IMouemy e 3T0 MpousomIo?

HexoTopble geTH ¢ TaKUM CHHAPOMOM YHACJIEAOBAIH OLIHOKY
B reHe GRIN2A ot cBoux poaureneil. Ommoka Moriia ObITh y
uX 0a0yIIeK Wik JeayIeK, a TAKKE B TMPESABIIYIUX
MOKOJICHUsIX. [Ipr3HaKu CHHApOMa, CBA3aHHOTO C MyTallueH
reHa GRIN2A, cpeau 4ieHOB OJHOH CEMBH MOTYT
MIPOSIBISITECS ITO-pasHOMy. Hanpumep, B pe3ynbrare
CHHIPOMA MOTYT BO3HHKATh PAa3JIMYHbIC ()OPMBI STIHICIICHU.
VY ofHMX WIEHOB ceMbU ¢ MyTauueil B rene GRIN2A moryt
MPOSIBISITHCS] CAMIITOMBI MJIH TIPU3HAKU 3a00J1€BaHUs, B TO
BpeMsl KaK y IpYruX — HET. Y HEeKOTOPBIX JeTeil n3MEeHEHHE
B reHe GRIN2A BO3HMKJIO BIIEPBHIEC B TaHHOW ceMbe (de
novo). Y ux poxureneir myranuu B reHe GRIN2A He Obun
obOHapyxeHsI. [Ipu 3agaTnn peOCHOK MOTydaeT FeHeTHIECKUI
MaTtepHal SIHMIEeKIeTKH U cnepmaro3ounna. [lponece nepenauu
TeHEeTHYECKOW MH(POPMAIMK HE HJIealIeH, I0ITOMY HHOT I B
TEHETUYECKOM KOJIe IeTeH BOSHUKAIOT CIIydaliHble MyTallly,
koTopbix HeT B JIHK poaureneit. 91o npoucxomut
cnoHTaHHo. O0Opa3 )KM3HU WIIK JIFOOBIE IPYTrUe BHELTHNE
(haKTOpHI HE BIUSIOT HA BOSHUKHOBCHNE MYTAIN B TEHE
GRIN2A. CnoHTaHHy0 MyTanuio B rene GRIN2A4
HEBO3MOXHO IPe0TBpaTUTh. Hu okpyskaromas cpena, HA
0COOCHHOCTH MUTaHMS WM 00pa3a >KH3HM HE SBISIOTCS
MIpUYMHAMU CIIOHTaHHBIX MyTaiuii B reHe GRIN2A. Huxto
HE BUHOBAT B BO3HUKHOBEHUH MYTAllUH.

Mo:keT 1M 3T0 IPOU30MTH CHOBA?

Puck poxnenust eme ogHOro peO&HKa ¢ pegKuM
T€HCTHYCCKUM 3a60HeBaHI/IeM 3aBUCHUT OT TCHCTHYCCKOT'O
craryca poguteneil. Ecnu Hu oMH U3 poauTeneil He sBiIseTcCs
HoOcHTeNleM MyTaluu B reHe GRIN2A, BepOATHOCTD POXKICHHS
ZIpyroro peOeHKa ¢ CHHAPOMOM MyTaruu reHa GRIN2A o4eHb
HU3Ka. TeM He MeHee, CyIecTBYeT OUeHb MAaJIEHbKHH PUCK
TOTO, YTO HEKOTOPbIE SHIEKIETKH MAaTEPH HII HEKOTOPbIE
CIEPMAaTO30MIbI OTIIa IMEIOT MyTaluio B reHe GRIN2A. 3to
Ha3bIBACTCS TOHAJHBIM MO3aHUIIM3MOM. DTO O3HAYAET, YTO Y
poaMTene, aHaIN3 KPOBU KOTOPBIX HE MOKA3bIBAET Ty XKe
Mmyranuio rena GRIN2A, 4to u y pedeHKa, Bce e eCTh 0UeHb
HEeOOJIBIION PUCK POXKAEHHS €Ille 0THOTO PEOCHKA C TAKHUM JKe
cHUHAPOMOM. JI0 cHX HOp B MEAMIIMHCKON JINTEpAType
NOZI0OHBIE CiTydau onucaHbl He Obuti. Eciyi reneTndeckuii
aHaJIM3 poAnTesel peOeHKa C CHHIPOMOM, CBSI3aHHBIM C
MyTareit reHa GRIN2A, moKa3bIBaeT, YTO OJUH U3 HUX
SIBISIETCSI HOCUTENIEM TOM K€ MYyTalluu, TO BEPOATHOCTH TOTO,
YTO 3TO CIIYYHUTCS CHOBA, HAMHOIO BbllIe. B kaXk[10il ceMbe
pasHble CUTyaIi. Bpau-reHeTHK paccKakeT BaM O
BEPOSITHOCTH TIOBTOPEHHMSI CHHAPOMA B Balllel CEMbE U, B
cilyyae HEOOXOIMMOCTH, MIPEAJI0KUT BO3MOKHBIC BAPHAHTEI
IUTAHUPOBAHUS ITOCIIEIYIOINX OEPEMEHHOCTEH.

