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CuHpapoM KododiHa—Cipica 06'eaHYe rpymny reHeTUHHMX 3axBOPIOBaHb i3 MPOKUM CNEKTPOM (EeHOTUMNIYHMX 03HaK, A5 AKUX xapakTep-
HOIO € IHTeNeKTyallbHa Hef0CTaTHICTb PIBHOMO CTYNEeHdA BMPAa3HOCTI, 3aTprmMKa PO3BUTKY Ta iHLLI KIHIYHI O3HaKK, Ccepep, Sknx HamnyacTille,
ane He 3aBxayM cnocTepiraeTbCa annagis abo rnonnasia AMCTanbHOI panaHr Yu HIrta N'aToro Nanbugs, a Takox rpydi pycy 06any4s.

MeTa — niasnuwmTH 00I3HAHICTL NikapiB WOAO AiarHOCTyBaHHa cnuHapomy KodoiHa—Cipica; po3wmnpuT 3HaHHS NPO CAEKTP KIHIYHMX 03HaK
3aXBOPIOBAHHA H& OCHOBI HABEAEHHS ABOX KNiHIYHIX BMNAAKIB.

OnucaHo apa kniHivHi Bunaakn cuHapomy KodoiHa—Cipica, BrknvkaHi BapiaHtamn B reHax SMARCA4 ta DPF2. B 060x B1nagkax BiasHade-
HO 3aTPVIMKY MOBJIEHHEBOIO PO3BUTKY, KOTHITVUBHI MOPYLUEHHS PISHOMO CTYNEHs BMPA3HOCTI, 3MIHV NOBEAIHKM, XapaKTepHi AN3MOPdIidHi prcK
i 3MiHM 3 BOKy K1CTel i/abo Hir, 0CObAMBO 3 BOKY MI3VHLIA. XapakTepHy rinonnasiio Hirta ANCTanbHOI dhanaHri N'storo nanbugd BiAMIYEHO
y BWNagKy, acouiioBaHOMy 3 BapiaHToM y DPF2 reHi. Y naujeHta 3 BapiaHToM y SMARCA4 reHi BCTAHOBNEHO 3ruHabHY Aedopmaiio
MISVHLA Ta LWWPOKI KNCTI. Y HbOIro TakoX AiarHOCTOBaHO NaxigepMoOakTUIIIiO Ta BDOOAXKEHY Baly HMPOK.

OTxe, reHeTVyHe AjarHOCTyBaHHA Aae 3MOry BYACHO BCTAHOBUTW [iarHO3, MONEPeanTN YCKNAOHEHHS Ta YHUKHYTU HU3KA HEMOTPIOHWX
obcTexeHb. HakonuieHHs KNiHiYHMX daHyx Npo PiAKICHI 3axXBOPIOBaHHS Ta ix crcTematnaallis CnpusioTb PO3BUTKY AOCAIAKEHb, a B nofab-
LLIOMY — BM3HaYEHHIO ONTUManbHYIX Niaxoais Ao Tepanii. laeHTudikoBaHWin reHeTuYHWI hakTop y NpobaHaa 3abeanedye MeamKo-reHeTuIHe
KOHCYNBTYBaHHA POAMHW Ta BUSHAYEHHSI NOKA3HVIKIB PU3MKY NaTomNorit y Hallaakis.

JloCniaXeHHs BUKOHaHO BIOMOBIAHO A0 NPUHLMNIB [enbCIHCBKOI Aeknapauii. Ha nposeneHHd OOCNioXeHb OTPMMAHO IHPOPMOBaHy 3roay
navieHTis.

ABTOPYM 3aABAAIOTb NPO BIACYTHICTb KOHMNIKTY IHTEPECIB.

