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CuHopom KodoiHa—Cipica 06'eaHYE rpyny reHETUHHKX 3axXBOPIOBAHb i3 LMPOKMM CMNEKTPOM (MEHOTUNIYHMX O3HaK, 015 AKUX xapakTep-
HOIO € IHTeNneKTyanbHa HefOCTaTHICTb PIBHOMO CTyMNeHd BMPAa3HOCTI, 3aTprMKa PO3BUTKY Ta iHLWI KNIHIYHI O3HakK, cepepn, aknx HanyacTile,
ane He 3aBxaM cnocTepiraeTbCca annasis abo rinonnasis AMcTanbHOI Gananrv 4 Hirtd N'aToro nansbLg, a Takox rpyoi pycyn 06amnyys.

MeTa — nigsumLLmMT 06i3HaHICTb NikapiB WOAO AiarHoCTyBaHHs cuHapomy KodoiHa—Cipica; posLmnpuTi 3HaHHS NPO CReKTP KHIYHKX 03HaK
3aXBOPIOBAHHA Ha OCHOBI HaBeEHHS ABOX KIiHIYHX BUNALKIB.

OnucaHo aga KniHidHi Brunaakn cuHapomy Kodpoina—Cipica, BuknukaHi BapiaHtamu B reHax SMARCA4 ta DPF2. B 060x B1naakax Bia3Haye-
HO 3aTPVIMKY MOBJIEHHEBOIO PO3BUTKY, KOTHITVBHI MOPYLUEHHSA DIBHOO CTYyNEeHsd BUPA3HOCTI, 3MIHV NOBEAIHKM, XapakTepHi AN3MOP@IYHI prcK
i 3MiHM 3 OOKy KMCTen i/abo Hir, 0cOOMBO 3 BOKY Mi3MHUSA. XapakTepHy rinonaasiio Hirta AMCTanbHOI danaHm n'atoro Nanbua BioMiYeHo
y BMNaaKy, acoujnoBaHoMy 3 BapiaHToM y DPF2 reHi. Y nauieHta 3 BapiaHToM Y SMARCA4 reHi BCTaHOBNEHO 3rvHanbHy Aedopmaliio
MISVHLIA Ta LUMPOKI KNCTI. Y HbOIr0O TakoX AiarHOCTOBaHO NaxigepMoaakTIiio Ta BDOLKEHY Bay HMPOK.

OTxe, reHeTyHe AiarHoCTyBaHHA Aae 3MOry BYACHO BCTAHOBWTW AiarHO3, MONEpeanT YCKIaAHEHHS Ta YHUKHYTU HNU3KKA HEMOTPIOHMX
o6CcTexeHb. HakonuyeHHs KiHIYHKX AaHKX NPO PIAKICHI 3aXBOPIOBAHHS Ta ix c1ucTemMatnaallis CnpusioTb PO3BUTKY AOCAIAXEHb, a B NOAa/b-
LLIOMY — BM3HAYEHHIO ONTUMaNbHKX NiAXOAiB A0 Tepanii. laeHTUdIKOBaHWM reHeTUHHMIA hakTop y NpobaHaa 3abesnedye Meamko-reHeTuyHe
KOHCYNBTYBAHHA POAMHN Ta BU3HAYEHHA NMOKA3HWKIB PU3KKY NAaTOOrin y HaWaaKiB.

JoCniaxXeHHa BMKOHAHO BIAMOBIAHO A0 NPUHLIMNIB [eNbCIHCLKOI Aeknapalli. Ha npoBeaeHHs A0CNIAXEHb OTPUMaHO IHPOPMOBAaHY 3roay
naLieHTiB.

ABTOPM 3aABAAIOTE MPO BIACYTHICTb KOHONIKTY IHTEPECIB.

Kniouosi cnoea: crHapom KoddiHa—Cipica, deHotun, SMARCA4, DPF2, 3atpuimvka po3BUTKY, PIOKICHI 3aXBOPIOBAHHS, AiTN.
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Coffin—Siris syndrome encompasses a group of genetic disorders with a wide spectrum of phenotypic features, characterized by varying
degrees of intellectual disability, developmental delay, and other clinical signs. Among the most common features are the aplasia or hypoplasia
of the distal phalanx or nail of the fifth finger and coarse facial features.

The aim of the work is to increase awareness among physicians about the diagnosis of Coffin—Siris syndrome and expand knowledge
of the spectrum of clinical features of the disease based on the presentation of two clinical cases.

We presented two clinical cases of Coffin—Siris syndrome caused by variants in the SMARCA4 and DPF2 genes. In both cases, there is a delay
in speech development, cognitive impairments of varying severity, behavioral changes, characteristic dysmorphic features, and changes in
the hands and/or feet, especially in the little finger. Distal phalanx nail hypoplasia of the fifth finger was present in the case associated with a
variant in the DPF2 gene. In the patient with a variant in the SMARCA4 gene, flexion deformity of the little finger and broad palms were observed.
Pachydermodactyly and a congenital kidney defect were also diagnosed in this patient.