Cembu paccka3biBaloT...

“ SI nayuwsicst ObITH OUEHB TEPIIETUBBIM. Biaromapst
STOMY s CTAJI FOPA3JI0 JIyUlIE. 3a4acTy0 OHa HA MEHS HE
pearupyer. TeOe NIPUXOMUTCS OTAABATh, HE 0KUAs
Hu4gero B3ameH. OHa TI0OUT yIpakHEeHUS U
KJIACCHYECKYIO MY3BIKY.

Nndopmanus u nmogaepxra

I'pynna nmoaaep:kku cemeii ¢ peAKMMH
XPOMOCOMHBIMHU OTKJIOHEHUSIMHU,

The Stables, Station Road West, Oxted, Surrey RHS
9EE, UK

Ten./dpaxc: +44(0)1883 723356
info@rarechromo.org | www.rarechromo.org
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CvHApPOM, CBSI3AHHBIU C
MyTaluen reHa
GRIN2A




YTo0 Takoe CUHJAPOM, CBA3aHHbII ¢ MyTallel reHa
GRIN2A, n KakoBbI IPUYHHBI €r0 BOSHUKHOBEHNS ?
OCHOBHBIM TIPOSIBIICHIEM CHHIIPOMA,
cBs3aHHOTO ¢ MyTanueii rera GRIN2A,
SIBJISIETCS ANMIIETICUS. JJaHHBIM CUHAPOM
BO3HHKAET B TOM Clly4ae, KOrja oJHa U3
nByX komnui rena GRIN2A nepecraer
HOPMaJIbHO (DYHKIIMOHUPOBATH. ITO
MOXET IPOU30MTH BCIIEICTBHE OIIUOKH B
MIOCTIEIOBATENEHOCTH HYKJICOTHIOB B Ten
TeHe, TN00 BCIIEICTBUE MTOTEPH OTHON

KOIIMH T€HA WITH €ro YacTH. BriepBeie (N
cuaapoM Obu1 orucad B 2010 roxy. LN

I'eHbl — 3TO OUEHB BaXKHBIE

WHCTPYKIIMH, COAeprKaliie HHHOPMALUIO O POCTE M Pa3BUTUU
yenoBeka. OHu cocrosT u3 Mostekyn JIHK u oObenuHeHs! B
OpTaHHU30BaHHEIE CTPYKTYPHI, KOTOPHIE HA3bIBAIOTCS
xpomocoMamiu. Cie10BaTeIbHO, XPOMOCOMBI COAEPKaT HaIy
TCHETHYECKYI0 HH(pOpMAaNnio. XpOMOCOMBI HAXOIATCS B
KJIETKaX — CTPOUTEIBHBIX KUPITNIMNKAX HAIICTO OPraHU3Ma.
I'en GRIN2A4 naxonutcs Ha 16-0i XxpoMocoMe U Urpaer
Ba)XHYIO pOJIb B Iiepeaye CUrHajaoB B Mo3r. [Tostomy
SMUIEIICUS — 3TO XapaKTEPHbII CUMIITOM CHUHJIPOMA,
CBsI3aHHOTO ¢ MyTanuei rena GRIN2A.

Krerka

Y 00/1bIIMHCTBA AeTeil ¢ CHHAPOMOM MYTALIMH I'eHa
GRIN2A na6.1101a10TCA CJIeYI0I[He CHMIITOMBI:
Onurencus
3azepkka B Pa3BUTHH W/WIM YMCTBEHHAS! OTCTAJIOCTh
Hapymienust B moBeIecHUH OTMEYAOTCS Y 3HAUUTEIIbHOU
YacTH AETeH C JaHHBIM CHHIPOMOM
B manHoi#T Opomrtope npuBeaeHa Ooee moapooHas
nH(pOpManus 00 3TUX U APYTUX CUMITOMAX.

HN3neunm au naHHBIA cHHAPOM?

