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HaBeneHo aaHi Wwoao piakicHoro reHeTyHoro 3axBopioBaHHS CrHAPOMY PyBiHWTenHa— Terbi. 3axBOpioBaHHA 3yCTPIHAETbLCS 3 HAaCTOTO
1:25000-1:30000. Cnocib xuntTs 6aTbKiB HiK HEe BMIVBAE Ha NOABY ANTUHM 3 CUHAPOMOM PyBiHLLTeNnHa—Telbi. PU3MK HapOaXeHHs B CiM'i
Opyroi AWTMHK 3 Takolo X naronorieto ctaHoBuTb 0,1%. CvHOPOM XapakTepuayeTbCa HAABHICTIO AeDOPMOBaHMX NabLIB, XapakTepHOro
06m44st | PO3yMOBOI BiACTANOCTI. KNiHIYHI 03HaKM 3aXBOPIOBAHHA OOYMOBEHI MyTaLiEIO B FeHi, Lo koaye cneundidHni 6inok GREB. Liei ren
noKanisoBaHniny 16 xpOMOCOMI. HaBeaeHO OCHOBHI PEHOTMMOBI BIAXMAEHHS Ta NpOaHanizoBaHo NiteparypHi AaHi Woa0 COMaTNYHOI Ta HEBPO-
noriyHoi natonorii. Jna cuHApOMY xapakTepHe NOEAHaHHS 3aTPUMKI QI3MYHOMO Ta NCUXOMOTOPHOIO PO3BUTKY, MPOrpecytoya iHTenekTyansHa
HEeJOCTaTHICTb, XapakTepHU YEPENHO-NMLEBWIA AN3MOPdI3M, aHOoManii NanbLiB (DO3LIMPEHHS, BKOPOYEHHS | CNIOLLEHHSA AUCTaNbHUX Gananr
nepLunx NanbLiB KMCTEN | CTOM, AEKONW AUCTaNbHNX hanaHr iHWKX NansLUiB, NoNiaakTuig | YacTkoBa CUHOAKTNIT KMCTEN | CTOM), aHoManii cep-
LeBO-CYMHHOI, ANXa/IbHOI Ta CEHOCTATEBOI CUCTEM.

OnuncaHo KAiHIYHWMIA BUNA[oK C1HAPOMY PyGiHWTeHa—Teibi B AUTUHM HEOHATaNbHOMO BiKY. baTbku x1onyvka, Monoai ocobu, Ta cectpa
HOBOHAPOOXEHOrO, BIKOM 3 POKM, 300POBI. PEHOTUMNOBYX NPOABIB CKENETHUX AMCMNASINA Y HX HE BUABNEHO. CNaakoBMM aHaMHES y POOVHIB
He 06TskeHWl. HaBeaeHo AaHi Woao BUSBAEHX Y HOBOHAPOAXEHO! AUTVHM INLEBVX AM3MOPOIit: HU3bKE YO0, CROBINBHEHNIA PICT BONOCCS,
nyronoaibHi 6poBu, MicauenoaibHe o6aunYYs, rinepTenopuam, OnyLLEHi 30BHILLHI KyTW OYHVIX LIANH, «A3b0060N0ai6HNIA» Hic, rinonnasis Kpun
HOCa, NOMIPHO BUpaxeHa PeTporHaris, By3bke B1COKe NiAHEOIHHSA, AMCINACTYHI, ManeHbKi, HM3bKopo3TalloBaHi BYLLUHI pakoBuHW. CnocTepi-
rannca LWWPOKI TepMiHanbHi danaHri | nansLiB KUT1upe Ta CTOoM, BaibrycHa aedopmania neplinx nanbuis KUTWUb. Y ANTUHW OiarHOCTOBaHO
BIAKPWTY a0pTaslbHY NPOTOKY Ta BPOAKEHY aTpesilo x0aH Cnpasa.

OTxe, TAXKa iHBaniamM3yioya Natonoris B AUTUHN, HAPOAXKEHOI Bi, NPAKTVYHO 300P0BKX OATbKIB, CBIOYMTL MPO CNOPaanyHy MyTaujio de novo.
JlocnioxeHHs BUKOHaHO BiANOBIOHO A0 NPUHLUMNIB [enbciHCbKoi Aeknapadii. Ha nposeaeHHa A0CniaXeHb 0TpuMaHo iHhopMoBaHy 3rofy 6ats-
KiB ANTUHW.