Thus, genetic diagnosis allows for timely identification, preventing complications and avoiding unnecessary investigations. Accumulating
clinical data on rare diseases and their systematization contribute to research development and, subsequently, to determining optimal
therapeutic approaches. The identified genetic factor in the proband ensures genetic counseling for the family and determining risk indicators
for pathologies in offspring.

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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uugpom  Koddina—Cipica o06’eqHye cTaTHICTH Pi3HOTO CTYIMEHS BUPA3HOCTI, 3aTPUMKa
IPYIy TeHeTUYHUX 3aXBOPIOBAHbD 13 MIM- PO3BUTKY Ta iHIN KJIIHIYHI O3HAKU, cepejl AKUX
POKMM cIieKTpoM (DeHOTUTTIYHUX O3HAK, HaldJacTtiile, aje He 3aBXK/IW, CIOCTEPITAETh-
JUIS IKUX XapaKTePHUMU € IHTeJIeKTya/lbHa Helo- ¢ amasisg abo Tinomasis aucranbHoi (asaHru
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4y HIrTS I'SITOTO Tasblisd, a Takox rpybi pucu
obmuyust [11].

Cunznpom ymepire ommcano y 1970 p. mikaps-
mu Koddinom i Cipicom. Ha cborozni BifjomMo 110-
Hajl 200 BUMNAZKIB CUHAPOMY, X0Ua 3a3HAYAETHCS,
1110 BiH HEJIOCTATHBO PO3II3HAETHCS 1 € HEI0/[1arHO-
CTOBAHUM.

XBopoOa nepeaeThest 3a Ay TOCOMHO-IOMIHAHT-
HUM  TWIOM, OJHaK OIiJBIICTb  BUIAJIKIB
€ HacJIiIKOM MyTallil de novo. Bizomo nonaz 10 re-
HETUYHUX BapiaHTiB, SIKi CIPUYUHSIOTH CHHIPOM
Koddina—Cipica. Haliuacriie BiH 1nos’g3anuii i3
Bapiantamu B reni ARID1B(6q25.3) (63%) [11].
[nmni rermerwani BapianTH, MOB’sI3aHi 3 1IUM CHH-
npomom, — ARID1A (1p36.11), ARID2 (12q12),
SMARCA2, SMARCA4 (19p13.3), SMARCB1
(22q11.23), SMARCE1 (17q21.2) SMARCC2
(12q13.2),50X4,S0X11(2p25.2), DPF2 (11q13.1),
PHF6. 1li renu KomyioTh CyOOAMHUIN KOMILIEK-
cy BAF (barrier-to-autointegration factor), skumii
Gepe ydacTb y PeryJisiiiii eKkcrpecil TeHiB mix gac
PO3BUTKY. 3aJIE3KHO BiJl 33/1iTHOTO T€HA, B OHJIAWH
KaTaJIoTy TeHiB JIIOJMHU Ta TeHeTUYHUX PO3Ja/liB
(OMIM) po3pi3HAIOTh Pi3HI TUIIM CUHAPOMY
Koddina—-Cipica (1, 4, 7 Tomno).

Cunznpom Koddina—Cipica € He Timbku rene-
TUYHO TeTEePOTeHHUM PO3JaZ0oM, ajie 1 XapakTe-
PUBYETHCS MUPOKUM CIIEKTPOM KJIIHIYHUX O3HAK
[5]. OcHoBHUMEU O3HAKaMK € 3aTPUMKaA PO3BUT-
Ky a00 KOTHiTMBHMX (DYHKIN (Y BCiX Hali€HTiB)
Bijl JIEFKOTO JI0 TSIKKOTO CTYIEHs, TiloImasis abo
ansasisg HirTs/IucTaabHol (hajaHTH 1T ATOTO TaJTh-
g (Maiike y BCiX TAIiEHTIB TP HAPOJXKEHHI)
Ta rpyOi prch 06 TIYYsl, SIKi TIOCHTIOIOTHCS 3 4ACOM
[1,8]. Ausmopdii obimuust BKIOUAOT IycTi 6po-
BU Ta JIOBTI Bil, IIUPOKe TIepeHiccsl, MUPOKUN POT
i3 TOBCTUMM, BUBEPHYTUMU TyOaMU, aHOMaJbHe
noJjoxenHs abo Gopmy Byx. Cepex IHIINX O3HAK
3a3HAYalOThb HU3BKUI 3PIiCT, TPYAHOILL 3 TOLyBaH-
HaM, Mikporedaliio, o@TaabMOJIOTIYHI TPOSABU
(karapakTa, 1T03, KOCOOKICTh), CeplleBi aHOMaJil
(medextn neperoposox, Terpaga Damro, Bigkpu-
Ta aprepiajbHa MPOTOKA), TINEPTPUX03 (PYyKH,
o0y, CIiMHa), pifike Booccst Ha ToJoBi. Piamie
OTMHMCYIOTh HEBPOJOTIUHI ypakeHHS (MaTbhop-
Mmartis /lenmi—Boxkepa, ciipoiienHs 3BUBUHM, are-
He3isd MO30JIMCTOTO TiJIa, CYJIOMHM Ta TIilIOTOHI),
BTPaTy CJIyXy, CJIaOKicTh cyriobiB, CKOJi03, Baan
PO3BUTKY CEYOCTAaTEBOI CUCTEMU Ta HUPOK 1 YacTi
indexmii. /[litu i3 cungpomom Kodbdina—Cipi-
ca 9acTo HAPOJIKYIOTBCS 3 MaJIOI0 MAacoio, MaloTh
TPY/HOII 3 TOJlyBaHHSIM ITiCJIs1 HAPOJIPKEHHS, 4acTi
pecriipaTopHi iH(MeKIlii B TPy/IHOMY Billi, YIIOBIiJIb-
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HEeHWH KiCTKOBUU BiK, MikpoIiedasifo, TioTOHI0,
rinepmo0isbHicTh cyrnobis. TlaiienTn i3 cuHAPO-
MoM Koddina—Cipica MOKYTh MaTH Pi3HOMaHITHI
O3HaKH, 1 He BCi 3 HUX MaloTh TUIOBI pucu [11].

