Y70 Takoe cMHApPOM Aeneunmn 2p25.2 1 Kak OH CBA3aH C
cMHapomom SOX117?

LLInpoKOo M3BECTHOM NPUYNHOM HapyLUEHUI PA3BUTUA
HEPBHOW cucTeMbl ABNAETCA geneums (noteps)
XPOMOCOMHbIX CEFMEHTOB. 9TO MOXKET NPUBECTU K NoTepe
MHOXEeCTBA Pa3/INYHbIX COCEACTBYIOLLMX APYT C APYrom
reHoB (MHCTPYKUMit). FeH SOX11 Haxo4UTCA B XpPOMOCOME
2p25.2. leneuymn, 3aTparmeatroume sty obnacrtb 2
XPOMOCOMBI, BbI3blBalOT HapyLUeHWe Pa3BUTUA HEPBHOM
cUcTeMbl € Npu3Hakamm cuHapoma SOX11. B uenom,
KIMHUYECKNE NPoABAEHUA Yy N0ael ¢ geneunein 2p25.2
CXOZHbl C TAKOBbIMUW Y NtOAEN C NAaTOreHHbIMU BapMaHTamm B
reHe SOX11; oAHaKO KAMHUYECKME NPOABIEHUA Y HEKOTOPbIX
Noaen ¢ peneunen Taxkenee U3-3a NOTEPU reHOB, KOTopbIie
HaxoAAaTcA pAAom ¢ reHom SOX11.

YTo Takoe cuHapom KodduHa-Cupuca (CKC)?

CKC — 370 pegKoe 3aboneBaHuMe ¢ onpegeneHHbIMun
BHELUHMMM NpU3HaKamMu, Npu KOTopom HabtogatoTca
npobnaemol B 06y4yeHnun. AnarHoctmka CKC ocHoBaHa Ha
XapaKTepHbIX 0COBEHHOCTAX Nl U APYFUX NPU3HaKaXx,
TaKUX KaK MaJIEHbKME HOIMTM Ha MU3NHLUaxX pyK n Hor. CKC
MOXET BO3HUKHYTb B pe3y/ibTaTe U3MEHEHWUI B HECKOJIbKUX
pa3HbIx reHax. MHoOrve geTun c NaToreHHbIMW BapMaHTamMu B
reHe SOX11 nmetoT ocobeHHOCTH, XxapaKkTepHble ansa CKC. Y
3TUX AETEN MOXKET bbITb AMArHOCTUPOBAHO WJIM ONUCAHO
Hannume CKC Ha OCHOBaHMM NATOreHHbIX BapMaHTOB reHa
SOX11.Y peteli 6e3 npusHakoB CKC moxkeT 6bITb
ANarHOCTMpoOBaH cuHapom SOX11.

MNoyemy 3TO NpoM30LWIO?

MpunynHa nosaBAEHUA USMeHEHUI B reHe SOX11 nnaun
aeneunn 2p25.2 HemsBecTHA. HUyero ns Toro, 4TO BbI
cAenann Unun He caenanun, He CMOrI0 Ha 3TO MOBJIUATb.

MoxeT am 310 I'IOBTOpMTbCFI?

Mpw yCNnoBUK, YTO HN OAMH U3 poaUTENEN HE HECET TaKUX XKe
reHeTUYECKUX U3MEHEHUI, YTO U UX PebEHOK, BEPOATHOCTb
poxKaeHuUa apyroro pebeHka ¢ NoA06HbIMU FeHETUYECKMMMU
M3MEHEHUAMMU KpaliHe mana (<1%). MpuumMHom Takoro
OCTaTOYHOFO PUCKA ABAAETCA TaK Ha3blBAEMbIN K FTOHAAHbIN
MO3auLM3M». ITOT TePMUH 0603HaAYaEeT OYEHDb peaKue
C/ly4aun, Koraa reHeTMYeckne n3ameHeHua/mytaumm
Haxo4ATCA B CMepMaTo30Maax Uan ANLEKIETKaX, HO He B
LPYrux KNeTKax opraHM3ma. 9TO O3HaAYaEeT, YTo 3TO
reHeTUYeCKoe U3MEHEHNE He MOXKET BbiTb 0BHapYKeHO B
06pasLe KPOBU MU COHBI. 33 KOHCY/IbTaLMeln B Balem
KOHKPETHOM c/ly4ae HeobxoaMmo obpaTuTbea K
KNMHUYECKOMY FEeHETUKY.

