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X-cuenneHHas yMCTBEHHas oTcTanocTb, Tun Kantarpens (MIM #300912; ORPHA:85277) xapaktepr3yeTcs BbpaXeHHOM HeoHa-
TasbHOV MMMNOTOHME YMCTBEHHOI OTCTANOCTbIO, 334€PXKOI NMCUXOMOTOPHOI0 Pa3BUTUS, OTCYTCTBYIOLLEN Un cnabo pa3BuTo pe-
Ybl0, ayTUCTMHECKMMIM YepTamm xapakTepa (CTEPEOTUNHBLIE ABWXEHUS PYK 1 CTEPEOTUMHOE NOBEAEHME), NOCNEPOLOBON 3aEPXKKON
pocTa 1 mukpouedanueid. B ctatbe NpMBOOMTCS ONMCaHne Cryyas BbiiBieHUs myTauum B reHe KIAA2022 y neBoyku 5 net ¢ anunen-
CVEN, BbIP@XEHHOW 3a4ePXKOM MCMXOMOTOPHOI0, PEYEBOr0 M MHTENNIEKTYaNbHOMO Pa3BUTUS, HAPYLLEHNEM NOBEAEHNS U ayTUCTUYe-
CKUMM YepTamMu xapaktepa. [1py npoBeAeHNn reHeTUYeCKoro CCNe0BaHns BbiSIBIEHA PAHEE HE ONUCAHHas reTepo3nroTHas MyTa-
Ly B 9k30He 3 reHa KIAA2022 — p.Asp451fs, BanuanpoBaHHas METOA0M CeKBEHPOBaHWs No Canrepy. Y poauteneii pebeHka myTa-
uma He Hanpena. Mpu nceneposaHun CAG-noeTopa ak3oHa 1 reHa ARy npobanza HecnydainHas MHakTMBaLms X-XxpOMOCOMbI He Bbl-
aeneHa. Mytauun B rese KIAA2022 moryT 6biTb NPUYMHOW SNUNENTUYECKON 3HUEedanonaTum u yMCTBEHHOW OTCTAIOCTU HE TOJIbKO
Y Mafib4vKOB, HO Uy IEBOYEK, YTO UMEET BAXHOE 3HAYEHWE NS ONPEAENeHNs TaKTUKU FEHETUYECKOr0 TECTUPOBAHNS, MEANLMHCKOro
COMPOBOXAEHNS Y MEANKO-TEHETUYECKOrO KOHCYNLTMPOBAHNS

KnioyeBble cnoBa: reH KIAA2022, X-cuenneHHasi yMCTBEHHast OTCTaNIOCTb, 3a4epXKa NCUXOMOTOPHOr0 pa3BuTuS, HapyLLEeHne
peun, anunencusi, TapreTHoe 3k30MHOe CEKBEHMPOBAHNE.
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X-linked mental retardation, Cantagrel type ((MIM #300912; ORPHA:85277) is characterised by marked neonatal hypotonia, se-
verely delayed developmental milestones, gastroesophageal reflux, stereotypic movements of the hands, esotropia and infantile au-
tism. The article describes the case of mutation in the KIAA2022 gene in a 5-year-old girl with epilepsy, psychomotor, speech and in-
tellectual development delay, behavioral disorders and autistic characters. Previously unknown heterozygous mutation in KIAA2022
gene, 3 exon (p.Asp451fs) was detected by targeted sequencing. Mutation was validated by the Sanger sequencing. The mutation
was not found in parents of the child. Skewed X-inactivation was not detected in the study of CAG-repeat, AR gene, 1 exon in the
proband. Mutations in the KIAA2022 gene can cause epileptic encephalopathy and intellectual disability in both boys and girls. It is im-
portant for genetic testing, medical management and genetic counseling.

Keywords: KIAA2022 gene, X-linked intellectual disability, psychomotor development delay, speech disorder, epilepsy, targeted
sequencing.

