOBA PEAKIIisT 1 MYJIb-
ThtiekcHa sirazna ammmidikarmis (MLPA). l'enetnane tecty-
BaHHA B JIaHUU 4ac 3/aTHE IiTBEPAUTU IaTHO3 TIJIbKU Yy
55-60% mamientis [1, 14, 16, 24].

Cutiit HarOJIOCUTH HA TEBHUX TPYAHOIIAX OO IpPeHa-
TaJIbHOI J1arHOCTUKM areHe3ii MO30JIMCTOIO Tijia, sIKa 4acTo
cynpoBoKye curapom Py6inmreiina—Teii6i. Exorpadiyna
OIliHKa MO3OJIUCTOTO TiJIa B pa3i MPOBe/IEHHS YIbTPa3ByKOBO-
rO JIOCJIPKeHHS MOsKauBa micas 20 TukHIB BariTHOCTI. 3a
nocaipkernsimu Volpe P. i criiBaBropis [15], mpenaTasibHo are-
He3ist MO30JHCTOTO Tifa Oysia BCTaHOBJIEHA JIUIE B
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37% Bunakis. ToMy B pasi mizio3pu Ha areHesito MO30JIMCTOrO
TiJIa CJIiJT TPOBECTHU PeTesIbHE TOCI/KEHHS aHATOMIYHUX 0CO-
6JiBOCTEl TUI0/1A, 1100 BUKJIIOUHUTH MOEAHAH] Bajll, OCKIJIbKU
JlaHa MaToJIOTisl 4YacTO BXOAUTD JI0 CKJIAJLy CUHPOMIB i3 MHO-
JKUHHUMU 1 TOEJIHAHVMHU Ba/laMH PO3BUTKY, 30KPEMa, /10 CUH-
npomy Py6inmreiina—Teit6i. [last yTOYHEHHsT AiarHO3Y,
JIOTIOBHEHHSI Pe3yJIbTaTiB exorpadii Ta TOIMIeHHs SKOCTi
MIPeHaTaIbHOI JIaTHOCTUKHU B TAKMX BUIIAAKaX HEOOXIHO Tpo-
BOJIUTU MarHiTHO-pezonancHy Tomorpadiio (MPT) manoro
Tazy BariTHoi (rmoynnaioun 3 20-ro twkns Baritnocti). MPT
JIa€ 3MOTY PETEJIbHO PO3IJISHYTHU I/ i, 30KpeMa, CTPYKTYpPH
LEHTPAJTbHOI HEPBOBOI CUCTEMU 32 Bi/ICYTHOCTI HIKIJJIMBOTO
BIUINBY HA TITiJ], 3 ONTUMI3aIli€I0 TAKTUKHU Be/IeHHS BaTriTHOCTI
i pomopospiments [5, 18, 19]. HeoOXigHuM KOMIIOHEHTOM
[PEHATAIBHOTO OOCTEKEHHS! € BUSHAYEHHS KAPIOTHILY.

Criermndivnoi Teparii aHOTO CHHIPOMY He icHye. YacTto
TaKi XBOPi MOJKYTb IOTPEOYBATU PI3HUX XiPYPriYHUX BTPYUaHb,
30KpeMa, KOPEeKIIii BaJ CepIid i KiCTOK MAJIbIIB pyK abo Hir.

[IpuBosnMo HWMKUe KIIHIYHUN BUTAZOK TAIi€HTKH I,
8 PoKiB, 10 MPOXoaMIa 00CTEKEHHST Ta JIKYBAHHS Y Bijli-
senni autsuoi ncuxonespodorii 1Y «IIIAT HAMH VYkpai-
Hu»> 3 giarHosom: «Cunzapom PyGininreiina—Teiibi, saraibHe
HE/IOPO3BUHEHHS MOBJICHHS TIEPIIOTO PiBHS, 3HUKCHHS KOT-
nituBauX GyHkKiiit. [inonrasis giBoi aupku. Enypess.

XBopa rocriTaizoBaHa 3i ckapraMu Ha BUpakeHe BificTa-
BaHHSI B IICUXOMOBHOMY PO3BUTKY, /Ie(heKTHY IPOMOBY, He
4pTaE, 3Ha€ He BCi OYKBU, MOKe OOBOAUTH OJIiBIIEM KOHTYPH
MTPOCTUX TPEIMETiB, BUKOHYE JIUIIE MPOCTi iHCTPYKILii, eMOo-
1iliHO J1abinbHA.