ABTOPY 3asBNSOTb NPO BIACYTHICTE KOHDANIKTY IHTEPECIB.

KniouoBi cnoBa: crHapom PybiHwTeriHa—Teitbi, YepenHo-n1uesi aHomManii, aHomanii nanbLjiB, HOBOHAPOOXEHI AiTN.
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The article presents data on a rare genetic disease — Rubinstein—Taybi syndrome. The disease incidence is 1:25000-1: 30000. Parents’
lifestyle has no influence on the birth of a child with Rubinstein—Taybi syndrome. The risk of having a second child with the same pathology
is 0.1%. The syndrome is characterized by the presence of deformed digits, distinctive facial features and mental retardation. Clinical signs
of the disease occur as a result of mutation in the gene encoding a specific GreB protein. This gene is localized on the chromosome 16. The
article reports on the main phenotypic deviations and analyzes the literature data on somatic and neurological pathologies. The syndrome
is characterized by a combination of delayed physical and psychomotor development, progressive intellectual disability, characteristic
craniofacial dysmorphism, deformity of digits (namely broad, short and wide distal phalanges of the thumbs and big toes, sometimes distal
phalanges of other fingers and toes), abnormalities of the cardiovascular, respiratory and urogenital systems.

Clinical case. The article presents primary data on the diagnosis of Rubinstein—Taybi syndrome in a child of neonatal age. The boy's parents,
young people, and the newborn’s sister, aged 3, are healthy. No phenotypic manifestations of skeletal dysplasia were detected. The relatives’
hereditary history is negative. We have observed the following facial dysmorphia: low forehead, low hair growth line, high-arched eyebrows,
moon-shaped face, hypertelorism, downward slanted eyes, «beaked» nose, hypoplastic nasal wings, moderate retrognathia, high narrow
palate, dysplastic, small, low-lying auricles. Broad terminal phalanges of thumbs and big toes, as well as valgus deformity of the thumbs were
observed. The child was diagnosed with an open aortic duct and congenital choanal atresia on the right.

Thus, a severe disabling pathology in a child born to apparently healthy parents indicates a sporadic de novo mutation.

The research was carried out in accordance with the principles of the Helsinki declaration. The informed consent of the patient was obtained
for conducting the studies.

No conflict of interests was declared by the authors.
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BcTtyn
CI/IHI[pOM PyGinmrreitna—Teitbi — rexerny-
HO TeTepoTeHHe CMAJKOBE 3aXBOPIOBAHHS,
M0 XapaKTEePU3YETHCS YPaKEHHSIM IEHTPATbHOI
HEPBOBOI cUCcTEMU, AedopmMallisiMi KiCTOK CKeJeTa
1 HU3KOIO 1HIINX BaJl po3BUTKY. CUMIITOMAaMH 11bO-
rO CTaHy € Tporpecyioda pPO3yMOBa BiJICTAMICTD,
HU3BKUHI PICT, PO3MUPEHHS (aJaHT TaJbIIiB,
MOJIZIAKTUITIS HA HOTaX, PISHOMAaHITHI MTOPYIIEHHS
3 6OKy BHYTpilHixX opranis. /[iarHOCTUKY CHHIPO-
My PyoGinmreiina—Teitbi mpoBoasiTh Ha TijAcTaBi
JIAHUX CIIPABXHBOTO CTATyCy NAaI[iEHTa, MOJIEKY-
JIIPHO-TEHETUYHUX aHAJI31B Ta IHITNUX JJOCTiKEHb.
CrenmdiyHoro JiKyBaHH ITi€l TATOJIOTI] HE iCHYE,
3aCTOCOBYIOTH CUMIITOMATUYHY TEPAIiio 3a7e;KHO
BiJl TUITY BaJl i TOPYIIEHb.

Cunzgpom Py6Ginmreitna—Teiibi, abo cUHIPOM
BEJINKUX TAJIBIIB, XapaKTEePHOTO OOJIMYYs i Po-
3yMOBOI BiJICTAJIOCTi, HAJIEKUTH /IO MMATOJIOTI], SAKY
MO’KHA 3alTi/IO3PUTH B HEOHATATbHOMY BIlli. YTep-
mre cuaapom omucanuii J. Rubinstein i H. Taybi
B 1963 p. y 7 miTeit i3 3aTPUMKOIO TICUXIYHOTO PO3-
BUTKY [5,7]. 3axBOpioBaHHs 3yCTPIiYa€ThCs 3 Ya-
croroio 1:25000-1:30000. 3a manumu Jjitepary-
pH, croci6 KUTTS 6aThKIiB HisIK HE BIUIMBAE Ha I110-
SIBY JUTHHU i3 cubapomom Pyo6inmmreiina— Teil6i.
Puswk Hapo/pKeHHS APYTOl IUTUHY 3 TAKOIO K T1a-
toJiorieto ctanoButh 0,1% [6].