X-cuenjieHHasi yYMCTBEHHAS OTCTAJIOCTb — KJIMHUYECKU U
TeHEeTUYeCKM TeTeporeHHasi rpyrnna HacjaeJACTBEHHbIX 3a00-
JIeBaHUi, 0OYCIOBJIEHHBIX MYyTalUsSIMU, JTOKATM30BAHHBIMU
Ha xpomocome X. B Hactosiiee BpeMsi Bblaes10T 49 TUMOB
X-cueruieHHOi yMCTBeHHO# oTcTanocTu [1]. OcHOBHBIE 10-
CTUKEHUsI B OTKPBITUM HOBBIX T'€HOB, aCCOLMMPOBAHHbBIX
¢ X-cuerieHHoil YO, cBsI3aHbl C U3YYEHUEM CTPYKTYPHbBIX
XPOMOCOMHBIX MEPECTPOeK, B OOJbIIIEH cTerneHn coaaHCu-
POBaHHBIX, B KOTOpbIe BOBJEKaeTcsi X-xpoMmocoma [2],
uaeHTU(UKaLMel HOBBIX JJOKYCOB MyTeM CKPUHMHIA Bapu-
anuii yucna xonuit (copy number variation, CNV) [3] u

BHEIPEHMEM MAaCCHUBHOTO IMapauIeIbHOTO BHICOKOTIPOU3BO-
IUTEJILHOTO CeKBeHUpPOBaHUS [4].

X-cuenjieHHas yMCTBEHHAsl OTCTAJNIOCTb, TUN KaHTarpess
(MIM #300912; ORPHA:85277) — oueHb penKuii CUH]I-
POM, KOTOPbIi XapakTepu3yeTcsi yMCTBEHHOM OTCTalIOCTbIO,
3a0epKKOM TICUXOMOTOPHOTO DPAa3BUTHSI, OTCYTCTBYIOILEH
WM €1a00 pa3BUTOM peublo, ayTUCTUYECKMMU YepTaMU Xa-
pakrepa (CTepeOTUITHbIC ABWKEHUS PYK U CTEPEOTUITHOE
MOBeNeHNe), TTOCAEPOIOBOI 3aIePKKOI pOocTa U MUKPOLIE-
damueit. JlonmogHUTENbHBIE TNPU3HAKKA 3TOTO CHHIpPOMA
BKJIIOYAIOT CMACTUYHOCTb, TMIIOTOHUIO, CYIOPOTH, OOWJIb-
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HOE CJIIOHOTEUYEHME, KeJYJA0UHO-MUILEBOIHBIN pedItoke 1
OTCYTCTBME KOHTPOJISI COUHKTEpa. Y HEKOTOPbIe MAallMEHTOB
ONMCaHBI JINLIEBbIC TUCMOP(MUH, B TOM YUCIIE KPYTJIOE JIUIIO,
KOPOTKMI HOC, KOPOTKUII TYOHOH XeJT0OOK M 330TPOIHUSI.
DTOT CUHAPOM BBI3bIBACTCS MyTalLUsIMU B reHe KIAA2022
[5].

B nuTepatype npencTtaBieHO HECKOJbKO KIMHUYECKUX
cJlydyaeB BbIsIBIICHUSI M3MeHeHuil B reHe KIAA2022 (nepu-
LIEHTpUYeCcKast MHBepCHsT X-XpOMOCOMBI, C TOUKOIA pa3pbiBa
B uHTpoHe 1 reHa KIAA2022; MUKpOIyIUIMKALIAS 3K30HA 1
reHa KIAA2022, nymumkainysl BCero reHa, a TakxkKe Ipyrue
MyTalMu (MUCCEHC-MYyTallMM, HOHCEHC MYTallMu U T.n.)
y MaJIbYMKOB C YMCTBEHHOM OTCTAIOCThIO [6—9].

Hannble o pyHkuuu reHa KIAA2022 orpaHn4eHbl, OfHA-
KO M3BECTHO, YTO OH MTPaeT BaxKHYIO pOJib B paHHEM Pa3BU-
TUU ToJI0BHOro Mo3ra [10].

