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MpencTaBneHbl peaynbTaThl KIMHUYECKOrO U FEHETUYECKOro 06CNe10BaHMS AEBOYKM 5 NIET C CUHAPOMOM X-CLEMNIEHHON YMCTBEHHO
otctanoct 102 Tuna, obycnosneHHol MyTaumeit B reHe DDX3X, BbISBNEHHO METOAOM KIIMHUYECKOTO CEKBEHNPOBaHMS ak3oma. Mpuriee-
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We present clinical and genetic characteristics of the girl with syndrome of mental retardation, X-linked 102 caused by a mutation
in gene DDX3X identified in exome sequencing. We cited the clinical characteristics of syndrome of X-linked mental retardation type

102 described in the literature.
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X-clieTuleHHas: YMCTBeHHasl oTcrajocth, Tum 102
(OMIM: 300958; ORPHA:457260) — o4eHb penKHii CHHI-
POM, KOTOPbI XapaKTepU3yeTCs YMCTBEHHOM OTCTAJIOCThIO,
00IIMM HEMOPa3BUTHEM pEUM, TPEXKICBPEMEHHBIM ITOJIO-

1)
.

®doto npobaHaa. OTMevatoTcs MkpoLledanms, rmnepTenopusmM, LNPo-
Kas nepeHocuLa, 06paTHbIN JMNMKaHT.

BbIM Pa3BUTUEM, MUKpoLedanreil, HEBPOJIOrMYECKON CUM-
nromatukoii [1, 2]. Snijders Blok et al. cooOummm o 38 xxeH-
IIIMHAX C YMEPEHHOMN WJIM TSKEJIOW YMCTBEHHOW OTCTaJIO-
CTbIO, MUKpoOLIedanueii, C HEBPOJOTUYECKUMU HapYIIEHUS -
MM, BKIIOYAIOUIMMU aTaKCUK TPU X0Jb0e, TUIIOTOHMIO,
paccTpoiicTBa ayTucTuueckoro crekrpa. Kpome toro, y na-
LIMEHTOK OTMEYaJIMCh TPEXJAEBPEMEHHOE TOJIOBOE Pa3BU-
THE, Y HEKOTOPBhIX — PacCIIeJUHBI TyObl ¥ HEOaA [1].

Snijders Blok et al. onpenenunu 35 pa3IMYHBIX Te€TEPO-
3UTOTHBIX MyTaluii de novo B rene DDX3X y 38 nmeBouek
¢ X-CUEIUIEHHON JOMWUHAHTHOI YMCTBEHHON OTCTaJIOCTbIO
102 Tuna. MyTtauuu 66111 0OHAPYXKEHbBI C TTOMOUIBIO MOJTHO-
9K30MHOT0 CEKBEHHUPOBAHMSI TPEX KPYMHBIX KOTOPT Malu-
€HTOB, OTOOpaHHBIX I TecTUpoBaHusl. Myrtauuu DDX3X
ObUT 0OHapyxeHbl y 1—3% o0O6CnenoBaHHBIX MAMEHTOB
JKEHCKOTO ToJia, U4TO JejaeT JaHHBbIi CUHIPOM OMHOMN W3
HamboJjiee pPacMpOCTPpAaHEHHBIX TMPUYMH YMCTBEHHOW OT-
CTaJIoCTH y XeHuwuH [1, 2, 4].

Ilenpto Hacrosiieit pabOThl SIBUJIOCh OMMCAHWE KIMHM-
KO-TEHETUYECKOW XapaKTePUCTUKU MAIMEHTKU ¢ X-CIeTIeH-
HOI YMCTBEHHOI1 oTcTanocthio 102 Tuma, o0yCcIoBIEHHOI pa-
Hee OMMCAHHON reTepOo3UroTHO MyTauuei B reHe DDX3X.