JloCTyIHICTh TeHeTUYHUX OOCTEKEHb OCTAHHI-
MU pOKaMU 3HAYHO TIOJIIIIYE JIarHOCTUKY CUH-
JIPOMY 1 PO3MIUPIOE HOTO KIIHIYHY CUMIITOMATHUKY.

Mema nocnijkeHHss — miaABUIIUTH 0GI3HAHICTD
JIiKapiB MO0 AiarHOCTYBaHHS cuHApomy Koddi-
Ha—Cipica; PO3MUPUTH 1XHI 3HAHHS PO CIEKTP
KJTIHIYHUX O3HAK 3aXBOPIOBAHHS HAa OCHOBI HaBe-
JIeHHS JIBOX KJIITHIYHUX BUTIAJIKIB.

[ocuikenHd BUKOHAHO BiMOBIIHO /10 TIPUH-
mumiB lembcinebkoi neknaparii. Ha mposenents
JIOCJTI/KEHb OTpUMaHo iHhOpMOBaHy 3roy 6aTh-
KiB, JIiTei.

Kaniniunuii eunaoox 1

Xgommamk, BikKOM 16 POKiB, rocriTami3oBaHUN
10 KJIHIKK y 3B’I3KY 31 3MiHaM# 3 OOKY IIPOKCH-
MaJIbHUX CYTJI00iB KHMCTEl, 30KpeMa, 3 TIOTOBIIEH-
HSIM TIPOKCUMATbHUX MixK(baTaHTOBUX CYTI00iB,
JIPaTiBJINBICTIO, allaTi€elo.

3 aHaMHe3Y BiJIOMO, 10 BKa3aHi 3MiHW 3 IBUJTH-
cst 6JIM3BKO 2 POKIB JI0 I[bOIO 3BEPHEHHSI.

Xsomuuk  Hapo/kenuiut  Bimg [ BariTHOCTI,
I mosioris, maca Tina npu Hapokenni — 3800 T,
spict — 53 cm. Ilmo6 wectopignenuii. Cumitu
noyuaB y 7 MicAiliB, Xonut — y 9 micaiis. Bingna-
yajacs 3aTpUMKa MOBJIEHHEBOTO PO3BUTKY. /[0 111e-
CTUPIYHOTO BiKYy BUMOBJISIB OKpPEMi CJIOBa 3 MOpPY-
EHHAM apTUKYJISILII.

Y 5-piuHoMy Billi [iarHOCTYBaJd BPOJKEHY
Baly CEYOBU/IITBHOI CUCTEMU — TiZIpoHe(hpo3, BTO-
PUHHUI XPOHIYHUN TieI0HehPUT, PEeruIuBHUN
niepe0ir, 3 IPUBO/LY YOTO XJIOMYUKA ITPOOIIEPYBaIN
(TIpoBeJsIN TITACTUKY TTEJIOYPETPATILHOTO CETMEHTA
37iBa 3a XalHI—AHepceHoOM. B aHaMHe3i Takoxk
OyJIM €T30 CUHKOIIE.

lenernunnii anamMue3: y 6aTbKa XJI0MINKa — Ta-
KOJK IIMPOKI KUCTI. Y poandis 1mo 6aTbKOBIi JIiHii
(6abyci, msiibka) — HU3BKOPOCITICTH 1 PO3Jagn
MCUXIKH.

ITix yac obcrekeHHs 3BEpHY/IM Ha cebe yBary
au3Mopdiuni prucu O6IMYY: [ITO3, MUPOKUIL Hic
i MUPOKUIT POT, MUPOKUH (DiabTP, TOHKA BEPX-
Hs TyOa i TOBCTa HIZKHS Tyba, HU3bKO PO3MIilleHi
ByXa, TyCTi, 3polieHi OpoBH, IMUPOKUN (iIbTp.
[lix yac oryisy KiHIIIBOK — IIUPOKI 10JIOHI, TOTOB-
MEHH B [IIJISHIT TPOKCUMAJIBHUX MisK(haTaHTOBUX
cyr106iB BKa3iBHOTO, cepeHboro ta 6e3iMeHHOro
MasbIliB 3 000X OOKIB, Oi/bINE 3J1iBa, 32 PAXyHOK
NIKIpY Ta MiAMKIPHOI OCHOBU, 3 IMITMEHTAITIE
HaJ cyrj06aMu, 3ruHaIbHa gedopMartist Mi3UHIIS
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Puc. 1. KucTi naujeHTa, Bikom 16 pokiB: ¢pibpoMaTo3Hi MOTOBLLEHHS B AiNSHL NMPOKCUMaIbHMX MibXdanaHroBux Cyriobis BKasiBHOMO,

cepenHboro Ta 6esiMeHHoro nanbLiB 3 060x 6okiB, Ginblue 31iBa, NirMeHTauisa Hag cyrnobamu, 3armHanbHa aedopmadis MisnHLUs niBoi