Kntouogi cnoea: cuHapom Kodbdina—Cipica, deHotnn, SMARCA4, DPF2, 3atpumka po3BUTKY, PIAKICHI 3aXBOPIOBAHHS, AiTW.
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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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uuapom  Koddina—Cipica 00’exHye craTHICTH Pi3HOTO CTYIMEHs] BUPA3HOCTI, 3aTPUMKa
IpyIly TEHETUYHUX 3aXBOPIOBAHD i3 1MM- PO3BUTKY Ta 1HNI KJIHIYHI O3HAKH, cepell SKUX
POKHMM cIeKTpoM (DeHOTHIIIYHUX O3HAK, HaldJacTille, ajie He 3aBXK/IH, CIIOCTEPITaETh-
JUTSI SIKUX XapaKTEePHUMU € iHTeJIeKTyalbHa Hello- Csl amasis abo Tinormasis auctanbHoi (asaHru
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9 HITTS TATOTO TaJbIA, a TaKoK TrpyOi puch
obsmaus [11].

Cungpom ymuepiie onucano y 1970 p. mikaps-
mu Koddinom i Cipicom. Ha chorozni Bizomo 1o-
naj 200 BUMAJAKIB CHHAPOMY, X0Ua 3a3HAYAETHCS,
110 BiH HEJIOCTATHBO PO3II3HAETHCS 1 € HEOIaTHO-
CTOBAHWM.

XBopoba nepeaeThest 3a Ay TOCOMHO-IOMiHAHT-
HUM  TUIIOM, OJHAK OiJbIIiCTb  BUIAJKIB
€ HacsiakoM MyTaitii de novo. Bigomo nonaz 10 re-
HETUYHUMX BapiaHTiB, sKi CIPUYMHSIOTH CUHIPOM
Koddina—Cipica. Haiiuacriie BiH 1MoB’sg3anuii i3
Bapiantamu B reni ARID1B(6q25.3) (63%) [11].
[HmIi reHeTwyHi BapiaHTH, TOB’sI3aHi 3 UM CHUH-
npomoM, — ARIDTA (1p36.11), ARID2 (12q12),
SMARCA2, SMARCA4 (19p13.3), SMARCB1
(22q11.23), SMARCE1 (17q21.2) SMARCC2
(12q13.2),50X4,50X11(2p25.2), DPF2 (11q13.1),
PHF6. 1li renn KoayioTb cyOOAMHUIN KOMILIEK-
cy BAF (barrier-to-autointegration factor), stxuii
Gepe ydyacTh y peryJisiiii ekcipecii TeHiB g yac
PO3BUTKY. 3aJIe’KHO Bijl 3a/1iTHOTO Te€Ha, B OHJIANH
KaTaJIOTy TeHiB JIIOJIMHU Ta FeHEeTUYHUX PO3JIaJliB
(OMIM) po3pi3HAIOTH Pi3HI TUTN CUHAPOMY
Koddina—Cipica (1, 4, 7 Tomno).