OpHako B TOCJIe[HEE BpeMsl TMOSIBUJIMCH TMyOJMKalUM,
B KOTOPBIX OMUCAHbl CJly4ad BbISIBJICHUS MyTallUil B reHe
KIAA2022 y nauyeHToB XeHckoro noJja [11—13]. Tak, B uc-
cienoBaHuy, BeImotHeHHOM de Lange ¢ coasr., 2016, rpen-
craBieHO 14 KJIMHWYECKMX ClyyaeB, KOrjma y TalMeHTOB
JKEHCKOTO0 1oJjia ObUTM UAEHTUMUIIMPOBAHBI de novo reTepo-
3UTOTHbIE MyTalluu B reHe KIAA2022. KiinHuyeckast KapTu-
Ha 3a00JIeBaHUsT BKITIOYAJIa SIUIETICUIO, TTPEUMYIIECTBEHHO
reHepaJn30BaHHY, PACCTPONCTBA MOBEACHUS U YMCTBEH-
HYIO OTCTaJIOCTbh PA3IUYHOI CTENEHU BbIpaxXeHHOCTHU [14].

B nmanHo#l craThe mpencTaBieH KIMHWYECKUM CiIydait
BBISIBJICHUSI TTaTOreHHOTo BapuaHTa B reHe KIAA2022'y ne-
BOYKM C KPUIITOT€HHOM dIUJIeNncueil, 3aaepKKoi MCUXoMo-
TOPHOTO, PEYEBOTO U MHTEJIEKTYAIbHOTO Pa3BUTHSI.

B ormenenun micuxoneBposornn 'bY3 «HIIL cnew.
men. momoinn aetsam JA3M» HaOmopanachk IeBoYyKa S5 JieT
(mamweHT A.) ¢ AIMarHO30M SIWIETICUST KPUITOTEHHAst
¢ MUOKJIOHMYECKMMH TPUCTYNaMH, 3aJepxkKa IMcuxopeue-
BOTO U UHTEJUIEKTYaJIbHOTO Pa3BUTHSI.

IManuyeHT A., pedbeHOK OT 1 GepeMEeHHOCTH, HACTYIHB-
el mocie MpoaoJIKUTEIbHOTO Tiepuoaa Gecrutoaust Ha dho-
He moarotoBku Kk DKO. Poxbl camMoCTOSITeNIbHBIE B CPOK
¢ oreHkoit 8/9 o mkane Anrap ¢ maccoit 3200 u 50 cM -
Hoii. B 1,5 roma mocie BakumHaumm AKJIC passuics
MOCTUHBEKIIMOHHBII abcuecc ¢ heOPUINTETOM Toce Yero
MOSIBUJIMCh MUOKJIIOHUYECKUE TMPUCTYIIBI U PErpecc MCUxo-
MoTopHOTO pa3BuTHs. [Tocelana feTcKmii cam, 3aHUMAaIach
¢ noromnenom, nedexronoromM. I1o moBomy runepakTUBHOTO
MOBENEHNUsI C UMITYJIbCUBHOCTBIO M OTCYTCTBUSI PEYU KOHCY-
JLTUPOBAHA HEBPOJIOTOM, MPU 0OC/IETOBAaHUY BBISIBUIM Ta-
TOJIOTUYECKYIO aKTUBHOCTh Ha DT

B tepanuio BBeneH MPOTUBOSMUIETITUYECKUIA TIpernapar
neBoTupaneraMm 250 Mr B CyTKH, Ha (¢hOHE IprueMa KOTOPOTro
YCUJTWIJIACh TUTIEPBO30YIMMOCTD, HEYCUITYMBOCTh U HApYIIe-
HMS cHa. B cBS3M ¢ 3TUM Tipenapar ObLT OTMEHEH U 3aMeHEeH
Ha TomMpoMar B 103¢e 75 Mr B cyTku. Ha ¢oHe Tepanuu mpu-
CTYTIbl COXPAHSUIHUCD.