KUCTI, HIFTi PO3BUHYTI

JIIBOT KMCTI, HITTI HAa BEPXHIX KiHITIBKaX PO3BUHYTI
(puc. 1). Pyxu B cyriobax HeOOJIOi, TIPOTE XJIOTI-
YUK MaB TPYJHOIII 3 MUCAHHAM. 3HAUYIIUX 3MiH
i3 60Ky BHYTPIIIHIX OpraHiB 3a JaHUMU 00 €KTUB-
HOTO 0OCTEKEHHS He BUSIBJICHO.

BpaxoByooun 3MiHH 3 GOKY NPOKCHMAJbHUX
MikasaHroBUX CyrI00iB, CIPOCTYBAIM [[iarHO3
IOBEHIJIbHOTO itionatuyHoro aprpury. [lokazaukum
3araJibHOTO aHaJli3y KpPOBi, rocTpodasoBi MOKa3-
HUKH 3arajieHHs], aHTHHYKJIeapHi aHTuTiia Oysm
B Me)KaX HOPMH, AHTUJICHKOUMTAPHUN aHTUTEH
momuan (HLA) B27 ne BusBneno. Pentreno-
JoriuHe 06CTe)REeHHS CyrIob6iB 000X KucCTel Ta
CTOIl He BMUSIBUJIO KiCTKOBO-/IeCTPYKTUBHUX 3MiH.
BizmcyTHicTh 3amanbHUX Ta JIECTPYKTUBHUX 3MiH
i3 60Ky cyro6iB i HasBHiCTD crierudiunux Gidbpo-
MAaTO3HUX MOTOBIIEHb HABKOJO MiK(aTaHTOBUX
cyr106iB KUCTEN fajii 3MOTY BCTAHOBUTH [[IarHO3
naxigepmonakTuiii. I[Ipore nedopmaitis MisuHISA
JIiBoi KKcTi Ta crierudivna 6y10Ba KucTi (MUPOKI,
JIMCTIPOTIOPITITHO BEJIVKI ) He BKJIAJIAJIUCS B /1IaTHO3
naxijiepMoJaKTUIIiI.

BpaxoByioun cuHKOMATbHI CTaHU B aHaMHE3,
CITPOCTYBAJM TATOJIOTII0 CepPIlsi Ta HEBPOJIOTIYHI
3axBopioBanHsg. Ha esextpokapaiorpami 3adik-
CyBaJIl CUHYCOBY apUTMilO, IIOPYIIIEHH [IPOIleCiB
penosisipu3aitii. 3a pe3yabratamMmu exokapiorpadii
He BUSBWIN JAaHUX TPO BPOKEHY Bajy Ceplid,
a CKOpOT/IMBicTh Miokap/a Oysia B HopMi. Ha esrek-
TpoeHItedasorpamMi aMIUIITya XBUJIb OyJia 3HH-
JKeHa, peectpyBanucs ajibda i Gera-xsuii. Ha i
rimepBeHTUJIAIIl  €eMiaKTUBHOCTI He Bij3Havasu.
3a JIaHUMU MarHiTHO-pe30HaHCHOI ToMorpadii To-
JIOBHOTO MO3KY Bi3yasli3yBaji MYJBTUJIOKYJSIPHE
KicTono/ibHe yTBOPeHHs B CTPYKTYPi ermidiza.
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3a pedysbraTamMu coHOTpadii BUSABWIN 3MiHU
3 60Ky HUPOK — 301JIbIIIeHHST JTIBOT HUPKU, PO3IITH-
peHHs, ehopMaltist i YaCTKOBE TIO/[BOEHHS YaIlKO-
BO-MHCKOBOTO KOMILJIEKCY 3JIiBa.

Bpaxosytoun smiboBi au3mMopdii, ToBeiHKOBI
pO3JIajii, HE3BUYHI 3MiHU KUCTEH, XJIOIMIMKa Harrpa-
BUJIU JIUISI TIPOBEIEHHsI TEHETUYHOTO 0OCTEKEHHST
JUUIST CITPOCTYBaHHA BpokeHol natosorii. [Iposesn
cekBeHyBaHHs ek3oMy (3-B-Exome) y abopatopii
«3Billion» (IliBgenna Kopest). 3a pesysbratamu
TeCTYBaHHS BCTAaHOBUJIM BapiaHT HEBU3HAYEHO-
ro 3naderdst NM_001128849.3:¢.2657T>C B rewni
SMARCA4, axuii Bignosinae 3a cunapom Koddi-
na—Cipica 4.