Cunzapom Koddina—Cipica € He TiibKH reHe-
TUYHO TeTEePOreHHUM PO3JaJIOM, ajie I Xapakre-
PU3YETHCA IMUPOKUM CIEKTPOM KJIIHIYHUX O3HAK
[5]. OcHoBHUMEU O3HAKaMU € 3aTPUMKA PO3BUT-
Ky ab0 KOTHITMBHUX (yHKIIN (y BCiX TMaIlieHTiB)
BiJl JIETKOTO JI0 TSIKKOTO CTYIIEHsI, TiMorasist abo
arJasis HirTs/qucTaabHOI aJaHTh IT'ITOTO Mash-
g (Maike y BCiX MAIli€HTIB TP HAPOJPKEHHI)
Ta rpy0i pucu 00JIMYYs, SIKi TIOCUJIIOIOTHCS 3 YaCOM
[1,8]. Tuamopdii 0b6myust BKIOYAIOTH I'yCTi 6po-
BU Ta JIOBTI Bii, MWPOKe TepeHiccs, MUPOKUNA POT
i3 TOBCTUMM, BUBEPHYTUMM TyOaMu, aHOMasbHe
noJiokeHHst a6o Gopmy Byx. Cepen iHIIUX O3HAK
3a3HAvYal0Th HU3bKUI 3piCT, TPYIHOIII 3 T'OJ[yBaH-
HAM, Mikporedaniio, o(TaabMOJOTIYHI TTPOSBU
(xarapakTa, MTO3, KOCOOKICTb), CepiieBi aHOMaJii
(nedexTu neperopomnok, terpaga Masio, BiagKpu-
Ta aprepiajibHa IPOTOKA), TiNepTpuxo3 (pyKH,
00JIMYYsT, CIIMHA), PiIKe BOJIOCCS Ha rosioBi. Pimrre
ONKUCYIOTh HEBPOJIOTiuHI ypaskeHHsT (Masbhop-
Mmaitig [lenai—Bokepa, cipolileHHd 3BUBUHU, are-
He3is MO30JIMCTOrO TiJla, CYJOMM Ta TilIOTOHIs),
BTpaTy CJyXYy, ClIabKicTh cyriobiB, CKOJI03, Bau
PO3BUTKY CE€YOCTATEBOI CUCTEMH Ta HUPOK 1 4acTi
inpexmii. /Jlitn i3 cuagpomom Koddina—Cipi-
ca 4acTo HapOKYIOTbCS 3 MaJIOI0 Macolo, MaloTh
TPYZIHOIIII 3 TO/LYBAaHHSM IIiCJIg HAPOKEHHS, YacTi
pectipaTtopHi iHdekIlii B TpyIHOMY Billi, YITOBIJIb-
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HEeHWH KiCTKOBUI BiK, MiKkpoliedaJifo, rilnoToHio,
rinmepMoOibHicTh cyrio6is. [lamienTu i3 cuHapO-
MoM Koddina—Cipica MOXKYTb MaTH Pi3HOMAHITHI
03HaKH, i He BCi 3 HUX MaioTh TUTIOBi pucu [11].

JlOCTYIIHICTh TeHeTUYHUX OOCTEKEHb OCTAHHI-
MM POKaMU 3HAYHO TIOJIIIIYE JIarHOCTUKY CHH-
JIPOMY 1 PO3IINPIOE HOro KJAIHIYHY CUMIITOMATUKY.

Mema nocnijkeHHst — TABAIIATH 06i3HAHICTD
JIIKApiB MO/I0 liaTHOCTYBaHHs cuHpomy Koddi-
na—Cipica; po3MUPUTHA 1XHI 3HAHHSA PO CIEKTP
KJIIHIYHUX O3HAK 3aXBOPIOBAHHSA Ha OCHOBI HaBe-
JIEHHS IBOX KJIIHIYHUX BUIIAKIB.

JlociizkeHHsT BUKOHAHO BiZITIOBIZIHO /10 TIPWH-
mumiB lembcincebkoi neknaparii. Ha npoBements
JIOCJTI/IZKEHb OTPUMAHO iH(OPMOBaHY 3rofy 6aTh-
KiB, ZIiTEN.

Kniniunui eunadox 1

Xgomamk, BikoM 16 PoOKiB, TocmiTami3oBaHUi
JI0 KJIIHIKK y 3B’I3Ky 31 3MiHaMu 3 GOKY TIPOKCH-
MaJIbHUX CyTJI00iB KUCTEH, 30KpeMa, 3 MOTOBIIEH-
HSIM TIPOKCUMAaJIBHUX MiK(aJaHTOBUX CYIJI00iB,
JIPaTiBJIUBICTIO, allaTi€lo.

3 aHaMHe3y BiJIOMO, IO BKa3aHi 3MiHW 3’ SIBUJTH-
cs1 6;TM3BKO 2 POKIB 10 IHOTO 3BEPHEHHSI.

XyomunK  HapopKeHuit Bim [ BariTHOCTI,
I mosoriB, maca Ttisa npu HapomxkenHi — 3800 r,
spict — 53 cm. IIlmo6 Hecnopignenwit. Cumitu
movaB y 7 MicdiiiB, XxoauTtn — y 9 micaiis. Bigzna-
yajiacs 3aTpUMKa MOBJIEHHEBOTO PO3BUTKY. /10 T1e-
CTUPIYHOTO BiKY BUMOBJISIB OKPEMI CJIOBA 3 TTOPY-
IMEeHHIM apTUKYJISIII.