3a JiTepaTypHUMU JAHUMU, THUII yCIa/JKyBaH-
HST — ayTOCOMHO-JIOMiHaHTHUT, X04a OiJIbIICTh BH-
T1a/IKiB BUHUKAIOTh CITIOPAJINYHO BHACJIITOK MYy TaIlil
de novo (renerryna TpanchopmMallis, 1o Bigdyiacs
B Meskax OJHi€el ¢iM’T abo KiTUHHOI JIiHil Brepiie)
[1]. Kniniuni o3naku 3axBopioBanHsi 00yMOBIIEH]
MYTAI€I0 B TeHi, 110 Koay€e crenudiaauii 6iox —
koaktuBatop renHoi ekcmpecii (GREB). [leit ren
JokasidoBanunit y 16 xpomocowmi, y sokyci 16p13.3.
Jlo peamizaiii KjiHiYHUX O3HAK PyOinmrreitna—
Teit6i MOKYTh TPU3BOUTH TOYKOBI MyTAIlii B 11bO-
my reni. Cunzgpom PyGinmreiina— Teiibi — 1te pij-
KicHe reHeTHYHe 3aXBOPIOBAHHS, IIPU SIKOMY ypa-
KY€eThCst GaraTo opraHis i cucteM. st cuHApPOMY
PyGinmreiina—Teil6i  xapakrepHe — IO€IHAHHSI
3aTpUMKHU  (PIBMYHOTO Ta TMCUXOMOTOPHOTO PO3-
BUTKY, Mporpecyfoya iHTeJIeKTyaJbHA HEIOCTaT-
HICTh, YEPENHO-JUIEBUN AU3MOP(}i3M, HIMPOKI
TepMiHaJIbHI (haJlaHTH TaJIbIiB KUTHIIb i CTOII, aHO-
MaJii ceplieBO-CyIMHHOI, IMXaJIbHOI Ta cedocTaTe-
BOi cucreM [4,8].

YeperHo-yuieBi aHOMaJIT Taki: «13606010/1i0-
Huit» Hic, Mikporedasid, MHUPoOKe TepeHiccs
Ta TiOIIa30BaHi KpUJla HOCA, IUCIIJIACTUYHI ByII-
Hi paKOBUHU, 301JIbIlIEHE BEJIMKE TiM SIYKO, SIKe 1113~
HO 3aKPUBAETHCS, BUCTYyIAl0Ye YOJO 3 HU3BKUM
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POCTOM BOJIOCCS, BUCOKI JyronoaibHi 6poBu, omy-
IIeH1 JIOHKU3Y 30BHIIIIHI KyTH O4Yell, MaJIeHbKUI POT
i3 TOHKOTI0 BEPXHBOIO TYOOI0, MiKPOT€EHisT Ta OMip-
Ha PeTPOTHaTIsI, apronoibHe mixHebiH s [2,3].

AHomanil mas;bIliB TOJATAIOTh Yy PO3IIUPEH-
Hi, BKOPOYEHHI ¥ CIIONEeHH] AUCTATbHUX (hasaHT
MepuInX MaJibIliB KUCTEH 1 CTOII, IEKOJU JUCTANb-
HUX (haTalT IHITUX TaJIbIliB, TTOJTIIaKTUIII i B 4acT-
KOBill CHHIAKTHUITI KUCTeH i cTOM. 3yCTpiuaTbCs
cKeJieTHI gedopmaritii: 1opao3, Kido3s, CKoJ1i03, aHo-
Matii TpyirHM i pebep, CIIOMEHHs] KPUJT Ta30BUX
KicTok. ¥ 50% BUIA/KiB 3yCTPiYa€ThCs IipCyTU3M,
SICKPaBUI HEBYC Ha YOJIi, MOTU/INII 1 GOKOBUX I10-
BEPXHSAX ITW1, MHOKUHHI Temanriomu. /[o Bajx pos-
BUTKY BHYTPIIIHIX OPraHiB Hajle)KaTh He3apoIeH-
HS apTepiajbHOI MPOTOKHU 1 JileheKTH TIeperopoiok
cepiist, OHOOIUHA aryia3isi HUPOK, TTOIBOEHHS HU-
POK, TrizipoHedpo3, AUBEPTUKYJ CEYOBOIO MiXypa,
KPUIITOPXi3M, HMOPYIIEHHS JOOYJISIL JereHb, Me-
rakoJIoH, JiadparManbHa Kujia, areHesis MO30J1-
croro Tina [4,9].