HleBouka A., 5 eT (pUCYHOK) Oblia HanpasjeHa HEBPO-
JIOTOM Ha KOHCYJIbTALMIO T€HETHKa IS MCKITIOYEHUS Ha-
CJIeZICTBEHHON MaTOJIOTUH, BIIEPBbIE OCMOTPEHA B BO3pacTe
1 ron, MOBTOPHO OCMOTPEHa B BO3pacTe S5 JieT.
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Kanobbl B 1 rog Ha 3aepXKy IMCUXOMOTOPHOTO pa3BU-
TSI, onépxuBaHue Ipu ene. PomocnoBHass HacaeaCTBEH-
HOI1 ITaToJI0THe He oTaroiieHa. PebeHok ot 1- if OepeMeH-
HocTH, HacTynuBliei B pesyiabrate DKO (becriionue B Opa-
Ke B TeueHue 3 JIeT, MpUUMHa OeCIIoNrs HE YCTAHOBJIEHA).
Orelr aeBOYKHM, 26 JeT, 3m0poB. Matb, 26 JI€T, Ha MPOTSIKE-
HMM Bceil GepeMeHHOCTH HabJoatach B KEHCKOM KOHCY-
JIBTAllMK, TPOXOArIa HEOOXOAMMbIE MCCIENIOBaHUS, B TOM
quciie MpeHaTaTbHbIA CKPUHUHT XPOMOCOMHBIX aHOMAaJIUit
B 1 u 2 TpuMecTpax 6epeMEHHOCTU B YCTAaHOBJIEHHbIE CPO-
ku. Ha cpoke 7 Hemenb ObL1a yrpo3a IpephiBaHus OepeMeH-
Hoctu. [lo pmaHHbIM Y3W mopokoB pa3BuUTHS ILI0gA BO
BpeMsi OepeMeHHOCTH He OOHapyxkeHo. B 3-M Tpumectpe
OepeMeHHOCTH HabJonajcs recto3 (0T€KM, OEIOK B MOYE,
CHIDKEHUE IIeBeJeHUS TUIoaa) pu3Haku deToruianeHTap-
Hoit HemoctatouyHocT (PITH) Mo nanabsM Y3U. M3-3a Ha-
pactatoiieit @ITH nmpoBesieHO 3KCTpeHHOE KecapeBo ceye-
Hue B 28 Hemenb rectauuu. Macca 1eBOYKU MPU POXKIACHUU
980 1, nuHa 34 cM, OKPYXHOCTb TOJIOBbI 24 CM, OKpYX-
HOCTh rpyau 22 cM. OueHKa 1o mkaie Anrap 5/6 6aioB.
C mepBbIX CYTOK KM3HU HaOJII0faTIOCh MOCTENEHHOE YXYI-
LIEHUE COCTOSIHUS 32 CUET HapacTaHMsI IbIXaTeJIbHOW Hel0-
crarouHocTH. [IpoBommiach MCKYCCTBEHHAs BEHTWIISIIVS
JIETKUX B TeUeHUE 3 CyTOK, MH(Y3MOHHAs Teparnusi Jjisi Kop-
PEKIIMU MeTaboIMUYeCKUX HapyllIeHUii, aHTUOaKTepUaibHast
Tepanus. B Bo3pacte 8 cyTok neBouka Obula IepeBedeHa
B OTZIeJIEHWE peaHUMallii M MHTEHCUBHOM Tepariu, Tae Ha-
XOoIuaach A0 Bo3pacta 2 MecsleB C AUArHO30M: HEIOHO-
LIEHHOCTb 28 Hejesb, 9KCTPEMAJIbHO HU3Kash Macca Teia,
OpOHXOJIErOYHasl AMCILIa3usl, MepUHATaJbHOE IOpaXKeHue
IIHC, runepTeH3MOHHBII CUHAPOM, aHEMMSI HEIOHOIIEH-
Hbix 1 cremenn, BYU, remopparnyeckuii CMHIPOM, peTU-
HomaTusl HeloHOUIeHHbIX | creneHu. B Bo3pacte 2 Mecsiua
ObUTa MepeBelieHa B TieAMaTPpUUECKoe OTAeIeHUE, Ie HaX0-
JWJIach Ha BBIXaXKMBaHMM 10 3 MecsieB. Bo Bpems rocrura-
JIM3alMU BBISIBIIEHO OTKPBITOE OBaJbHOE OKHO ceplia (4 MM
co cOpocoM KpoBHU BIIpaBo), BeimstuuBanue MIIII, momo-
HuUTeabHas Tpabekyna JI2K.

Bo Bpewms rocrnurtanuzanu MpoBeACHO ITUTOTCHETHYE-
ckoe uccnenoanue. Kapuorum 46,XX.

B Bospacte 3 mecsiia Oblia BbllMcaHa AoMoii. PaHHee
pa3BuTHE Ha 1-M TOomy C 3amep:KKOM: rojIoBy OEpxKuT ¢ 4
Mec., iepeBopayuBaeTcst Ha 6ok ¢ 10 mec. Xoaur ¢ 1,5 jeT.