Cembu rosopAr \

“ Ei ceituac 2 roga u 11 mecaues. OHa ypaBHOBeLLeHHas 1
o4yeHb 06 MTeNbHAA AeBOYKa. Y Hee xopollee BOobparkeHue,
OHa oboxkaeT urpatb. MycTb 1 c He6ONbLIOW 3aAEPKKOM, HO ee
peyb 3HaUYUTENbHO yaydwaeTcaA. Ceryac oHa yXKe MOXKeT
coobuaTb 0 cBomx NoTpebHocTax. OHa nocellaeT noroneaa,

KOTOPbII UCCNenyeT eé HenpepbIBHOE C/IIOHOOTAENEHME, e
MPUYMHA KOTOPOTO, BO3SMOXKHO, B KOHTPO/IE HAZ MbILLLLAMM.
TaKKe oHa XoAWT B AeTCKuUM cag,. Eé 6annbl no EYFS (6a3oBbii

aTan obyyeHus gna aeten go 5 net 8 BeankobputaHumn®)
Haxo4ATCA B MpeAenax CTaH4ApTHOro AnanasoHa. OcBoeHne
rOpLUKA eLle B NpoLecce: NepMogMYecKme «aBapmum» NPoucxoaaT
B CpeAHeM pas B AeHb. TemM He MeHee, eé cnocobHOCTb
pa3B/eKaTbCA NEHMEM M TaHLLAMK, HapAay ¢ eé 1o60oBb. K
nepeoaeBaHuAM, MPUHOCUT NOCTOAHHYH PagocTb. ”
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Yro Takoe cuHapom SOX11?

CvHgpom SOX11 6bin 06HapyKeH HedaBHO. KnnHMYeckue
FEHETUKM OTHOCAT €ro K HapyLIEHWUAM HepPBHO-NCUXUYECKOTO
pa3sutua. CuHgpom SOX11 BO3HMKAET, KOrga ofHa 13 AByx
Konuii reHa SOX11 B opraHuname He GYHKLMOHMPYET JLOMKHBIM
06pa3om. B reHax 3a/10KeHbI MHCTPYKLMM O TOM, KaK
opraHM3mam GYHKLMOHMPOBATb U Pa3BMUBaTbCA. [eHbl COCTOAT
13 HK 1 ynakoBaHbl B HATEBUAHbIE CTPYKTYpPbI, Ha3blBaeMble
XPOMOCOMAaMM, KOTOPble HAXOAATCA B KaXKA0M KNEeTKe Hallero
Tena. leH SOX11 pacnonoxeH B XpOMOCOME 2; NpeanoiaraeTcs,
4TO B HEM HaXOAWTCA BaXHaA MHGOPMaLMA AN PasBUTUA
ro0BHOr0 Mo3ra. MMeHHO noaTomy n3meHeHuA B reHe SOX11 8
OCHOBHOM CBfA3aHbl C HapyLIeHWEeM HEPBHO-NCUXUYECKOTO
Pa3BUTMA. 3T U3MEHEHWA MOTYT BbITb B0 OWMBKaMM
HanucaHWa B reHeTUYECKoM Koze SOX11 (myTaumamm),
KOTOpble OCTaHaB/AMBAtOT paboTy reHa, MO0 NoTepe 0gHOM U3
Konuit reHa SOX11(geneumnen).

Y cKONbKUX Ntogeii ectb cuHgpom SOX11?
CuHgpom SOX11 BcTpeyaeTcs o4eHb peaKo. Ha cerogHaAwHmi
[eHb M3BECTHO 06 0K0/10 20 AETAX C MyTaLMAMM U 7 YeNOBEK C
aeneumamm reHa SOX11. Tem He meHee, N0 Mepe paclnpeHun
MCNONb30BaHUA TEXHOOTUI FreHETUYECKON ANarHOCTUKM
«CNesyroLLEero NoKoNEHUA» Mbl 06HAPYKUM BonbLue toael ¢
[JaHHbIM 3360/1€BaHMEM. ITO MOMOXKET HaM AaTb CEMbSM elLe
60/1bLLe NoNe3HON MHDOPMALLMN.