BpaxoByioun obMekeHMiT Tepesik OMUCaHuX
BUIIQ/IKIB JIIaTHOCTUKU IIbOTO CHUH/JPOMY B paH-
HbOMY HEOHATaJIbHOMY I€Pio/li, HABOJMMO BJIaCHE
CIIOCTEPEsKEeHHS.

KniHiyHnia BUNnapok

Hocaikeno ciM'io — 6GaTbKiB, crapiny IUTH-
HY (ZiBUMHKY) Ta HOBOHAPO/KEHOTO XJIOITYHMKA,
a TaKO’K BUBYEHO BIINOBITHY MEJIMYHY JIOKYMEHTa-
1iI0 — IHAWBIyaJIbHY KapTy BariTHOI, iCTOPIIO TI0-
JIOTiB, i1CTOPiI0 PO3BUTKY HOBOHAPO IXKeHOTO. [Ipo-
rpaMa OOCTEKEHHsI XBOPOI JUTHHU Tiepeabavasa
BUKOPHCTAHHS: TEHEAJIOTiYHOTO aHaJli3y, 3arajib-
HOKJIIHIYHOTO Ta (EeHOTUIIOBO-MOP(OJIOTIIHOTO
00CTeKeHHSI, YJIBTPa3ByKOBOTO OCIZKEHHS Op-
raHiB YepeBHOI TOPOKHUHU, €XOKaP/II0CKOTIii, HEell-
poconorpadii, KoHCyJIbTaIlil HEBPOJIOTa, OTOPUHO-
JIAPUHTOJIOTA Ta TeHETHKA.

[ocnipkeHHsT BUKOHAHO BiINIOBIZIHO /10 TPWH-
nuniB lenbcincpkoi geknaparnii. Ha mpoBenenns
JIOCJIJIZKEHb OTPUMAHO iH(OPMOBaHY 3rofy 6GaTh-
KiB IMTUHU.

[TepiioueproBo 1poBe/IeHO KJIHIKO-TeHeaJslo-
rivanil anammis ciM’i xBopoi autuHu. IIpobanm —
XBOPUI XJIOMYMK i3 BUIIEOTTMCAHUM CUHIPOMOM.
Barbku (Bik Marepi — 27 pokiB, barbka — 29 poKiB)
Ta cecTpa HOBOHAPOJKEHOTO (BiK — 3 POKHU) 3710-
poBi. eHOTUITOBUX MTPOSIBIB CKEJIETHUX JAMCILIA31 i
y HUX Ta iHINX Y4JIeHiB POJIMHU He BusiBjieHo. Cria-
KOBHMIT aHaMHe3 y HUX He 00TsiKeHnit. XJIOMYnK Ha-
POAMBCS BiJl IPYTOi BariTHOCTI, 110 Tiepebirara 6e3
YCKJIa/IHEHb. 3a pe3yJibTaTaMu yJbTPa3ByKOBOTO
JIOCTIKEeHHS TII0/1a TiJ1 Yac BariTHOCTI MaToJIOril
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Puc. 2. LLlupoka TepMiHanbHa dpanaHra | nanbus ctonuv

He BusBieHo. [losoru BuacHi B Tepmini 40 THKHIB
recraitii, ominka 3a mkajow Amnrap — 8/9 Gais.
AHTPOIIOMETPUYHI [MOKa3HUKU HOBOHAPO/KEHO-
ro xJyiomuuka: maca tinia — 4100 1, moB:kuHa Tina —
56 cM, OKpPYKHICTb TOJIOBU — 34 €M, OKPYKHICTh
TPYAHOI KJIITKU — 35 CM.