Bumeskazani ausmopdii, pozmaan moBeAiHKN
€ 3ICTAaBHUMU 3 O3HAKAMU, XapaKTePHUMH JIJIsT CHH-
npomy Koddina—Cipica 4, o Mo;ke BKa3yBaTh Ha
MATOTEHHICTh BUSBIEHOTO BapiaHTa.

Kainiunuii 6unaoox 2

barbku xsomunka BikoM 7 POKIB 3BEpHYJINCS
31 cKapraMu Ha 3aTPUMKY MOBJIEHHEBOT'O PO3BUT-
Ky, TilepaKTUBHICTb, NEPIOJUYHY arpeCUBHICTb,
3aTPUMKY PO3BUTKY.

Xmomuwk HapomkeHnu Big [ BariTHOCTI,
I monoris, nIsixoMm KecapeBOro po3TUHY 3 Macoio
tiia 3200 1. Y HeoHaTaJbHOMY TIEPiOjli — TiMOK-
CUYHO-ITTIEMIYHEe yPasKeHHSsI 1IeHTPAJIbHOI HEPBOBOI
cHUCTeMH, HeoHaTasbHa sKOBTsAHUIS. IILm106 He-
CIIOpiZIHEeHUH, BiK OaThKa Ha Yac HAPOIIKEHHS M-
tuan — 61 pik. Camocriiina xoapba 3 1 poky 2 mi-
CAIliB, BIJICTABAaB y MOBJICHHEBOMY PO3BUTKY,
3a JIaHUMU ay/iorpaMu TaToJIOTil He BUSIBUJIH.
XJI0TIYMK TIKOJTY He BiIBIZLy€, TAKOXK HE Bi/[Bi/lyBaB
JIOIIKIJIbHUX HaBUYQJIbHUX 3aKJIa/1iB Uepe3 BUPasKeHi
HOBEIIHKOBI 1IPOGJEMU — arpeCUBHICTD, IMILYJIb-
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Puc. 2. lnamopodiyHi pucn 06anyysa B naujieHTa i3 cuHapomom KoddiHa-Cipica 7: HU3bko po3milleHi 4edopMOoBaHi Byxa, aHTUMOHIO-

NOIAHMIA PO3PI3 OYel, LUMPOKNIA HIC, LULMPOKUIA POT, MiKPOrHaTis

CUBHICTb, HEKOHTPOJIbOBaHICTh. CIIOCTEPITAETHCS
CTEePEOTUTTHICTH TTOBEIIHKY, HETaTUBI3M, €EHKOIIPES.
HagBai mopymennas ¢hopMyBaHHS KOTHITUBHUX
(bynkiiit — yBaru, nam’sTi, orepailiii Ta poiieciB
MUCJIEHHSI, TIPOTIECiB MOBJIEHHST (ITPOCOJUKH, ap-
TUKYJIAT], (DOHETUYHOTO Ta JIEKCUYHOTO KOMIIO-
HEHTIB), AKi MOTPeOyIOTh CIeliadi30BaHoi KOPeK-
i JioronegamMu-aedeKToIoraMu, KOPEKIinHIMHI
mejlaroraMu, TIPOTe Yepe3 BKa3aHi TMOBEMIHKOBI
MPOSIBU 1X CKJAJHO peasidyBaTh. 3aliMaBcsl KO-
POTKOYACHO (Uepes Ti 3K cami MOBEIIHKOBI TTPOSIBN )
y IPUBATHUX HEWPOKOPEKIINHUX 3akaajax. baTp-
KO IIOBIJIOMJISIE, 1110 3 IMTUHOIO 3aIMAaIOThCS BIOMA.

[lix wac ormsamy BusBUIM AU3MOPQIUHi PUCH
00MIUs: HU3BKO po3MilieHi medopMoBaHi Byxa,
AHTUMOHTOJIOITHUUM PO3Pi3 Odel, IMUPOKUH Hic,
IIUPOKUI POT, MikporHaTis. Bixsnauamam kKamHoO-
MAKTUJIIIO, TIHOIIA310 HIrTIB HA I'SITUX MAJbIIX,
Gistbiire BUpaskeHy Ha Horax (puc. 2).

BpaxoBytoun auipoBi ausmopdii, 3aTpUMKy
PO3BUTKY, TIOBE/IIHKOBI PO3JIa/in, XJIOTTYMKA HAIPa-
BUJIM JUUISI TIPOBEJIEHHST TEHETHYHOTO OOCTEKEHHS
JUIST CITPOCTYBAaHHSA BpOIzKeHoi naTosorii. [Tposenn
cekBeHyBaHHs ek30My (3-B-Exome) B 1abopatopii
«3Billion» (IliBrenna Kopest). 3a pesysbsratamu
TeCTYBaHHSI BCTAHOBWJIM BapiaHT HEBU3HAYEHOTO
sHauenHss NM_006268.5:c.976G>A B reni DPF2,
sSKui Bigmosigae 3a cuaapoM Koddina—Cipica 7.