Y 5-piuHoMy Billi [AiarHOCTYBaJud BPOJKEHY
Ba/ly CEUYOBU/IIJIBHOI CUCTEMU — TiZIPOHE(PO3, BTO-
PUHHHUI XPOHIYHUN MeT0oHe(PUT, PEerTUINBHUN
nepebir, 3 IPUBOJLY YOI0 XJIOMYKKA IIPOOIEPYBaIn
(1poBeJsiu TIACTUKY TTEJTOYPETPATILHOTO CeIrMEeHTa
3miBa 3a XalHI—AHIepceHOM. B anamHe3i Takox
OyJi erni30/i1 CUHKOTIE.

Tenernunuii aHamMHe3: y 6aThKa XJIOMYMKA — Ta-
KOK IMUPOKI KKCTI. Y POANYIB 110 GaTbKOBIiil JriHii
(6abyci, asabka) — HU3BKOPOCIICTH 1 Po3Jagu
MICUXIKH.

[Tix wac obcTeskeHHsT 3BepHYJIN Ha cebe yBary
quaMopdiuHi pucu 06IUYYS: TITO3, MUPOKUIA Hic
i MIUPOKUI POT, MUPOKUI (iJbTp, TOHKA BepX-
Hs1 Tyba i TOBCTa HUKHS I'y6a, HU3bKO PO3MilleH]
ByXa, TYCTi, 3poleHi OpOBHU, MIMPOKUIN (DiIBTP.
[Tix gac oryisiay KiHIIBOK — NIUPOKI T0JIOHI, TOTOB-
MIeHHS B TIJITHIT TPOKCUMATBHUX MisK(PaTaHTOBUX
cyryio0iB BKa3iBHOTO, CEPEHBOTO Ta Ge3IMEHHOTO
nasbiliB 3 000X OOKiB, OiJbIle 3JiBa, 32 PaXyHOK
MIKIpU Ta TiJANIKIPHOT OCHOBU, 3 IirMEHTAIli€I0
HaJ[ cyrso0aMu, 3ruHajibHa gedopMaliis Mi3uHISA
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Puc. 1. Kucti naujeHTa, Bikom 16 pokiB: ¢ibpoMaTo3Hi NOTOBLUEHHS B AiNISHLI MPOKCUManbHMX MixXdanaHroBmx cyrnobis BkasiBHOro,

cepenHboro Ta 6e3iMeHHOro nanbLiB 3 060x 60kiB, GinbLue 3niBa, NirMeHTauia Hag, cyrnobamu, 3rvHanbHa aedopmMais Mi3UHLUS NiBOT

KWCTI, HIFrTi PO3BUHYTI

JIIBOI KUCTI, HII'TI Ha BEPXHIX KiHIIBKaX PO3BUHYTI
(puc. 1). Pyxu B cyriobax HeGOJII0Yi, TIPOTE XJIOTI-
YUK MaB TPYIHOIII 3 MUCAHHAM. SHAUYIINUX 3MiH
i3 6OKy BHYTPIIIHIX OpraHiB 3a JaHUMU 00’€KTHB-
HOTO 0OCTEKEHHSI He BUSIBJIEHO.