3a manuMu aHambesy, JAiBYMHKA HAPOXKEHA Bijl TEpIIol
BariTHOCTI, epumx noJtoris. I1ig yac BaritHocTi B MaTepi GyJia
3arposa il lepepuBaHHs B TIE€PIIOMY TPUMECTPI, riesoHedhpuT.
Obcrexennst Ha indexuii TOPY-koMiuiekcy — pesysibTati
HeratuBHi. Masio micue GararoBomust. Popopospiments 6ysio
NpUPOHIM 1stxoM y 38—39 TukHIB, 6e3 ocobmuBocteii. Maca
JTUHU 1IpU Hapo/pkenHi  cranousa 3300 r, 10BKUHA Tima —
52 cM, Tpy/iM ofipasy B3siyla, OJIHAK [OTAHO CMOKTaJIA i KOBTaJIA.
Ha 3-ii setb sxurTst OyJia aciipaiiist 3 TOAAIBIINM PO3BUTKOM
nHeBMOHiL. JIo 1 poKy sKUTTS 11epiofaHO OyJIu eIi30/1u «Iorep-
XyBaHHs» 1 «3aKJIMHAHHs». Po3BuTOK 6yB i3 3aTpnmkoio. Toso-
BY IT0Yaja TPUMATH B 3 MiCSIT, CUIITH — B 9 MicAIIiB, XOIUTH —
3 2 pokiB. OKpeMi CKJIajii 110Yasa MPOMOBJIATH TIiC/s 4 POKIB.
Binginye crierikouty, 3akinumia 1-it kiac, 3Hae He BCi OYKBH, He
ynTae, Maoe (00BeeHHst KOHTYPiB npeametis). Cyaomu sare-
pedytoThest. HacTo XBopi€e Ha pecIipaTOpHi 3aXBOPIOBAHHSI.

Y HeBpoJIOTIYHOMY cTaTyci — roJjioBa MikpoiiedarabHOl
dopmH, emiKaHT, TiepTeIopru3M, MIMPOKe MepeHiccs, 3MeH-
[ICHHS BYIIHUX PAKOBMH, 301/IbIICHHS BiIcTaHi MK 3yOamu,
MIKPOTHATIS 1 wupoki ma Kkopomxi Hizmvo6i gaianzu nepuux
nanvyie kucmetl i cmon. OyHKINT 4epPETHO-MO3KOBHUX HEPBIB —
PO36IKHA KOCOOKICTD, mapes n.oculomotorius 060X 04eil, BUCO-
ke roTuyne miaHebinnsa. Kosranus He nopymiene. M'si3oBuit
toruyc 3Mentrennii. Cyxoxknakosi pedsekcen, D=S. Uepesni
pedutekcu ozutuBHi. [lnantapui pedexcu xusi. 3araibHe
HE/IOPO3BUHEHHS MOBJICHHS 1-T0 PiBHS, 3HUKEHHS KOTHITUB-
HUX (DYHKITH, IM3apTPisl, HeCTilika KOHIIEHTPAIlisl yBaru, eMo-
iiina sabinbHicTs. Enypes.

3TiIHO 3 eTUYHUMH MipKyBaHHSIMU i BiIMOBOIO MaTepi
NiBYMHKH, hoTorpadyBaHHs He TPOBEIEHO.

Marwuitao-pesonancua Tomorpadis (MPT) romosuoro
MO3KY — MeIUYHMIT BUCHOBOK: Ha cepii HatuBHuX MP-306pa-
JKeHb OiJIst TPUKYTHUKIB GOKOBUX NIJIYHOUKIB Ha (GOHI He3Mi-
HeHOi 6iJ101 peYoBUHM HasgBHI 3MiHM migBuienoro MP-cur-
HaJly, iIEHTUYHOTO 32 CUTHAJIOM cipoi peyoBunu. llnyHouku
Ta MiZaByTUHHI TPOCTOPU He 3MiHeHi. PocTparpHa yacTuHa
MO30JIMCTOTO TiJla BU3HAYAETHCS TilONJIACTHYHOIO.
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Enexrpoennedanorpadis (EEI') — mennanmii BUCHOBOK:
Ha ¢onosiit EET nominyBanHS mosivacTOTHOTO, /I€30praHiso-
BAHOTO ajib(a-pUTMy, MePiOANIHO-PETIOHANBHI CIIOBIIbHEH-
HsT, TIEPEBAYKHO B JIOOHO-CKPOHEBUX 1 TIM'STHUX BiIBEICHHSIX.
Ha doroctumysiiio i rinepBeHTUIAIIIO-HAPOCTAHHS TOC-
TPOXBHJIbOBOI aKTMBHOCTI, cliajiaxy GijatepanbHO-CUHXPOH-
HUX TeTa 1 JiesibTa XBWJIb 10 BCiX BifBeseHHAX. Bupaxkena
mucyHKIs pieHedaibHO-CTOBOYPOBUX CTPYKTYP.