Crienn(puuecKoro Je4eHus He CYIIECTBYET, IIOCKOJIBKY
TeHeTHYECKOe HapylIeHne BIUsIeT Ha (OPMHUPOBaHUE U
pas3BuTHe peOEHKa, HAYMHAS C BHYTPHYTPOOHOTO HIEpHO/Ia.
OpiHaKO, YTOUHEHHE MarHo3a MO3BOJIUT YIyUlIUTh
HaOJII0IeHre Bamiero pedeHka u moaoopats 6onee
TIOJXOISIITYIO TEPATIHIO.

CKo0JILKO 3aperucTPUPOBAHO CJIy4aeB JAHHOIO
cuHapoma?

B menummHCKOM muTepaType onucaHo 6osee 150 ciydaen
CHHJIpOMa, CBA3aHHOTO ¢ MyTanueil rena GRIN2A. Y
HEKOTOPBIX OH BBISIBJIEH I10CJIE NOCTAHOBKHU JIMarHo3a OJHOMY
U3 YWICHOB CEMBH.

B cBs31 ¢ pacpeHreM HCIOIb30BaHUs COBPEMEHHBIX
TEXHOJIOTUH «CEKBEHHPOBAHUS T€HOBY 0)KUAACTCS, YTO YHCIIO
JUArHOCTHPOBAHHBIX CIIy4aeB CYIIECTBEHHO BO3PACTET B
OmKafIie HECKOIJIBKO JIET.

IIpo6JiemMbI €0 310pOBbEM

Dnuencust

Y GoNbIIMHCTBA JETeH C CHHAPOMOM, CBSI3aHHBIM C
MyTauuei rena GRIN2A, otmeuaeTcs snuiencus. Tyum u
CTEICHb TSHXKSCTHU MUICTICHH BaAPHUPYIOT. Y HEKOTOPBIX
JIETel MOXKET OBITh TsDKeNast (hopMa SMUIICTICHHU, TIPH
KOTOPO¥ CyIOpOTH NMPHUBOIAT K OCTAHOBKE Pa3BUTHS WIIH
JTake K TIOTepe MMEIOIINXCS HaBBIKOB (SITMIICTICHS C
MTOCTOSTHHBIMU KOMIUIEKCaMH CTIaiiK-BOJTHA BO BpEMs
MEIJICHHOBOJTHOBOTO CHa). MOTYyT OBITH CyJJOPOTH,
TPYAHO MOAIOIIUECS KOHTPOJIIO JICKAPCTBCHHBIMH
npenapatamu. Y 4acTH JeTel pa3BUBacTCs Takas Gpopma
SMHJICTICUH, KOTOpasl MPEUMYIIIECTBEHHO HAPYIIaeT peyb
u peueBoe passutue (cunapom Jlanmay-Kiedduepa). Y
JIPYTHUX OTMedaeTcs OoJiee jJerkas popma SIHUIICTICHH, TIPH
KOTOPO¥ CyIOpOTH HE BIHSIOT Ha Pa3BUTHE U CIOHTAHHO
MIPOXOIAT B CTApIIEM JETCKOM HIJIH MOJPOCTKOBOM
BO3pacTe (H0OpoKadecTBEHHAS MIUICTICHS IETCKOTO
BO3pAacCTa € IIEHTPaJIbHO-BUCOUYHBIMU CTIalfkaMu). Y
OoJIBIIMHCTBA JIeTel He 0OHAPY)KUBACTCSI MATOJIOTHU
roJIOBHOTO Mo3ra 1o AaHHbiM MPT, xoTs B peakux
clIydasix HU3MCEHCHHUA OIHMCAaHBI.

Pexomenaanum no Ha0JI101eHUIO

Hetu ¢ cunapomom Mytauuu rena GRIN2A noiKHbI
HaXOJUTHCSI IO/ HAOIIOICHUEM TIeINaTPa, KOTOPHIHA
OyJeT KOHTPOJIUPOBATH UX PA3BUTHE I OCOOEHHOCTH
MOBE/ICHHUS, a TAK)KE€ Ha3HAYaTh HEOOXOAUMYIO
IproTepanuio, GU3NIecKyro, peueByIo U MOBEIECHIECKYIO
Tepamnuio. JleueHre U KOHTPOIb SMIICTICUH JOJDKEH
MIPOBOIUTD CHECIHAIHCT, UMEIOMNH MPO(ecCHOHAIBHBIE
3HaHU U OIIBIT B 3TOH cdepe. YUUTHIBast 0COOCHHOCTH
pa3BuTHA peOeHKa, HEOOXOIUMO YICISTh 0c000e
BHHMaHHUE BOMPOCAM €ro OOIIeHMSI.