BpaxoBytoun 3miHu 3 GOKY NPOKCHMATbHUX
MizkdasaHroBux cyriobiB, CIIPOCTYBaM iarHo3
IOBEHLIBHOTO iffionaTudnoro aptputy. [Tokaznuku
3araJbHOTO aHaJi3y KpOBi, TOCTPO(hA30Bi MOKa3-
HUKU 3allajieHHs], aHTUHYKJIeapHi aHTuTiIa Oynn
B MekaX HOPMH, aHTUJIEHKOIMTApPHUI aHTUreH
mopuan (HLA) B27 nHe BusiBneno. Pentreno-
Jloriyie obCTeReHHsT Cyrao6iB 060X KHCTeil Ta
CTOIl HE BUSIBUJIO KiCTKOBO-JIECTPYKTUBHUX 3MiH.
BincyTHicTh 3anajibHUX Ta JECTPYKTUBHUX 3MiH
i3 6oky cyryo6iB i HagBHiCTD crierudivHux Gidpo-
MaTO3HMX MOTOBIEHb HABKOJIO MiXK(haJaHTOBUX
cyrjo0iB KHCTEi aii 3MOTY BCTAHOBUTH JIiarHO3
naxizepmogaktuiii. [Ipore gedopmaitisi misunIg
JIBOI KHUCTI Ta crenudivna OymaoBa KucTi (MMPOKi,
JIMCIIPOTIOPIIITHO BEJIMKI ) HE BKJIQJIAJINC B /1iarHO3
naxijiepMOJaKTUIIII.

BpaxoByioun cHHKONA/IbHI CTaHU B aHaMHesi,
CIIPOCTYBAJIM TIATOJIOTIIO CEPIST Ta HEBPOJIOTIYHI
3axBopioBanHga. Ha esnexrpokapaiorpami 3adik-
CyBaJIu CUHYCOBY apUTMii0, IOPYIIeHHS TTPOTIECiB
penosigpu3aitii. 3a pesyabraTaMu exokapaiorpadii
He BUSBWJIN JAaHWUX PO BPOUKEHY Bajy CepIid,
a CKOpOTJIMBiCcTh MioKap/a Oysa B Hopmi. Ha esrek-
TpoeHIedasorpaMi aMIUITy/a XBUJIb OyJa 3HH-
JKeHa, peectpyBasucs aibda i 6era-xsui. Ha T
rilepBeHTUIIALIT  eMiaKTUBHOCTI He BiJI3HAYAJIN.
3a TaHUMW MaTHITHO-Pe30HaHCHOI ToMOoTpadii To-
JIOBHOTO MO3KY Bi3yasi3yBaju MYJIbTUJIOKYJSIPHE
KicTommoibHe yTBOPEHHSI B CTPYKTYPi ermicdiza.
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3a pesyJsibTaTaMu coHorpadii BUSBUIN 3MiHU
3 GOKY HUPOK — 301JIbIIIEHHS JIIBOI HUPKH, PO3IITH-
penHs, nedopmartis i YacTKOBe TTOBOEHHS YaITKO-
BO-MUCKOBOTO KOMILJIEKCY 3JTiBa.

BpaxoBytoun muipoBi ausmopdii, moBeiHKOBI
PO3J1a/I1, HE3BUYHI 3MiHM KUCTE, XJIOTTIMKA HAIpa-
BUJIA [IJIs TIPOBE/IEHHST TEHETUYHOTO 0OCTEKEHHS
JUUIS CIIPOCTYBAHHS BPOKeHoi aTosorii. [Tposesn
cekBeHyBaHHs ek3oMmy (3-B-Exome) y maboparopii
«3Billion» (ITigenna Kopest). 3a pesyasraramu
TeCTYBaHHSI BCTAHOBWJIM BapiaHT HEBU3HAYEHO-
ro 3uauerrss NM_001128849.3:¢.2657T>C B reni
SMARCA4, axuii Bianosinae 3a cunapom Koddi-
na—Cipica 4.

Bumerkazani ausmopdii, posnagn MOBeAiHKN
€ 3ICTaBHUMU 3 O3HAKAMU, XapaKTePHUMU [IJIsT CIH-
npomy Koddina—Cipica 4, 1o Mmoke BKazyBaTu Ha
MaTOTEHHICTh BUSBJIEHOTO BapiaHTa.

Kniniunuit sunaoox 2

batpkn xjomyuka BiKOM 7 POKIB 3BEpPHYJIUCH
31 cKapraMu Ha 3aTPUMKY MOBJIEHHEBOTO PO3BUT-
Ky, TilePaKTUBHICTb, TEPIOJIUYHY arpecUBHICTb,
3aTPUMKY PO3BUTKY.