B Bozpacte 5 MecsieB ¢ XajobaMu Ha OBOJOCEHUE
B JIOOKOBOI 00J1aCTH rOCIUTAIM3UPOBaHA B OTACICHUE TU-
Hekosnoruu PJIKDB, roe Haxomumachk ¢ IMarHO30M: TIPEXIe-
BpeMEHHOE TO0JI0BOE pa3BUTUE, HemoJIHas (popma. JlaHHBIX
3a TUMEPAHAPOTCHUIO HE BBISIBIICHO. BBISBICH BBICOKUIA
ypoeHb TTT (1o 8—9 MME/n) npu HOpMaJibHBIX 3Haue-
ausx T3 u T4. [1o ganueiM Y3 — GOMIMKYIBL SHYHUKOB.
Boimonnena MPT rojnoBHoro mosra — oTrmeuajgach BTO-
puyHasi ruapouedanusi Ha (GoHe BEHTPUKYJIOMETaluu U
cybarpoduu, 0OJblIe B BUCOYHBIX OTIEIAX, HEIOCTATOK
MUEJTMHU3ALNH.

B Bo3pacte 1 rom oOpaiaer Ha cebs BHUMaHME HU3KOE
(usnyeckoe passutHe, Bec 6,6 Kr, poct 68 cMm. ITogkox-

HO-XKMPOBasl KJeTyaTKa pa3BuUTa HEJOCTATOUHO, pacnpene-
JieHa paBHOMEPHO, BBICOKMI YPOBEHb CTUTMATU3ALIMH.

OkpyxHocTb rojioBbl 40,5 cM. Yepen MukpoiiedaaibHOR
(opMbl, HU3KO MOCAKEHHBIE YIIHbIE PAKOBUHbBI, TUIIEPTE-
JIOpY3M, KOPOTKHWE TIJIa3Hble WIeau, OOpaTHBIM SIMUKAHT,
IMPOKast MepeHoCHIIa, MUKPOTHATHS, BBICOKOE HEOO, moba-
BOYHBII COCOK CJieBa IO MOJIOUYHOM Xejle30il, TMHeKoMa-
CTUSl clieBa, MaJIeHbKUE KUCTU U cTombl. TOHBI cepaua sic-
Hble, PUTMHUYHBIC, MSTKWN CHCTOJUYECKHUI IIyM Ha Bep-
xy1ike. 2KuBOT MsATKuit, 6e3001e3HeHHbIN. CiiyX COXpaHeH.
Cynopor He ObIIO.

JleBouka OoTCTaeT B IIcUXopeueBoM pa3Butuu. Ha ums He
OTKJIMKAETCS, TYJCHUsI, CJIOTOB HET.

B Bo3pacre 3 roma npoBeieH XpOMOCOMHBIIT MUKpOMAT-
puuYHBIA aHanu3. [laToreHHOro XpoMOCOMHOTO aucOanaHca
He OOHapyxXeHO. MOoJeKyJIApHbI KapuoTUIl (COTIacHO
ISCN 2013): arr(1-22,X)x2.

B Bo3pacte 4 roga y 1eBOUYKHU MOSIBUIOCH OECIIOKOMCTBO,
6o B xuBote. Ha Y3U BoIsiBIeHO 00beMHOE 00pa3oBaHue
neueHu. MccnenoBan anbda-deronporent 450 ME/mi, no-
propHo 6001 ME/mu. ITposeneno KT neueHu, oOHapyKeHbI
MPU3HAKU TeTepPOreHHbIX 00pa30BaHUil B MPaBOii A0Je Ie-
yeHU. XHUPYpPrudeckoe JedeHue B OTHCJICHUU XUPYpruue-
ckoit oHkonorun PIKDB. KinuHuyeckuii nmarHos: rema-
TOOJACTOMA MPABOI NOJIU TIEUCHMU.

IToBTOpHBIIT OCMOTpP reHeTHKa B Bo3pacTe 5 jer. Poct
98 cM, Bec 13,5 Kr, OKpy:KHOCTb TOJIOBHI 47 cM. 3amepxka
(GU3UYECKOro pa3BUTUS, AeULUT MACChl Teja, MUKPOIIE-
(anusa, KopoTKUe TJa3Hble e, 00PaTHBIN SMMKAHT, KO-
corJiasue, MyIIKOBOE OBOJIOCeHME Ha JT0OKe. KOCTHBIN BO3-
pacT orepexxaeTr MacrnopTHbI Ha 18 MecsliieB.