Ilo manHBIM BHIE0o-DDI-MOHUTOPUHTA PErMCTPUPOBA-
Jlack anuienTudopMHasi aKTUBHOCTb B BU/IE PETMOHATIbHBIX

Ppa3psiioB B MPABbIX U U30JMPOBAHHO, B JIEBBIX 3aIHEBUCOY-
HbIX OTJIeJIaX C PACIPOCTPAHEHUEM Ha COCETHUE PETMOHbI U
TEHJEHLIME K BTOPUYHOW OwWaTepaibHOW CHUHXPOHM3A-
11U, B BUJEC KOMIUIEKCOB MUK-, MOJUITUK-MeIJIeHHas BOJI-
Ha; perMOHAJIbHBIX Pa3psiI0B B JIEBOU U MPaBOii JTOOHO-1IEH-
TpaJbHO-BUCOYHOI 00jacTu, AUMQY3HBIX U TeHepaau30-
BaHHBIX pa3psiIoB; MHOXECTBEHHBIE IPUCTYIILI (Ooee 30 3a
yac) B 00PCTBOBAHUM — MMUOKJIOHUYECKHE C MUHUMAJIbHO
BBIPAXXEHHOW CUMIITOMATUKOW B BUIE MOAEPTUBAHUIA TOJIO-
BOI4, MHOTIA B MbILILAX [JIEYEBOTO MOsICa, MUOKJIOHUM BEK
U MUOKJIOHMKO-aCTaTUYeCKUE TIPUCTYTIbI.

IIpu mpoBeneHUM KOMITBIOTEPHOM WM MarHUTHO-PE30-
HaHCHOI ToMorpacduu MaToJOoruu roJIOBHOTO MO3ra He Obl-
JIO BBISIBJIEHO.

IIpu ocMOTpe BpauoOM-HEBPOJOTOM O4YaroBOil HEBPOJIO-
TMYECKON CMMNTOMATUKM HE OTMEYasioCh.

B I'BY3 «HIIII cneu.men.momoru aetssm I3M» nauu-
€HT A. BIepBble KOHCYJbTUPOBAH BPAUOM-T€HETUKOM.

Denomunuueckue ocobennocmu. Kapuorun 46, XX (Hop-
MaJIbHbII XXeHCKMiI1 kapuotumn). Macca 20 kr, poct 108 cM.
PebGeHOK runepakTMBeH, UMIYJIbCUBEH, arPECCUBEH, TJI0XO
3aChIMaeT, Peublo MPaKTUYECKU HE IMOJb3YeTCs, JeUCTBYET
10 COOCTBEHHOW MOTUBALMU, HABBIKM OMIPSITHOCTU M CaMO-
00CTYyXXMBAaHUSI YaCTUYHO TIPUBUTHI, KOMAH/bl BBITTOJTHSIET
rnocje MHOrokpaTtHoro rosropa. [1pu ocmotpe obpaiaer Ha
cebs1 BHUMaHKWE Haluuue MUKpoOpaxuiedannu, BbICOKas
JIMHUSI POCTa BOJIOC, BOJIOCHI PEKUE, TOHKUE; YIUIMHEHHbIE,
OIyIlIEHHbIE BHU3 OpOBU, MPSIMOI pas3pe3 Ia3, KOPOTKUE
IJIa3Hble 1IEJU, KOPOTKUE PECHULIbI, LIIMPOKOE OCHOBaHUE
YIUIMHEHHOTO HOCA C YTOJIIEHHBIMU HO3APSIMU; KOPOTKUIA
GuabTp, SIPKO BbIpaKEHHbIN I'YOHOI KeJI000K, MPUOTKPbI-
TBI POT C YTOJIIIEHHON HIDKHEN T'y00ii, MEJIKIe KapruO3HbIe
3yObl, 320CTPEHHBIN OAOOPOIOK, BBICOKO PACMOJIOXEHHbBIE
OoJibllIMe, POTUPOBAHHbIE Ha3al YUIHbIE PAKOBUHBI C T'M-
MoIUIa3reil mpoTuBo3aBuTKa (puc. 1).