Xgonmuuk  HapojpkeHuin  Bim [ BariTHOCTI,
I mostoriB, NMIAXOM KecapeBOro po3TUHY 3 Macoio
tisla 3200 1. Y HeoHaTaJbHOMY Tepioji — TiMOK-
CUYHO-11lIeMiuHe yPasKeHHSsI IeHTPaJIbHOI HEPBOBOI
cucTeMu, HeoHatasbHa skoBTsiHUIA. [1L106 He-
CIOpifHEeHNH, BiK 6aThKa Ha 4ac HAPOJYKEHHS M-
tuan — 61 pik. Camocriiina xoap6a 3 1 poky 2 mi-
CAIB, BIJICTaBaB y MOBJIEHHEBOMY PO3BUTKY,
3a JIAHUMU ayJiorpaMu IaToJioTii He BUSBUJIU.
XJIOITYMK NIKOJTY He BiJIBI/[y€, TAKOXK HE Bi/[Bi/lyBaB
JIOTIKIJIBHUX HABUQJIBHUX 3aKJIa/11B Uepe3 BUPaKeHi
MOBE/IIHKOBI MTPOGJIEeMU — arpecUBHICTD, IMITYJIb-
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Puc. 2. lInamopdiyHi pucn 065myds B naujeHTa i3 cuHapomom KodoiHa-Cipica 7: HU3bko poamilleHi edopMoBaHi Byxa, aHTUMOHIO-

NOIOHUI PO3PI3 OYelr, LUIMPOKNIA HIC, LUMPOKUIA POT, MiKPOrHaTis

CUBHICTh, HEKOHTPOJIbOBAHICTD. CliOCTEPIra€ThCs
CTEPeOTUITHICTh IOBE/IiIHKHU, HeraTUBi3M, eHKOIIPes.
Hasasui mopyinennda ¢GhopMyBaHHS KOTHITUBHUX
(bynkiiit — yBaru, mam’sTi, orepaitiii Ta IpoIecin
MUCJIEHHS, TPOIECiB MOBJEHHS (TIPOCOAWKH, ap-
TUKYJIALIT, (POHETUYHOTO Ta JIEKCHYHOTO KOMIIO-
HEHTIB), sIKi TTOTPeOYIOTH CIeliaai30BaH0i KOPEK-
1ii JoronemamMu-aedeKTONOraMu, KOPEKIIHHIMU
rnejaroramMu, IpoTe 4Yepe3 BKa3aHi MOBEIHKOBI
MPOSIBU iX CKJIQHO peasisyBaTu. 3aiiMaBcsl KO-
poTKouacHoO (Uepes Ti K caMi TTOBEIIHKOBI ITPOSIBN )
y NPUBATHUX HEUPOKOPEKIIMHUX 3aKkyianax. barpb-
KO TIOBIZIOMJISIE, IO 3 IMTUHOIO 3aiMAIOThCS B/IOMA.

[Tix wac ormsamy BusBUIM AuaMopdidHi pucu
00/InYYs: HU3BKO Po3MilleHi aedopMoBaHi Byxa,
AHTUMOHTOJIOITHUU pO3Pi3 ovel, MUPOKUN Hic,
IMUPOKUI POT, MiKpOTHaTisA. BijgHavyanum KJIMHO-
MaKTUJIIIO, TIMOILIA3ii0 HIrTIB Ha II'SITUX MaJIbIlIX,
6isibilie BUpaskeHy Ha Horax (puc. 2).

BpaxoBytoun JsmipoBi amamopdii, 3aTpuMKy
PO3BUTKY, TIOBE/IIHKOBI PO3J1a/iM, XJIOIMYNKa Hallpa-
BUJIM JIJIsI TIPOBEIEHHSI TEHETHYHOTO OOCTEKEHHST
JUJIS CTIPOCTYBAHHS BPOKeHO1 TaTosorii. [Tposen
cekBeHyBaHHs ek30My (3-B-Exome) B maboparopii
«3Billion» (ITiBgenna Kopest). 3a pesyabratamu
TeCTYBaHHSI BCTAHOBWJIM BapiaHT HEBU3HAYEHOI'O
srauerrst NM_006268.5:c.976 G>A B reni DPF2,
axkuil Binnosigae 3a cunapom Koddina—Cipica 7.