JictaByienHs1 (HEHOTUITY 3 ONUCAHUMU PaHi-
e O3HaKaMW MOKe BKa3yBaTHU Ha IATOTEHHICTh
BM3HAYEHOI'0 BapiaHTa.

OO6roBopeHHs

Ommcano ABa KIIIHIYHI BUMAAKUA CHHIPOMY
Kodbdina—Cipica, BukankaHni BapiaHTaMu B TeHaX
SMARCA4 ta DPF?2. Cnin 3a3HayuTH, 110 BKa-
3aHi BapiaHTU € PIAKICHUMU HaBiTh [JI TaKOTO
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cunzgipomy. SMARCA4 cnioctepiranu y 15% cepen
208 mamienTiB i3 iarHOCTOBAaHUM CHHIPOMOM
Koddina—Cipica [11]. Bapiant DPF2 omnmuca-
Huit y 2018 p. y 8 naimientis i3 mopyueHHSIMU
Heitpopossutky [10]. Ileit ren Takoxk Komaye cyo-
onuHuill kKomiiekcy BAF, a wiiniuni o3Haku €
xapaktepuumu st cungpomy Koddina—Cipica.
Y mopampiiomy ommcanu Ie OAWHOTO TAIliEHTa
i3 TAKMM BapiaHTOM, Y GKOTO J[iarHOCTYBAJIN aHO-
mavtito [T’epa—Pobena ta miapparmasibry Kty [4].
Y mnosioBUHM TAILi€HTIB i3 IIMM BapiaHTOM CIIO-
crepirasm Makportiedaiio.

O6uiBa BapiaHTH Pi3HATHCS SIK 32 TEHOTHUIIOM,
Tak 1 3a TeBHUMM (DEHOTUTIIYHUMU O3HAKAMU.
Xoua B 000X BHINAAKaX CIOCTEPIralOThCs 3MiHU
MTOBEIIHKM, XapaKTepHi 1nu3MopdivHi pucu i 3MiHN
3 6OKy KucTeil i/ab0 Hir, 0c00MBO 3 GOKY Mi3HH-
1151, Xoua XapaKTepHa Tiloraa3isd HirTs AUCTaIbHO1
(hananrm ATOrO TAJNBI BiJI3BHAYAETHCS JIUTIIE
B JIPYTOMY BUTIQJKY. Y TIEePIIOMY BUTIAKYy — 3TH-
HasibHA JedopMalliss Mi3WHII Ta IIUPOKI KHCTi.
Hepasui npociipkeHHst ¢BifjuaTh, 0 TiIIOILJIAa31s
ab0 amuasig Hirrs/gaucranbHOl (asaHru 1I1'sToro
HAJIBIST He € 000B’SI3KOBOIO 3HAXIIKOIO, a 3THHAIb-
Hy fedopMallito Mi3UHIII OMKUCAHO i B IHIINUX Ta-
1ieHTiB i3 BapianToM y reri SMARCA4 [5].

Hayxosili 3a3Ha4yaioTh, 10 CTYIiHb 3aTpPUM-
KU PO3BUTKY TaKOK 3aJeKUTh Bil 3aJTy4eHOTO
rena [5]. Tak, ocobu 3i 3MiHaMu B TeHaX, sIKi KO-
10Th TpyIty OiiKiB ARID, 3a3Bu4aii MaioTh Oijblie
MOBJIEHHEBUX/KOMYHIKaTUBHUX TPY/IHOIIIB, HiX
ocobu 31 3MiHaMM B reHax, oB’g3anux i3 SMARC,
SIKI MOKYTh MaTH OijibIlle aHOMAJIN BHYTPIIIHIX
oprauis [1,9].

Y mamoro mamienta 3 Bapiantom SMARCA4
JliarHOCTOBaHa BPO/KEHA Bajla CEYOBM/IIJIBHOIL
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cucreMu. AHoMasii HUPOK BusiBieni B 16% miteii
i3 BapianTaMu B 3a3HaueHoMY TeHi [11].

Takox Bimznaveni Bapiantu SMARCA4 3 ma-
PaJIOMiHAHTHUM  YCIAJKyBaHHSIM, [PUYETHUM
JIO PI3HUX IYXJIUH, TAKUX SIK APIOHOKTITUHHUHI PaK
SIEUHIKA, CHHAPOM CXUJIBHOCTI /10 pabmoiIHol myxX-
JIMHU, CAPKOMU MATKU 1 KaPIIMHOMHU TIEPEAAMiXypo-
BOI 3aJ1031 Yepes3 HOro iCTOTHY PoJib Y BiJIHOBJIEHH]
JTHK [6,12].