VY pebeHka HuU3Kasi pabOTOCIIOCOOHOCTh B OpraHMW30BaH-
HOW JeSTeIbHOCTH, KaK B IPYMNIOBOM, TAK U B UHIWBUIyaJlb-
HOM. JIBUTaTeJibHO pPacTOPMOXEHA, HEYCUIUMBA, HE MOXET
JIOJITO  COCPEAOTOUNTBCSI, OBICTPO YTOMJISIETCSI, 3aTPYIHEHO
TMOHMMAHUE CJIOBECHOW WHCTPYKLIMM. Matepuan ycBauMBaeT
JI0X0, HEOOXOAUMO AOTOJTHUTEIBHOE HEOIHOKPATHOE MOBTO-

Puc. 1. BHewHuii Bug, nauyeHTa A. B Bo3pacTe 5 neT.
lpumedarne. dotorpadun nybnMKyTCS C Pa3peLUEHNs pOAUTENei
pebeHka.
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KIMHUYECKUE CNYHAU

peHue 3amaHus. IloHnManue peun cHukeHo. Ilpu oOieHnu
HCTIONB3YET JKECTh, 3BYKU M YIPOILEHHbIE cI0Ba. BypHbIe pe-
aKIIMK MPOTECTa Ha TPeOOBAaHMS, MOXKET YKYCHUTh, YIAPUTb.

IIpu npoBeeHUN KIMHUKO-TEHEaJI0rMueckoro aHajimsa
YCTAaHOBJIEHO, YTO OpakK ponuTeseil pebeHKa SIBsIeTCsS] He-
POACTBEHHLIM. Matb M oTel mpobaHma (eHOTUIIMYECKU
3I0POBEL. Y 0TI (DaHHBIA OpaK BTOPOIl IO CUETY) B IIEPBOM
Opake ecTb 310pOBasi JeBOYKA.

YyutbiBasi JaHHbIe aHaMHe3a U (PeHOTUIIMYECKUE OCO-
OeHHOCTH peOeHKa, PeKOMEHA0BAHO IIPOBEACHME TAPreTHO-
IO CEKBEHMPOBAHHUSI TEHOB, aCCOIIMUPOBAHHBIX C HACIIEACT-
BEHHBIMU (hOpMaMU SMUJICTICUN.

B pesynbTar reHeTMYecKOro MCClIeNoBaHUsl y JAE€BOUKHU
ObLIa BbISIBJIEHA paHee He OMMCaHHas MyTallusl B 3K30HeE 3
reHa KIAA2022 (chrX:73963039A>AT B TeTepO3UrOTHOM
COCTOSIHMM), TPUBOASIIASL K CIBUTY paMKU CUMTHIBAHMUSI,
HauMHasi ¢ KomoHa 451 (p.Asp451fs, NM_001008537.2).
MyTaius He 3apernucTpUpoBaHa B KOHTPOJBHBIX BHIOOpKaAX
«1000 reromoB», ESP6500, EXAC 1 gnomaD.

BrisiBneHHast myTaius Oblla BaJMAMpPOBaHA METOIOM
cekBeHupoBaHus 1o CaHrepy y npobanaa. CekBeHUpPOBa-
Hue 3k30Ha 3 reHa KIAA2022 nokasajio OTCYTCTBUE TaKOu
Ke MyTalluu y poauTeneil pedbeHka (puc. 2).