MeauuMHCKMe acnekTbl

B Cypoporu u anunencus

Y HeKoTopbIx geTei ¢ cuHapomom SOX11 cayvanuce cyzoporu,
B TOM YMC/le reHepaIM30BaHHble MPUMaKM 1 abcaHcbl. OHK
noAAaBanncb 06bIYHOM Tepanuu, NPUMEHAEMON Npu
anunencuun.

B Ckener

Y HeKoTopbIx geTeit ¢ cuHgpomom SOX11 Habatoganca
CKO/IM03 (DOKOBOE UCKPMB/IEHNE MO3BOHOYHMKA). Kak
NpPaBKNO, OH He BblN APKO BbIPAXKEH U He TpeboBan
neyeHnn. Y 6onblUMHCTBA AeTel ¢ cuHapomom SOX11
MU3UHLbI Ha pyKax 4edOPMMPOBaHbI, @ HOTU Ha HUX O4YeHb
MasieHbKMe. ITO HUKaK He BAMAET Ha PpYHKLMOHMPOBaHME
PyK.

Haunbonee yactble nposiBNeHUA

Y Bcex ntogen c cuHapomom SOX11 Habaoganacb
334eprKKa B pa3BuUTUUN U / UAU TPYAHOCTU B
obyyeHuun. [ipyrve nposiBNEHUA BKIOYAIOT B cebA:

ManeHbKuii pasamep rososbl

BblpaxkeHHana 3a4eprKKa pa3BUTUA peun
TpYyAHOCTM C KOPMIEHWEM B MNadeHYecTBe
Cypoporu

UcKpuBAEeHME MU3UHLLA BOBHYTPb

Mpo6siembl co 3peHnem (B TOM YMC/ie Kocornasue,
ManeHbKUt pasmep rnas)

MegneHHoe ¢pm3nYeckoe pa3BUTUE; POCT U

BEC HMXXe cpeaHero

AyTuCTUYECKOE NoBeaeHue
Hu ogHa 13 aTux ocobeHHoCTel He ABaaeTca
cneundUUHOM UCKAYNTENBHO A8 CUHAPOMA
SOX11. AmarHo3 HeobxoANMO CTaBUTb C MOMOLLIO
cneumanbHOro reHeTUYecKoro TecTa.

B Tnasa v 3peHue

Y HeKkoTopbIx AeTen ¢ cuHagpomom SOX11 Habaoaanmch:
61130PYKOCTb UM [aNbHO30PKOCTb; KOCOTNa3ne; OAUH a3
MOXKET BbITb MeHbLUE APYroro (MUKpodTaibm); OKy/I0-
MOTOPHaA anpaKcma (4eTy ¢ TPyLOM ABMratoT r1a3amu B
JKeflaeMOM HanpaBAEHWM U BMECTO 3TOTO NOBOPAYMBAIOT
ronosy). Y Hebo/blWOro Yncna aeten ¢ cuHapomom SOX11
Habatoaanack KoN06oMa PagyKK («HaceYKa» Ha pagyKHoM
000/104Ke 1333, T.H. «pagyKHas 060/104Ka B BUAE 3aMOYHOM
CKBAXXMHbI»).

B TpypHOCTM NpU KOpMIEHUU

MHorune HoBopoKaeHHble ¢ SOX11 ucnbITbiBaAN TPYLHOCTM C
KOpMAeHWEM, TpebytoLLMe BPEMEHHOTO KOPM/IEHMA Yepes
Ha3oracTpanbHbii 30HA,. HW ogHoMy pebeHKy He Tpebosanoch
LNNUTENbHOE KOPMJIEHWE Yepes Ha30racTpasibHbIM 30HA,
MHorme LEeTU HYKAAOTCA B MOPUPOBAHHOMN NULLE U
MCNbITABAOT TPYAHOCTM C KOMKOBATOW W TBEPAOMN €A0M.