3aB/IIKM  3/IaTHOCTI PeryJioBaTH aKTUBHICTb
TeHiB  IIISIXOM  PEMOJIEJIOBAHHS — XPOMaTUHY
komiiekcn  SWI/SNF  (The SWItch/Sucrose
Non-Fermentable) 6epyTsb yuactsb y 6aratbox 1mpo-
1ecax, y T.4. BifHoBjseHHs mnoimkomrenoi JHK;
komifoBauHs (penmikais) IHK; korTposs pocty,
Moty Ta fo3piBaHHs (audepenitiaiii) KIiTHH.
Xoua He3pO3yMLJIO, SIKUM BIUIMB MalOTh BapiaHTH
reniB ARID1A, ARID1B, SMARCA4, SMARCB1
a60 SMARCET na xomiuiekcu SWI1/SNEFE, nocuin-
HUKM TIPUITYCKAIOTD, 1110 11i BapiaHTU IIPU3BOJAATD
70 AHOMAJIBHOTO PEMOJIETTIOBAHHS XPOMATHHY.
[TopyiieHHsT 1OTO TIPOIIECY 3MIHIOE AKTUBHICTH
6araThOX reHiB i OPYINYE KilbKa KIITHHHUX TIPO-
11eCiB, 1110 MO>Ke IMOSICHUTH Pi3HOMAaHITHI O3HAKU Ta
cumnromu cungapomy Kobdina—Cipica [1,10].

Hemonasuo  omy6aikoBano — 6araToleHTpo-
Be MIKHApOJAHE IOCTIIKEHHs, 3a SKOT0 3i0paHo
naHi Bix 35 ocib Bikom >18 pokiB i3 MoseKyJIsip-
HO TIATBEP/PKEHUM JliarHO30M cuHpoMy Kod-
¢ina—Cipica [8]. Pesyabrat JOCTiIZKEHHST CBiJl-
4yaTh, 10 HAJMipHA Maca Tijia Ta OKUPIHHSA 4acTo
crioctepiraerbest B fopocyomy Bitli. [Hopyinenss
30pY, CKOJII03 1 PO3Jajii MOBEIHKNA B JIOPOCTIOMY
Billi OL/IBII MTONTUPEH], HiK Cepel AUTSTIMX MOy JIsT-
iigx. Kornitushi possaam BapiiooTh Bij| TIMO0KO]
IHTeJIeKTyaIbHOI HeJIOCTATHOCTI /10 HU3bKOTO HOP-
MasibHOro 1Q, 11py 11bOMY GLIBIIICTD JII0EH MAIOTh
TTIOMIPHUM IHTEJIEKTyaJIbHUN PO3JIA/I.

Ha crorogni Hemae eheKTUBHUX METO/IIB JIKY-
BaHHA cuHpoMmy. JIikyBaHHS TIepeBaskHO € ITi/ITPH-
MYBQJIBHUM 1 CUMITOMATUYHUM. PeKoMeHI0BaHi
Tpy/noBa, (iduvyHa Ta JoroneandHa Teparis. He-
00XiIHO PeTeNIbHO CTEKUTHU 32 PO3BUTKOM 1 IOLY-
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MIMPOKUM CHEKTPOM (HEHOTUTIIIYHUX O3HAK, Cepel
SIKUX 3aTPUMKa PO3BUTKY, AuU3MOPGii 00smyust
i aHoMauiii KiHIIIBOK MalOTb Ba)KJIMBe 3HAYEHHS.
[enetnyne piarHOCTYBaHHS J/lIa€ 3MOTY BYacHO
BCTAHOBUTU JIiaTHO3, TOTEPENTH YCKJAHEH-
HS Ta YHUKHYTH HU3KU HEMOTPIOHUX 0OCTEKEHb.
HakonnuenHsi KJIIHIYHUX [JaHUX TIPO  PiAKicHI
3aXBOPIOBAHHS Ta IX CHUCTeMaTH3allisd CIIpUs-
I0Tb PO3BUTKY JOCJi/I)KEHb, 2 B IOJAJIBIIOMY —
BU3HAUYECHHIO ONTUMAJIbHUX IIAXOAIB /10 Tepallii.
InenrudikoBanuii reneTnyHMii hakTop y mpodaH-
na 3abe3rneuye MeMKO-TeHeTHYHE KOHCYJIBTYBaH-
HS POJIMHU Ta BU3HAYCHHS IMOKA3HUKIB PU3UKY T1a-
TOJIOT1I B HAIIA/KIB.

Bastunicte. ABTOPM  BUCJIOBJIIOIOTH  TTOJSKY
reHetnyaHiil saboparopii «3Billions (ITiBgenna Ko-
pest) 32 Ha/laHWii TPaHT, y paMKaXx sIKOTO IPOBEIEHO
reHeTHYHe OOCTEKEHHs JIUTHHM, a TaKok Hayko-
BOMY MeauKo-TeHeTudyHoMy 1eHTpY <«LeoGEN»
(M. JIBBIB) 3a KOOpAWHAIIIO i THATPUMKY poOOTH
B PaMKax OTPUMAHOI0 IPaHTa.

Aemopu 3as61510mv nNPo 6i0cymuicmv KOHQIIK-
my inmepecie.

1. Boégershausen N, Wollnik B. (2018). Mutational Landscapes
and Phenotypic Spectrum of SWI/SNF-Related Intellectual
Disability Disorders. Front Mol Neurosci. 11: 252. doi: 10.3389/
fnmol.2018.00252.

2. Boyarchuk O, Kinash M, Hariyan T, Bakalyuk T. (2019).
Evaluation of knowledge about primary immunodeficiencies
among postgraduate medical students. Archives of the Balkan
Medical Union. 54(1): 11-19.