IIpyHuMast BO BHUMaHUE Pe3yJbTaT TaApreTHOro 3K30-
MHOT'O CEKBEHUPOBAHUSI, CBSI3aHHBII ¢ OOHApYKEeHUEM MY-
Taluy Ha X-XpOMOCOME M JaHHbIE O MPEUMYILECTBEHHOM
cBsA3U X-CILIETJICHHOM YMCTBEHHOM OTCTAJIOCTU C MYXCKUM
MoJjioM, ObUIO pelIeHO TPOBECTH aHajlu3 WHAKTUBALUU
X-XpoMOCOMBI y HaOJII01aeMOro HaMU NaluueHTa. Metogom
K®-MY-TTLP CAG-noBTopa 3k30Ha 1 reHa AR 1jst oLeH-
KM MHAKTUBAIMM X-XPOMOCOMBI, HeclTyJyaiiHasi MHAKTUBa-
MU X-XpOMOCOMBI He OblLila BBISIBJICHA.

O6cyxnenne

B nmaHHOIi cTaThe MPUBOAUTCS OMUCAHUE KIMHUYECKOTO
ciydasi BbISIBJICHUsI MyTauuu B reHe KIAA2022 y neBouku
¢ X-CUEIJIeHHON YMCTBEHHOM OTCTaJI0CThIO, KPUIITOTEHHOM
aNuencueil ¢ MUOKJIOHUYECKUMU MPUCTYIIAMU, 3aePKKOM
TICUXOPEYEeBOTr0, MHTEJIEKTYAIbHOTO Pa3BUTHUSL M Hapyllle-
HUEM TTOBEICHMUSI.
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Puc. 2. PesynbTat cekBeHmpoBaHms no CaHrepy reHa KIAA2022 (3k30H 3):
A — npobaHp, (chrX:73963039 A>AT, B retepo3urotHoli Gpopme); b — matb
(HeT myTaumn); B — oteL, (HeT myTauum).
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T'en KIAA2022 noxamusyetcst Ha xpomocome Xql3.3. u
M3BECTHO, YTO MAaTOTeHHbIE BADUAHTHI B HEM SIBJISIIOTCS MPU-
YMHOM YMCTBEHHOH OTCTajJOoCTH y ManbuukoB. B 2014 romy
E. Athanasakis ¢ coaBrl. oncanu 13-1eTHIO0 1€BOUKY C MSIT-
KoOil (OpMOIi YMCTBEHHOI OTCTAJOCTH, W de novo HOH-
ceHc-myTauueii B rene KIAA2022 (p.Arg628X) u caBurom
X-uHaktuBauuu 65:35 [12]. L. Farach u H. Northrup na6.o-
Jany 17-JIeTHIOI JEBOYKY C TSDKEJIOl YMCTBEHHOM OTCTajo-
CTblO, TUIIOTOHMEHN, TOBEIEHUYECKUMU PACCTPONCTBAMHU,
MUKpoLedanuneil, 3anepKKoi pocTa, HesIpKO BbIpa>K€HHbIMU
TUcMOpMUUECKUMU YepTaMu, U de novo HOHCEHC-MyTalueit
B reHe KIAA2022, paHee ONMKMCaHHOM y MallMEHTOB MYXCKOTO
nona (p.Arg 322X) [13]. TIpu aToM caBur X-MHAKTUBALUU
coctaBun 73:27. B 2015 ronmy M. Moyses-Oliveira ¢ coasT.
ONMCaIM TMalMeHTa XEHCKOTO TMoJia ¢ X-CIeIJICHHON YMCT-
BEHHOI1 OTCTAJIOCTBIO, Y KOTOPOTO ObLIa ornpe/esieHa coanaH-
CHUPOBaHHAs TPAHCIOKAIMS ¢ TOYKOM pa3pbiBa Ha X-XpOMO-
come B uHTpoHe 1 reHa KIAA2022 [11]. Ipu uccrenoBaHuu
CcOCTOSTHUSI X-XpOMOCOMBI ObLiIa TIOKa3aHa IoJIHAs MHAKTH-
BallMsl HOPMAJIbHON X-XpOMOCOMBI BO BCEX KJIETKaX, KOTO-
pas sBWJAchb MPUYMHOIN OTCYTCTBUSI OKCIPECCUM TeHa
KIAA2022. ®eHotun nauyeHTa ObLI COMOCTaBUM ¢ (heHOTU-
1OM, paHee OMMCAHHBIM Y MaJIBYMKOB C X-CIEIJICHHON yM-
CTBEHHOI1 OTCTaJIOCTBIO [7].