[lig vac ornsimy MUTUHU BUSBJEHO IIij[BUIIE-
HUI piBeHb CTUTMaTHM3allii — Mikpoiedasiio, Jm-
1eBi au3Mopdii: HU3bKe 40JI0, CIIOBIJIbHEHUN PiCT
BOJIOCCSI, JyTonozaioHi GpoBH, Micsienoznione o6-
JINYYS], TilepTeJOpU3M, OIyIeHi 30BHIllIHI KyTH
OYHUX IIIJIMH, «/3b000IOMIOHNI» Hic, rilorasiio
KPUJT HOCA, TOMiPHO BUPa)KeHY PETPOTHATIO, BY3b-
Ke BHUCOKe TifiHeOIHHS, AUCIIACTUYHI, MaJeHbKi,
HU3bKOPO3TAlIOBaHi BYIIHI pakoBuHH. [lInpoki
TepMiHabHI (hananru | maspiiB KUTHIE Ta CTOII,
BasibTycHaA JlehopMallid MEPINX TMaJIbIliB KUTHIb
(puc. 11i2).

3a TaHUMHU JIOCTi/IKEHHS HEBPOJIOTIYHOTO CTa-
TyCy BUSBJIEHO, IO TOHYC M’I3iB y KiHIiBKax Ju-
(bysHo 3HWKEHUH, CyXOXUJIbHI pedekci cume-
TpuuHi, pedJieKcH HOBOHAPOYKEHOTO CIIOBiJIb-
neni. Ha vouri, motumiuiti, 3agHiil moBepxHi MUl Ta
CIWUHI — MHOKWHHI TeMaHTiOMU, BUPa)KeHUil rip-
cytusm (puc. 3).

PesysbraTii IOATKOBUX METOMIB 00CTEKEH-
Hd TIOKa3aJn: 3a JIAaHUMHU €eXOKap/ioCKOTIil BH-
SIBJICHO BiJIKPUTY aopTajJbHy IIPOTOKY, Il 4ac

ISSN: 2706-8757 Ukrainian journal Perinatology and Pediatrics 1(89) 2022

Puc. 3. MHOXWHHI reMaHriomm, BUpPaXxxeHui ripcyTmam Ha
CMunHi

OTJIATy ~ OTOPWHOJIAPUHTOJIOTA  IIaTHOCTOBAHO
BPOJKEHY aTpesito XoaH cripaBa. PaHHINl HeoHa-
TAJIBHUH 1epPiojl YCKJIAHEHUH TTHEBMOHIEI0 HOBO-
HapOJIPKEHOI JIMTUHU Ta JKOBTIHUIIEIO (3arajibHUH
6iipy6iH — 335 MKOJIb/JI 32 paXyHOK HEIIPSIMOTO
6imipy6iny). JluTuHa OTpUMyBajia Tepariio, a Ha
7-my 100y KUTTsT Oysia TepeBejieHa 0 BijliieH-
HSI T1aTOJIOTIl HOBOHAPOIKEHNUX 00JACHOI AUTAYOI
KiiHigHOI JikapHi M. IBano-@pankiBcbka. Y Bij-
JIIJIEHH] 1TaTOJI0Tii HOBOHAPO/PKEHUX JUTHUHA TIPO-
JIOBKyBaJla OTPUMYBATHU JIiKyBaHHS ITHEBMOHIi HO-
BOHAPO/IKEHUX 1 B 33/I0BLILHOMY CTaHi OyJia BUIIN-
caHa jiojjomy Ha 17-Ty 100y KUTTSL.

BucHoeku

HaBenena tsskka iHBaIiu3yioda MaTOJOTIS
B JUTUHU, HAPOJPKEHOI BiJl MPAKTUYHO 3/I0PO-
BUX GATHKIB, CBIIYMTDH TIPO CIIOPAIMUHY MYTAIIii0
de novo. J171s1 yTOUHEHHST IiaTHO3Y PEKOMEHIOBAHO
CIIOCTEPEe)KEHHS IICUXiaTpa, HEeBPOJIOTra, FeHeTHKA,
Hedposiora, Kap/iosora, a TaKoX CUMIITOMATUYHA
Tepartisi 3a IoKazaHHAMU. baTbkaM IUTHHN HaJlaHO
peKoMeH/Iallil PO MPOBEIEHHA MeINKO-TeHeTHY-
HOTO KOHCYJIBTYBaHHS 1 MOJIEKYISIPHO-TEHETUYHO-
TO TOCI/KEHHS 1711 BUSIBJIEHHS /1e(DeKTHOTO TeHa
B pa3i MoiaJbnioro MJaHyBaHHS BariTHOCTI.

Aemopu 3a61510mb NPo GIOCYMuicmov KoH@iK-
my inmepecie.
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