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POJIb 'EHA CCDCS2 B HEPBHO-IICUXMUYECKOM PA3BUTHUH: HOBBIA
IMATOTEHHBIN BAPUAHT, ACCOIIUMPOBAHHBIN C UH®AHTUIBHBIMU
CIIABMAMU U THIIOTOHUEUA
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Tawxenmcko2o 20cy0apcmeeHH020 MEOUYUHCKO20 YHUBepCUmema

Relevance of the topic: Neurodevelopmental disorders are a heterogeneous group of
pathologies characterized by impairments in motor, cognitive, and behavioral functions.
Despite significant progress in genomic sequencing, the genetic mechanisms underlying
many forms of ND remain poorly understood. The CCDC82 gene encodes a protein with a
coiled-coil domain, whose function in the nervous system has not yet been determined.

Keywords: CCDC82; neurodevelopmental disorders; hypotonia; epileptic spasms;
whole exome sequencing; pathogenic variant.

AKTYaJIbHOCTh TeMbl: Heilipopaseumutinvie paccmpoicmea npedcmasiiaiom cooot
2emepoceHHy0 2pynny namojo2uil, Xapakmepuzyrouwuxcs HAPYUEeHUIMU MOMOPHBIX,
KOCHUMUBHBIX U NosedeHuyeckux @yukyuti. Hecmomps Ha 3HauumenbHblll nNpocpecc 8
obnacmu 2eHOMHO20 CEKBCHUpPOBAHUA, ceHemudYecKue Mmexarnusmsl, Jjescaujue 6 OCHOoee
muoeux ¢oopm HP, ocmaromes neoocmamouno uzyuenuvimu. I'en CCDCS2 kooupyem 6enox
C KOUT-KOUJL 0OMEHOM, Ubsi (DVYHKYUSL 8 HEPBHOU cucmeme NoKa He onpeoeena.

Kiawuesbie caoBa: CCDCS2; wueiipopaszsusarowuecs paccmpoucmed; 2UNnOMmOHUsL,

anuaenmudecKue cnasmbsvl, NOJIHoe CEKBEHUPOBAHUE IK30MA, namozenHwlll eapuanni.

eJsib10 JAHHOTO UCCJIEJOBAHUA SBISIIOCH YTOUHEHUE KIIMHUKO-T€HETUYECKOTO CIIEKTpa
HapyueHuii, accomuupoBanHbix ¢ CCDC82, myTéM omnmucaHusi HOBOTO TOMO3UTOTHOTO
HOHCEHC-BapUaHTa, BBIIBJICHHOTO Y MalMeHTa U3 Y30€KCKOW CeMbU C PAHHUM CHHKEHHUEM
MBIIIEYHOTO TOHyCa, UHGAHTWIHHBIMU CIIa3MaMH U 3aJI€P>KKOU p a3BUTHSL.

Metoawpi: Ilammentom sBisicss 10-mMecsYHBIA MajdbuWK y30€KCKOTO MPOWCXOXKICHUS,
POXKICHHBIA OT KPOBHOPOJCTBEHHOTO Opaka, ¢ BEIpaKEHHOUW TMIIOTOHUEH, CITACTUHIHOCTHIO,
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WHOAHTWIBHBIMUA CTa3MaMUd U BBIPAXEHHOW 3aJ€p>KKOM TCUXOMOTOPHOIO pPa3BUTHS.
Onekrposnuedanorpadus (3I1) mnokazana TUNCAPUTMUYECKUNA MATTEPH, TOTAA Kak
MarHuTHO-pe3oHaHcHass Ttomorpadus (MPT) romoBHOro mMo3ra He BBISIBUIA 3HAYUMBIX
CTPYKTYpHBbIX M3MeHeHMH. [lanneHTy ObUIO BBIIOJIHEHO IOJIHOE CEKBEHHMPOBAHHE 3K30Ma
(WES), mnocine dero mnpoBenéH OuomH(DOPMAIMOHHBIM aHAlW3  MMOTEHIIMAJIbHOMN
MAaTOTEHHOCTU 0OHAPYXEHHOI'O BApUaHTa U UCCJIEI0BAHKUE €r0 Cerperalunuu B CEMbeE.