3ictaBieHHss (GEeHOTUIY 3 ONMMCAHWUMU paHi-
e O3HaKaMHM MOKe BKa3yBaTH Ha IATOTEHHICTb
BU3HAUEHOTO BapiaHTa.

O6roBopeHHs

Omnucano JBa KJIHIYHI BUTAJAKA CUHIPOMY
Koddina—Cipica, Bukiankani BapiaiTaMu B TeHaX
SMARCA4 ta DPF?. Ciing 3asHaudTy, IO BKa-
3aHi BapiaHTW € PiJIKICHUMU HaBiTh /JIsI TAKOTO
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cunzgipomy. SMARCA4 crioctepiranu y 15% cepen
208 marmienTiB i3 MiarHOCTOBAaHUM CHHAPOMOM
Koddina—Cipica [11]. Bapiant DPF2 omuca-
Huit y 2018 p. y 8 maiieHTiB i3 MOpyuieHHAMI
Heiipopossutky [10]. Ileit ren Takoxk Komaye cyo-
onwauii Komriekcy BAF, a xuiniuni o3Haku €
xapakTepaumu st cuaapomy Koddina—Cipica.
Y nopasnbiiomy onucanu e OJMHOIO IallieHTa
i3 TaKUM BapiaHTOM, Y SKOTO JiarHOCTYBaJIl aHO-
mauito [T’epa—Pobena ta miadparmaibuy Kuy [4].
Y 1OJI0BMHM TIAI[IEHTIB i3 IIUM BapiaHTOM CIIO-
crepirasm Makporiedaiio.

OG6uziBa BapiaHTH PI3HATHC SK 32 TEHOTHUIIOM,
Tak i 3a TeBHUMU (DEHOTUITYHUMU O3HAKAMU.
Xoua B 000X BHINAAKaX CIOCTEPIralOTHCS 3MiHU
MTOBEJIIHKHY, XapaKTepHi AN3MOopdiuHi prcy i 3MiHN
3 GOKy KucTell i/a60 Hir, 0co0IMBO 3 GOKY Mi3HH-
1151, Xoua XapaKTepHa TIMoIa3is HiTTs AUCTAThHOI
(hamanTn WATOrO MANBI BiIBHAYAETHCS JIHATIIE
B /IPyTOMY BUIIQJIKY. ¥ IIepIIOMY BUIIAQJKy — 3TH-
HasbHa AedopMallisgs Mi3HHIS Ta IMHUPOKI KHCTI.
Hepasni mociimsKeHHsT cBiyaTb, IO TilOIIa3is
ab0 aruiasis HirTs/IUCTagbHOl (hasaHTH 11'SITOTO
HaJIbI He € 000B’I3KOBOIO 3HAXIIKOIO, a 3THHAJb-
Hy nedopMallito Mi3UHIIS ONMKMCAHO i B iHINAX Ta-
1ieHTiB i3 BapianToMm y reni SMARCA4 [5].

HaykoBii 3a3HauaioTh, 10 CTYMiHb 3aTPUM-
KU PO3BUTKY TaKOX 3aJeKUTh Bijl 3aJIy4eHOTrO
rena [5]. Tak, ocobu 3i 3MiHaMU B TeHax, siki KO-
10Tb rpyIy 6iakiB ARID, 3a3Buuaii MaioTh GiJiblie
MOBJICHHEBUX/KOMYHIKaTUBHUX TPYHOIIIB, HixX
ocoOu 31 3MiHaMU B reHax, 1o s3anux i3 SMARC,
SIKI MOKYTh MaTH OiJjibllle aHOMAJI BHYTPIIIHIX
opranis [1,9].