B Hamiem KJIMHMYECKOM HaOIIONEHWU Y JEBOYKU S JIET
OCHOBHBIMM (DEHOTUITMYECKUMMU TTPOSIBICHUSIMA ObUTM OITH-
JITICHST ¢ MUOKJIOHWYECKUMH TIPUCTYTIaMU, BBIpaXKeHHOE Ha-
pylIeHue MoBeieHUs (TUTIEPaKTUBHOCTb, WMITYJIbCUBHOCTb,
arpeccusi M T.J.), OTCTaBaHUE B MICUXOMOTOPHOM U PEUeBOM
pa3BUTUM U MSTKUE aucMopduueckue 4epThl jauua. [lpu
MPOBEIEHUN TapreTHOTO CEKBEHUPOBAHMS BBISIBJICHA paHee
HE OMUCaHHasl TeTePO3UTOTHAsT MyTallMsl B 3K30HE 3 TeHa
KIAA2022 (p.Asp451fs). CexkBeHHMpOBaHME 3K30Ha 3 TeHa
KIAA2022 no CaHrepy nokasajuao OTCYTCTBUE TaKOM XKe MyTa-
LIMK Yy pomuTesiell pebeHKa, YTo a0 OCHOBAHUS TPEIIIONO-
KUTb de novo IPOMCXOXIEHWEe TaHHOTO BapuaHTa B TeHe.

CHUXeHHasi MeHeTPAaHTHOCTb 1 BapuabesbHash dKCIpec-
CUBOHOCTb Yy OEBOYEK U 0ojiee BBIPAXKEHHBIM (PeHOTUIT
Y MaJIbYMKOB SIBJISIETCSI PE3YJIbTATOM Pa3IMYHOTO XapaKTepa
C/BUTa MHAKTUBAIIMU X-XPOMOCOMBI Y JieBouek [17].

C pacumpeHueM KIMHUYECKOTO OMbITa U MPUOOPETeHU -
€M HOBBIX 3HaHUI O MOJIEKYJISIPHBIX MEXaHM3MaxX IaToJIo-
TUY TEPMUHOJIOTHS 1Tl X-CLIeTUIEHHBIX 3a00JIeBaHUIA N3Me-
HUJach ¢ X-CLHEIJIEHHOW HOMWHAHTHOW M X-CLETUIEHHOM
peueccuBHoit Ha X-cuemieHnyio [15, 16]. Bo MHorux ciy-
yasgx X-ClLeIUIeHHbIe 3a00JIeBaHUS XapaKTepU3YIOTCSI ITOJI-
HOI1 TTIEHETPAaHTHOCTBIO 1 00JIee TSKEJIBIM TEUCHUEM Y TeMU-
3UTOTHBIX MYXUMH; HO OTMEYeHa TakKe HEeroJjHas TMeHeT-
PAHTHOCTD Y XeHIIUH. OOBIYHO TeTePO3UTOTHDIE KEHIIIMHBI
UMeIOT OoJjiee MSITKOEe TeueHHUe 3a00JieBaHUS, YEM TFeMU3U-
TOTHBIE MY>KYMHBI.

X-MHaKTUBALIMS, KaK MpaBuiIo, MpPEACTaBiseT coOoii
CIyJaliHBII Tpolecc, B KOTOPOM 00Jbllasi 4YacTh T€HOB Ha
OIHOI X-XpOMOCOME He JKCIPECCUPYETCs, UYTO TPUBOAUT
K BBIPAaBHUBAHMIO J103bl 3TUX T€HOB Y MYXUYMH U KCHIIUH
[17]. TlockosibKy IpOLeCC HOCHUT CIAyJYalHBIA XapakTep,
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OXUIACTCS, YTO KEHIIMHA UMeeT 0K0JI0 50% Kaxkmou MHaK-
TUBUPOBAHHOM X-XPOMOCOMBI.