Enexrpoxapuiorpadis (EKI) — Meanunuii BUCHOBOK:
CHUHYCOBHUIT PUTM, YacTOTa cepiieBux ckopouenb — 100 yz/xB.,
HOpMaJbHe TIOJIOKEHHS eJIEKTPUYHOI Bici cepiist — 64 Tpai.,
HeroBHa 6J10Ka/a paBoi HixkKK mydka [ica, momipHi oOMiHHI
3MiHU B MiOKapi.

TIpu mpoBemeHHi YABTPA3BYKOBOTO MOCTI/KEHHsST Oyia
BU3HAUEHA TiTOILIa3id JiBOI HUPKU.

Koncysprarist ncuxiatpa — MeAMYHUN BUCHOBOK: iHTe-
JIeKTyaJbHO-MHECTHYHA HEO0CTaTHICTh MEKOBOTO piBHSI.
ITopymienns excripecuBHoi MOBHU y (hOPMi 3arajibHOTO HEJIO-
possunents mosu 1-to piBus. [luzaprpis. Eaypes. Cunapom
PyGiumreiina—Teil6i.

Koncysbramisi reHeTuka: y JAUTHHU KJIHIYHI BUSBJICHHS
curgapomy Py6inmrreiina—Teiibi: mikporedarris, emikaHT,
MIKpOTHATIS, TIepTesIOpu3M, KPYITHIH Hic, TMIPOKi Ta KOPOTKi
TepIi masiblli BEPXHBOI Ta HUKHBOI KiHITIBOK, 3aTpUMKa (hiznd-
HOro po3BUTKY. O3HAKM MMCILIA3IT CIIOTyYHOI TKaHUHU. Meny-
HUI BUCHOBOK: cuHzapoM PyGiniireiina—Teii6i, ayTocOMHO-10-
MIHAHTHUIT THI YCIIQ/[KYBAHHS, PUSUK /U1 HAIAKIB 50%.

3a IIUTOreHETUYHUM JIOC/I/UKEHHSIM, Y JIIBUNHKH Kapio-
tin 46 XX.

ITicsist ipoBesIeHOTO OOCTEKEHHS 1 KypCy JIKYBaHHS JiB-
uynrHKa OyJia BUIMCAHA T1ijl HATJIsSIL HEBPOJIOTA i Hejiarpa 3a
MiCIIeM MEMIKaHHS.