Y wnamoro marienTta 3 Bapiantom SMARCA4
JliaTHOCTOBaHA BPO/KEHa BaJa CEYOBUJITHHOI
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cucreMu. AHoMmasii HUPOK BusiBjeni B 16% miteii
i3 BapiaHTaMu B 3a3HaueHoMYy TeHi [11].

Takox Binznaueni Bapiantn SMARCA4 3 na-
PaJIOMIHAHTHUM  YCIAJKYBaHHSAM, [PUYETHUM
J10 PIBHUX My XJIMH, TAKUX SIK APIOHOKTI THHHUN PaK
S€YHNKA, CHHAPOM CXUJIBHOCTI 10 pabaoiaHOI myX-
JINHW, CAPKOMY MATKH i KapIIMHOMU TIePeIMiXypo-
BOI 3aJ1031 Yepes3 HOTOo iCTOTHY POJib Y BiJIHOBJIEHHI
JTHK [6,12].

3aB/IIKM 3[aTHOCTI PETYJIOBAaTH aKTUBHICTD
TeHIB NIJIIXOM  PEMOJIETIOBAaHHS  XPOMATUHY
komiiekct  SWI/SNF  (The SWiItch/Sucrose
Non-Fermentable) 6epyTsb y4acTs y 6arathox mpo-
necax, y T.4. BifiHOBJieHHs1 mnontkopkenol JIHK;
korritoBanns (pertikaitis) /[HK; korTposb pocty,
nojiiyry Ta jpo3piBanHsg (audepenttiaiii) KIiTHH.
Xo4a He3pO3yMijio, SKUH BIJIUB MAIOTh BapiaHTU
reniB ARID1A, ARID1B, SMARCA4, SMARCB1
a60 SMARCET na xomrmiekcu SWI1/SNE, nocuin-
HUKHU [IPUITYCKAIOTh, 1110 1[I BapiaHTU NPU3BOJAATH
JI0 AHOMQJIBHOTO PEMOJIETIOBAHHS XPOMAaTHHY.
[TopymieHHsi 1IbOTO TPOIECY 3MIHIOE aKTUBHICTDH
GaraTbOX reHiB i OPYINY€E KiJibKa KIITHHHUX MTPO-
11€CiB, IO MOJKE TTOSICHUTH Pi3HOMAaHITHI 03HAKY Ta
cumntomu cunapomy Kobdina—Cipica [1,10].

HemomaBo — omy6uikoBaHo — GaraTorieHTpo-
Be MIKHAPOJAHE JIOCJIKEHHs, 3a SKOro 3i0paHo
mai Big 35 ocib Bikom >18 pokiB i3 MoJjieKyJIsp-
HO TIiATBEP/KEHUM JliarHo30M cuHapoMy Kod-
¢ina—Cipica [8]. Pesyabrat JoCTiIZKEHHS CBiJi-
4yaTh, 1110 HAJIMiPHA Maca Tijla Ta OXUPIHHS 4acTo
criocTepiraeTbest B opocyomy Biti. [Hopyienss
30Dy, CKOJ03 1 po3jaZiy MOBEJIHKUA B JIOPOCIOMY
Billi G/IBII MTONIUPEH], HiXK cepell AUTSYMX MOITYJIs-
uisix. KornitusHi pos/iaau BapiiooTh B ranbokoi
IHTEJIEKTYaJIbHOI HEIOCTATHOCTI /10 HU3bKOTO HOP-
MasibHOTO 1Q, IpH 11bOMY GIIBIITICTD JTI0/IEN MAIOTD
MOMIPHUM IHTEJIEeKTyaJbHUH PO3JIaI.

Ha cporonni HemMae eheKTUBHUX METOJIIB JIIKY-
BaHHs cuHIpoMy. JIikyBaHH4 MepeBa’KHO € MiITPU-
MYBQJIbHUM 1 CUMITOMATUYHUM. PexomeHJ0BaHi
TpyZoBa, (izmuna ta joromeauuyHa Teparmid. He-
00Xi/THO PeTesbHO CTEKUTH 32 PO3BUTKOM i TOIy-
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