Cnsur X-MHAKTUBALMKA MOXET MPOUCXOIUTh MO HECKO-
JILKUM TIPUYMHAM, B TOM YMCJIE BKJIIOYAIOIIUM CTOXaCTHYe-
ckre 3G deKThI, OJOXUTETbHBIA UM OTPULIATEIBHBIN OT-
00p 1 yHacaeI0BaHHbIE MyTallUU WM STTUTEHETUYECKUE 13-
MEHEHMsI, BIUSIOLINE Ha TeHbl, OTBETCTBEHHbIC 32 MHAKTHU-
Banuio X-xpomocombl [17]. HeszaBUCMMO OT TpPUYUHBI,
y KEHILMHbBI WIK CO CAIBUTOM X-UHAKTUBALMU UJIU C MOHO-
comueit X, TeHOTHI 6oJjiee IMTOXO0K Ha TEHOTHUIT Y TEMU3HUTOT-
HOTO MY>XYHMHBI, YTO OOBSCHSIET (DEHOTUMUYECKOE CXOJCTBO
C MOpPaXeHHBIM MHAUBUIYYMOM MYXKCKOTO TOJa.

B nipencraBieHHOM HaMU KIIMHUYECKOM CJIydae TSKECTh
KJIMHAYECKUX MPOSIBIEHUI COOTBETCTBYET OMMCAHHOM B JIU-
TEepaTypHBIX MCTOYHMKAX Yy TOPaXEHHBIX X-CLEMJIEHHOMN
YMCTBEHHON OTCTAJIOCTBIO MaJb4MKOB, OJHAKO IMPU 3ITOM
HeCIydyailHOM MHAKTMBAaLMU X-XPOMOCOMBI Y IEBOYKHM He
BBISIBJIEHO.

CyllecTByeT HECKOJbKO TMPUYMH, KOTOPbIE MOIJIM Obl
OOBSCHUTH BBIPAXEHHYIO CUMIITOMATUKY X-CLEIJIeHHOMN
YMCTBEHHOI OTCTAJIOCTU Y MPENCTaBIEHHOTO HaMU MalMeH-
Ta TIPY OTCYTCTBMM HApYIICHUS] B MHAKTUBALIMKA X-XPOMO-
COMBI:

1) mockonbKy 3Ta MyTalus paHee He ObLia OIMcaHa
Y KEHILHUH, BEPOSITHO, €€ HAJIMUUSI MOXET ObITh JOCTATOY-
HO, YTOOBI BbI3BaTh BBIPAXKEHHYIO CHUMIITOMATUKY Y KEH-
mwuH. Tounas ¢ynxkuusa rena KIAA2022 mano udydeHa, HO
MMOKa3aHo, YTO T€H UTPaeT BAXXHYIO POJIb B pa3BUTUU HEMPO-
HOB U (DYHKIIMOHMPOBAHUM TOJIOBHOro Mo3ra [18];

2) TAKXKE MOXHO IIPCAITIOJIOXKUTDL Y JAHHOIO ManuveHTa
HaJlmyme Mo3aulm3Ma I/I/I/Ul]/l caBUra X—l/lHaKT]/lBaL[l/U/l, nin
MOHOCOMUM X B KJIETKaX TOJIOBHOTO Moa3ra, KOTOpI)II7I HC
OIIpeaACIACTCA B KPOBHU.

B pesynbraTe Mo3aMmm3Mma B TKaHW TOJOBHOTO MO3ra
y IeBOYEK HapylllaeTcsl B3aMMOJCHCTBUE MEXIy IBYMsI pa3-
JUYHBIMU  KJIETOYHBIMU TOMYISLUSIMU (C  HOPMaJbHBIM
oenkom KIAA2022, ¢ onHOI CTOPOHBI, © MYTUPOBAaHHBIM
KIAA2022 — ¢ npyroii).
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