Jlannii KTiHIYHUH BUIQ/IOK TPOJIEMOHCTPYBAB KJIACUUHNN
BUNAZOK cuHApoMYy Py6HinTeitna—Teil6i 3 XapakTepHOIO
AQHAMHECTHYHOIO, HEBPOJIOTTYHOIO 1 COMAaTHUYHOIO KapTHHOIO.
[lata maTosoris € piJIKicCHOIO 1 YHIKaJIbHOIO 3 MYJIbTUCUCTEM-
HUM XapaKTePOM YPa:KeHHS Pi3HUX OPraHiB i CUCTEM OpPraHiB,
BMCOKMM DPHU3UKOM IIyXJIMHOYTBOPEHHS 1 CXMJIBHOCTI /10
iH(DEKIINHNX 3aXBOPIOBaHb. [Ipu 11bOMY TIPOBiZIHE 3HAYCHHS
Ma€ ypakeHHS IeHTPaJIbHOI HEPBOBOI CUCTEMU 3 PO3YMOBOIO
BIZICTAJIICTIO B yCiX BUMAIKAX, PI3HOMaHITHIMHY TTOBE/IiIHKOBU-
MW PO3Ja/laMi, 9acTO B MOEIHAHHI 3 BPO/LKEHUMU MaIb(hop-
MallisIMUA 1IeHTPAJIbHOI HEPBOBOI CHUCTEMU 1 €NIeNTUYHUMU
HaIa[aMH, 110 € HAWGIIBIT YaCTUMU IPUYMHAMU TIOTPATLIISIH-
HS TaKWX MAIEHTIB /10 JiKapiB — AWTIYNX HeBposoris. Ha
CBOTO/IHIIIHIN /leHb MpeHaTaJbHa /iarHOCTUKA JAaHOTO CUH-
JIpoMy Po3pobJieHa HeOCTATHBO, Y TepeBakHiil KiJbKOCTI
JIaHa MATOJIOTIs IIarHOCTYEThCS TIOCTHATANBHO. OJTHAK MeIn-
KO-TeHeTUYHA KOHCYJIbTAIlid CiMEeIHUX map, siKi MaloTh TUTU-
HY 3 JIAHOIO MAaTOJIOTIiE0 (TPyIa BUCOKOTO PU3HKY), € 060B's13-
KOBMM 1 HEOOXiTHUM KOMIIOHEHTOM JiarHOCTUYHOI CXEMU 3
METOI0 BU3HAUEHHS TIOBTOPHOTO PU3UKY i CKJIQJIAHHS 1IPOTpPa-
MU MPEHATATBHIX JOCTi/PKeHb Y Pa3i TOaJIbIIIo] BariTHOCTI, i3
nposezenuam JIHK-anamisy deranpHnux KIiTHH, OTpIMaHUX
mistxoM amHionenTesy (15—18-it tuskni BaritHoCTi) 260 6io-
ricii xopiona (10—12 TwxkniB BaritHOCTI). ¥ pasi npoBemeHHs
VJIbTPa3BYKOBOTO JOCJI/PKEHHS CJIi/L PETETBHO JIOCIi/IKYBATH
aHaTOMIiYHi 0COOJMBOCTI 1710/1a, BpAXOBYIOYH XapaKTepHi An3-
MopdiuHi 3MiHE Yepera Ta 06JIYYsI, OTIOPHO-PYXOBOTO alapa-
Ty, BHYTPIIIHIX OpPraHiB Ta aHOMajil MO3Ky NP CHHIPOMIi
Pyo6inmreitna—Teii6i. Y pasi migospu Ha BPOIKEHyY aHOMAJIITO
MJIoJla HEOCTAaTHbO YiTKOI Bi3yasidaiii OTO aHATOMIYHUX
CTPYKTYP, METOJI MarHiTHO-Pe30HAHCHOI ToMorpadii Mamoro
Tazy BaritHOI (micas 20-To THKHS BariTHOCTI) MA€ BUPIIIAIb-
He 3HAYEeHHS /I BCTAHOBJICHHSI TOYHOTO JIiarHoO3Yy, OITHMI3a-
1Mii TaKTUKW Be/IEHHS BaTiTHOCTI 1 POZIOPO3PIllIeHHS.
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CuHapom PyGuHwTeliHa—TeiibM B NneguaTpuyecKoii HeBpoJIorum

A.A. lleByeHko

'Y «MHCTUTYT Nneamatpun, akywepctea u ruHekonorun HAMH YkpauHbl», . Knes, YkpanHa

Pestome. [pnBeaeHbl OCHOBHbIE CBEAEHWUS O PEAKOV BPOXXAEHHOW MYNbTUCMCTEMHON FEHETUYECKOW natonornu, 06s3atenbHbIM KOMMNOHEHTOM KOTOPOM
ABNSAETCA TSHKEN0E NOPKEHUE LEHTPaNbHON HEPBHON CUCTEMbI 1 MPOTPECCUPYIOLLMIA XapaKTep YMCTBEHHOW OTCTanoCTW, — CUHAPOM Py6uHLITERHA—
Tenbu. PaccmMoTpeHbl COBPEMEHHbIE KNNHUKO-ANArHOCTUYECKIE, HEBPOMOTNYECKNE W FeHETUYECKMEe acnekTbl AAHHOr0 cuHApoMa. OnmucaH KnnHW4ecKui
Cly4ai NaUMeHTKN C 3TOM NaToNormen, NpoxXoanBLLen 06Cnef0BaHNe 1 JIe4eHe B KNMHUKe AeTckoi ncuxonesponoruu MY «UAMAT HAMH YkpauHbi».
Kntoyesblie cnosa: cuHapoM PybuHwwTeliHa—Teiibu, KNMHNKA, ANarHoCTiKa, NpeHaTanbHas anarHocTuka.

Rubinstein—Taybi syndrome in pediatric neurology

0.A. Shevchenko

State Institution «Institute of Pediatrics, Obstetrics and Gynecology of NAMS of Ukraine», Kyiv, Ukraine

Summary. In this article present the basic information about a rare congenital multisystem genetic pathology Rubintein—Taybi syndrome. The mandatory com-
ponent of syndrome is a severe lesion of the central nervous system and the progressive character of mental retardation. It was considered the modern
clinical, diagnostic, neurological and genetic aspects of this syndrome. There were described clinical case of the patient with this pathology during examina-
tion and treatment in the department of children«s psychoneurology of the Institute of Pediatrics, Obstetrics and Gynecology National academy of medical
sciences of Ukraine.

Key words: Rubinstein—Teybi syndrome, clinic, diagnostics, prenatal diagnostics.
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