M CcTOYHNKH U CCBHLIKH

Pa3BuTHe u HoBegeHne

Poct
BonpmnHCTBO eTel ¢ JaHHBIM CUHAPOMOM HUMEIOT
HOPMaJIbHBIN pOoCcT. TeM He MeHee, B 4aCTH CJIy4yaeB OMUCAHbBI
HAPYIICHUS MATAHUS U/WITU HU3KHHA POCT.

YMeHue CuaeTh, ABUraThCs U XOOUTh
Y MHOTUX JeTeit ¢ CHHApOMOM MyTaluu reHa GRIN2A
HaOrojaeTcst 331epiKKa B CTATHKO-MOTOPHOM Pa3BUTHH.
HexoTtopsle n3 HUX HE MOTYT HAYUYUTHCSI CAMOCTOSATENIBHO
CHJIETh WM XOIUTb.

Peus
CunzapoM, cBsI3aHHBIH ¢ MyTanueit rera GRIN2A, 00br9HO
XapaKTepu3yeTcs 3aIepPKKOii pedeBoro pa3Butusi. HekoTopsie
JICTH HE TOBOPSAT HITH MOJB3YIOTCS TOIBKO OJXHOCIOKHBIMH
clIoBaMH. Y YacTH JIeTeH 3afepKKa Pedd MOXKET OBITh
CBsA3aHa ¢ nuiencucii. Bo3MoxHbI TpyAHOCTH B IOHUMaHUU
A3bIKa, (POPMHUPOBAHHH CIIOB (UCIIPAKCHS PEUH) WIN
MIPOU3HOINICHUH CJIOB (AU3apTPHSL).

OO06yuenue
ITouTn y Bcex neTelt ¢ TaKUM CUHAPOMOM HabIII0AaeTcs
YMCTBEHHasl OTCTAJIOCTh MM TPYJHOCTH B 00Y4€HHH, HO
CTETIeHb TSHKECTH Bapbupyet. Hampumep, HEeKoTophIe
poIuTeny qeTel ¢ JaHHBIM CHHAPOMOM CaMH UMEITH
HEKOTOpEIe TPYIHOCTH B 00yueHun. [locie mocTaHOBKA
JINarHO3a UX JETSAM, OKa3aJI0Ch, YTO OHHU TOXKE SIBIISIOTCS
HOCHUTEJISIMU MyTaiuu B reHe GRIN2A. YMcTBeHHas
OTCTAJIOCTh MOXKET MPOSIBIIATHCS U B TSKEJIONW CTETIEHH.

IToBeneHue
Hapymenus noseneHus 4acTo HabIIOAAIOTCS Y IeTeH ¢
JIaHHBIM cuHJapoMoM. He Bcerna B MequIIMHCKOM TuTepaType
YKa3bIBa€TCsl KOHKPETHBIN THUII PACCTPOMCTBA NTOBEACHHUS.
OnucaHbl TaKUe HApYIIEHHs KaK ayTH3M WM ayTUCTUYECKHE
4epThl, HAPYLUICHUE KOHLEHTPALlU BHUMAHUS,
CaMOIIOBPEIKAAIOIIEe U/UITH arPECCHBHOE TIOBE/ICHHE.

B nanHoii Oporntrope mpecTaBieHa OmyO0JIMKOBaHHAS B MEIUIIMHCKOW JIUTEpaType COBpeMeHHasi HH(DopMaIrus 0 CHHIPOME,
CBsI3aHHOM C MyTaiuei rena GRIN2A. Vcnoms3oBannbie T at bu: Endele 2010; Reutlinger 2010; Hamdan 2011; Tarabeux 2011;
Carvill 2012; Lemke 2012; Lesca 2012; de Ligt 2012; DeVries 2013; Dimassi 2013; Tsai 2013; Yuan 2013; Conroy 2014;
Dyment 2014; Pierson 2014; Venkateswaran 2014; Allen 2015; Bramswig 2015; Turner 2015. ®@amuust mepBoro aBTopa u gara
MyOJIMKALMY YKA3bIBAKOTCS JJIS1 TOTO, YTOOBI YUTATEIIh MOT HAWUTH BBIICPKKU M OPUTHHAIILHBIC CTaThH B UHTEPHETE Yepe3 pecype
PubMed (www.ncbi.nlm.nih.gov/pubmed). IIpu cocraBieHu 3T0i OpOIIIOPHI IO BO3MOXXHOCTH HCIOJIB30BAJIMCH ITOJTHBIE

TCKCThI CTaTeﬁ, HO MHOT'J1a ObLIH JAOCTYIHBI TOJBKO aHHOTALlUH.