PesyabTaThl uccaenoBanusi: IIpoBenéHHoe mnosiHoe cexkBeHupoBaHue sk3oma (WES)
BBUSIBWIO paHEEe HEONHCAHHBIH TOMO3UIOTHBII HOHCeHc-BapuaHT B TreHe CCDC82
(NM_024725.4: ¢.709C>T, p.Arg237Ter), knaccupuIMpPOBaHHBIA KaK TAaTOTCHHBIA B
COOTBETCTBUM C KpPUTEpUAMH AMEpPHUKAHCKOTO KOJUIeI)Ka MEIUIUHCKOM TEeHETUKH U
reHoMuku (ACMG). Tlpeanonaraercs, 4TO JaHHBIA BapUAHT BBI3BIBAECT MPEKIECBPEMEHHOE
IIPEKpalleHue TPAaHCISUH U IOCIEeNYI0Iee HOHCEHC -0nIocpeioBaHHOE pa3pymenue MPHK.
MyTanus 0TCyTCTBOBaa BO BCEX JOCTYIHBIX MOMYJISIIMOHHBIX 0a3aX JaHHBIX U OJHOCTHIO
cerperupoBana ¢ (GpeHOTUNOM 3a00JIeBaHUS B HCCIENyeMOW ceMbe. AHaIM3 MOJTBEPAMI
BBICOKYIO CTENEeHb BEPOSTHOTO BPEIHOrO BIUSHUS JAHHOTO BapuaHTa, a HMCCIEIOBaHUE
ABOJIIOLIMOHHOM KOHCEpPBAaTUBHOCTH MIPOAEMOHCTPHUPOBAIIO COXPaHHOCTh
COOTBETCTBYIOLIEIO0 aMHHOKHCJIOTHOTO y4acTKa CPEIM Pa3IMYHbIX BHJIOB, YTO YKa3bIBaeT
Ha (QyHKIHOHANIBHYIO 3HauMMOCTh Oenka CCDCS82 B mporeccax HEMpOHATBHOTO Pa3BUTH
1 PyHKIIMOHUPOBAHUS.

3akiarwouenue: Hacrosiee ncciaeqoBaHue MpeacTaBisieT ONMCAaHUE HOBOTO MATOT€HHOTO
BapuaHta B reHe CCDCS82, acconMMpOBaHHOTO € TKEJIBIMU HAapyLICHUSMH HEPBHO -
NCUXHYECKOro pa3BuTUs. [lolyyeHHBbIE NaHHBIE PACHIMPSIOT U3BECTHBIA (PEHOTHUITMYECKHA
CIIEKTP KIMHUYECKUX TPOSIBICHUHN, CBsI3aHHBIX ¢ OuannenpHeiMU Bapuantamu CCDCS82, u
YKa3bIBalOT Ha €ro BO3MOJKHYIO POJIb B MATOT€HE3€ paHHEH TMIMOTOHUU M MH(AHTHIBHBIX
cna3MoB. JlanpHeile ucciaenoBaHus, BKIOYas (GyHKIMOHATbHBIE U KIETOYHBIE MOJEIIH,
HEO0OXOUMBI ISl MOJATBEPXKACHHUS MNAaTOr€HETUYECKOr0 MeXaHM3Ma M OKOHYATEJIbHOTO
yctaHoBieHuss CCDC82 kak HOBOTO IreHa-KaHAUAATa, CBSI3aHHOTO C HEHPOpa3BUBAIOIIMMU
paccTpoucTBaMu.
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3.Clinvar entry: NM_024725.3(CCDC82): €.535C>T (p.Argl79*) —
UACHTUQUIMPOBAH B  JABYX  pOJHBIX  OpaTbsix/cecTpax C  HHTEIUIEKTYaJIbHOM
HEJIOCTATOUYHOCTHIO U CMIACTUYHOCTHIO; POJUTENIN — HOCHUTEIH.

4. PanelApp — Childhood onset hereditary spastic paraplegia / Intellectual disability
panels: wundpopmamuss o CCDC82 kak TreHe, acCOIMUPOBAHHOM C OHAJJICIbHBIMU
BapuaHTamMu, Beayuumu Kk H/IP.

5.GeneCards — crpanunna «CCDC82 Gene» ¢ 0030pOM HM3BECTHBIX 3a00JICBaHHIA,
cBa3aHHbXx ¢ CCDCS82, xapaKTepuCTUKaMH 3KCIPECCHM, NMEPEHECEHHBIMM BapUaHTAMU U
acCOIMMPOBAHHBIMU (DEHOTHIIAMH.

6.HCBI Gene: CCDC82 — wundopmanus o CTpyKType IeHa, TKAHEBOW 3KCIPECCHH,
opToJiorax.
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