IIpoBeeHO KIMHUYECKOE CEKBEHMPOBAaHME DK30Ma
B Jaboparopuun «['eHomen». BeisiBieHa paHee onucaHHasi
reTepo3uroTHass Myrtauumss B 2K30oHe 10 rena DDX3X
(chrX:41203500C>A, 1s869320681), nmpuBoasiinasl K MOSIB-
JICHUIO caiiTa MpeXIeBPeMEHHON TepMUHALIMM TPaHCIISI-
unu B 291 komone (p.Tyr291Ter, NM_001356.3). Myrtauus
onucaHa B TeTepO3UroTHOM hopMe Y MalMeHTKU ¢ X-ClLer-
JIGHHOI yMCTBEHHOH oTcTanocTthio, tum 102 (OMIM:
300958).

B ®I'bBHY «MI'HLl» npoBeneHa Banugauus pe3ysibTa-
ToB NGS cexBeHupoBanueMm 1o CaHrepy — McCClIeqOBaHUE
KOIMPYIOLLEH MociieoBaTeIbHOCTH 3k30Ha 10 rena DDX3X.
BbIsiB/ieH BepOsITHO-MATOreHHbIN BapuaHT c.873C>A B re-
TEPO3UTOTHOM COCTOSIHMM. Y MaTepu IeBOYKM M3MEHEHUI
HYKJIEOTHITHOM MOCIeIOBATEIbHOCTH HE BBISIBJICHO.

leHeTMyecKMe MPUUMHBI COCTOSIHUS TTAIIUEHTOB C CUH[I-
POMaJIbHBIMM ¥ HECUHAPOMAIbHBIMU (OpMaMU yMCTBEH-
HOM OTCTAJIOCTU M3Yy4YeHBI HEJOCTATOUYHO Xopoino. OmHaKo
C TOSIBJICHUEM COBPEMEHHBIX METOJIOB TUArHOCTUKU, paHee
He JUarHoCTUpyeMoe HAacJIeICTBEHHOE 3a0oJieBaHUe MOJy-
Y0 BO3MOXHOCTh Bepupukauuu. Tak U CHUHAPOM
X-CUETUIEHHON YMCTBEHHOM OTCTAJIOCTH paHbIIEe BXOMMI
B rpyrny HeauddepeHInpoBaHHBIX (HOPM YMCTBEHHOM OT-
cranoctu [1, 5, 6].
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KIMHUYECKUE CNYHAU

B HacTosiiiee Bpemsi uaeHTUhULIMPOBAHO 35 MyTauuit
B reHe DDX3X. Mytauusi, BbISIBIeHHAs! y NpodaHaa, paHee
OIMCaHa y OOHOW mauueHTKu [1, 2].

Takum o6pa3oM, X-clLieMIeHHasi YMCTBEHHasl OTCTa-
Jocth 102 TMIa — oHA M3 HECUHAPOMAaJIbHBIX (DOPM Hapy-
LIeHUs MHTEeIeKTa, BO3HUKAIOIIas BCIAENCTBUE MYyTalluii
B reHe DDX3X. [IposiBisieTcs yMepeHHOMN MU TSDKEJIOM yM-
CTBEHHOI OTCTAJIOCThIO, MUKpOIIehanTneid, TM3MOP(PUIHBI-
MU 4YepTaMu JMIla, HEBPOJOTMYECKON CHUMIITOMATUKOM,
B HEKOTOPBIX CIy4asiX — CyJIOpOraMu, pacllieJIMHOi Tyba
u/Wiy Heba HapyllleHeM TTUTMEHTAIIMN KOXXHOTO TTOKPOBa,
TUIIEpMOOUIIEHOCTBIO CyCTaBOB, CKojno3oM [1,3,5,7]. Onu-
caHue TeHeTUYECKUX M KIMHUUYECKUX XapaKTepUCTUK Y Ma-
LIMEHTOK ¢ X-CLIEIUIEHHOM YMCTBEHHOI oOTcTajocThio 102
THTIa HEOOXOAMMO ISl TOHUMAaHMSI TIPUIMH Pa3TuIHbIX (e-
HOTUITMYECKUX TIPOSIBJICHUI U CTETIEHW YMCTBEHHOW OTCTa-
JIOCTU MPU JAaHHOM CUHAPOME.
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