3. Boyarchuk O, Volyanska L, Kosovska T, Lewandowicz-
Uszynska A, Kinash M. (2018). Awareness of primary
immunodeficiency diseases among medical students.
Georgian Med News. 285: 124-130.

4. Knapp KM, Poke G, Jenkins D, Truter W, Bicknell LS. (2019).
Expanding the phenotypic spectrum associated with DPF2:
A new case report. Am J Med Genet A. 179(8): 1637-1641.
doi: 10.1002/ajmg.a.61262.

ISSN 2663-7553 Cyuacna nexiatpis. Ykpaina 3(139)/2024

127



Yntamte Hac Ha caunTi: http://medexpert.com.ua

CLINICAL CASE

Li D, Ahrens—Nicklas RC, Baker J, Bhambhani V, Calhoun A, 9. Van der Sluijs PJ, Jansen S, Vergano SA, Adachi—-Fukuda
Cohen JS et al. (2020). The variability of SMARCA4-related M, Alanay Y, AlKindy A et al. (2019). The ARID1B spectrum
Coffin-Siris syndrome: Do nonsense candidate variants add to in 143 patients: from nonsyndromic intellectual disability
milder phenotypes? Am J Med Genet A. 182(9): 2058-2067. to Coffin-Siris syndrome. Genet Med. 21(6): 1295-1307.
doi: 10.1002/ajmg.a.61732. doi: 10.1038/s41436-018-0330-z.

Mardinian K, Adashek JJ, Botta GP, Kato S, Kurzrock R.(2021).  10. Vasileiou G, Vergarajauregui S, Endele S, Popp B, Biittner C,
SMARCA4: Implications of an Altered Chromatin—Remodeling Ekici AB et al. (2018). Mutations in the BAF—-Complex Subunit
Gene for Cancer Development and Therapy. Mol Cancer Ther. DPF2 Are Associated with Coffin—Siris Syndrome. Am J Hum
20(12): 2341-2351. doi: 10.1158/1535-7163.MCT-21-0433. Genet. 102(3): 468-479. doi: 10.1016/j.ajhg.2018.01.014.
McKnight D, Morales A, Hatchell KE, Bristow SL, Bonkowsky  11. Vasko A, Drivas TG, Schrier Vergano SA. (2021). Genotype—
JL, Perry MS et al. (2022). Genetic Testing to Inform Epilepsy Phenotype Correlations in 208 Individuals with Coffin—
Treatment Management From an International Study of Clinical Siris Syndrome. Genes (Basel). 12(6): 937. doi: 10.3390/
Practice. JAMA Neurol. 79(12): 1267-1276. doi: 10.1001/ genes12060937.

jamaneurol.2022.3651. 12. Witkowski L, Donini N, Byler-Dann R, Knost JA, Albrecht S,

Schmetz A, Liidecke HJ, Surowy H, Sivalingam S, Bruel AL,
Caumes R et al.(2024). Delineation of the adult phenotype of
Coffin-Siris syndrome in 35 individuals. Hum Genet. 143(1):
71-84. doi: 10.1007/s00439-023-02622-5.

Berchuck A, et al. (2017). The hereditary nature of small
cell carcinoma of the ovary, hypercalcemic type: two new
familial cases. Fam Cancer. 16(3): 395-399. doi: 10.1007/
s10689-016-9957-6.

Bigomocri npo aBropis:

Bospuyk OkcaHa PomaHiBHa — [.Mef.H., Npod., 3aB. kad. AuTa4nx XBopob 3 anTayoto xipyprieio THMY im. |.4. Topbayvescbkoro. Agpeca: M. TepHoninb,
Marinan Boni, 1; Ten. +38 (0352) 52-44-92. https://orcid.org/0000-0002-1234-0040.

Yy6aTa OkcaHa BorgaHniBHa — kapaiopesmaronor KHIM «TepHoninbcbka o6nacHa autsaya kiiHidHa nikapHsa». Agpeca: M. TepHoninb, Byn. Caxaposa, 2a.
CmawHa OneHa EBreHiBHa — K.Mef.H., Aou. kad. ncuxiatpii, Hapkonorii Ta meauyHoi ncuxonorii THMY im. |.9. fop6ayeBcbkoro. Agpeca: M. TepHonifb,
Marinan Boni, 1; Ten. +38 (0352) 52-44-92. https://orcid.org/0000-0001-6595-2940.

Makyx Fanuna BacunieHa — 1.6i0N.H., KepiBHUK HaykOBOro MeayKo-reHeTuyHoro LeHTpy «LeoGEN», M. JTbBiB, YkpaiHa; PerioHanbHOro LEHTPY HeOHaTaNbHOro
CKpUHIHrYy KHIT «J1bBiBCbKMI1 0612CHMIA KNIHIYHWI NepyHaTanbHUiA LeHTp». Agpeca: M. JIbsi, Byn. 3ur-3ar, 5. https://orcid.org/0000-0001-7749-5353.

CrarTs Hagiiwna no peaakuii 05.02.2024 p., npuiiHaTa oo apyky 09.04.2024 p.

128 ISSN 2663-7553 Modern pediatrics. Ukraine 3(139)/2024