B FonosHOW MmO3r

Y oaHoro u3 geteit ¢ cuHgpomom SOX11 6b11a HEMHOTO
YMEHbLUEHA YacCTb MO3ra, Ha3blBaemasn MO3XKeuKoM. Y apyroro
pebeHka ¢ cuHapomom SOX11 6bino He3HaUUTENbHOE
YMEHbLUEeHMe pasmepa Nyyka NPOBOAALLMX BOJIOKOH,
COeAMHAIOLLMX ABE NONOBUHbI FOJI0BHOTO MO3ra (MO30/1IMCTOr0
Tena). UameHeHUA Mo3ra, 3aMeTHbIe Ha CHUMKaX, MOTYT ObITb
BbI3BaHbl SOX11; ogHaKO y HAaC HeAOCTaTOYHO MHPOPMALMH,
4T0ObI BbITb YBEPEHHBIMM B TOM, Kakne MMEeHHO BapuaHTbI
M3MeHEeHMI Mo3ra MoryT NPou3ouTH Npu cuHapome SOX11.

Pa3sutune

dusmyeckoe passuTne [etn c CMHAPOMOM
SOX11 06bI4HO MMEIOT CpeaHUl BEC NPU POXKAEHUMN.
PocT B AeTcTBe TOXKe HaxoAMUTCA B Npeaenax cpeaHero
AManasoHa nokasartenen. OKPY»KHOCTb FO/1I0BbI
YMEHbLUEHA, HO He HAaCTO/IbKO, YTObbl 3TO 6bIN10
3aMeTHO CTOPOHHeMy HabatogaTtento.

CnocobHOoCTb CMAETb, ABUTaTLCA U XOAUTb
Y Bcex aetei Habaoaanacb HEKOTOPan 3a4eprKKa
pPa3BUTUA ABUraTeNbHbIX HABbIKOB. BONLLWWHCTBO AeTel
XO4MN0 CaMOCTOATENbHO B 2-3 rofa, v paHo Uau
no3aHo, BCe AeTU HaYMHAAN XOAUTb CaMOCTOATE/IbHO.

Peub Y Bcex peteit, Kpome ogHoro, 6bina
3a4epXKa peyeBoro passuTmA (Nepsble cioBa bbinn
npousHeceHbl B Bo3pacTe oT 1,5 go 3 net). OguH
pebEHOK B 12 neT no-npeskHemy He pasrosapuBsann.
CoobLwanoch, 4To peuenTUBHbIN A3bIK (CNOCOBHOCTL
NMOHMMATb peyb) Obln PasBUT Nyylle, Yem
BblpasuTesibHbI (BepbanbHbii U HeBepbabHbIN) A3bIK.

Oby4yeHMe Bcem aeTam LLKOMbHOIO BO3pacTa, O
KOTOPbIX HaM M3BECTHO, TpebyeTca Kakaa-nmbo
NMOMOLLb B OBYYEHUU.

MNoBegeHMe HekoTopbiM AeTAM C CUHAPOMOM
SOX11 6bln guarHoCcTUpoBaH ayTusm. Y geten c
cmHapomom SOX11 HeT xapaKTepPHbIX USMEHEHUI B
noseseHuUM.

PekomeHaauuu Nno meanLUHCKOMY
COMpPOBOXKAEHUIO

B KoHTponb nuTaHuAa npu HeobxoaMMocTH
(Hanpyumep, KOpMIeHMe Yepes Ha3oracTPasibHbI 30HA,
B MJ1ageHyecTse).

B SnektposHuedanorpamma (33€) ona usmepeHus
3/IEKTPMYECKOM aKTUBHOCTU MO3ra NpM NoA03pPeHUAX Ha
cyaoporu.

B nMposepka 3peHus.

B MPT ronosHoro mosra (Hanpumep, B cayyae, ecnm y
pebéHka HabaaaloTca cyaopory uam cnaboctb
KOHeYyHoCTen).

B HabnopeHve y aetckoro aedekTonora.

B Npu HeobxoaMMOCTM — PU3NYecKan Tepanms
(neyebHan opm3KynbTYpa) 1 paboTa c Noroneaom.

| MoceuteHMe KAMHNUYECKOro reHeTuKa
(MHTepnpeTauusa pes3ynbLTAaTOB reHeTUYECKMX aHaA/IM30B,
pekomeHZaumu no nosoay byayuwmx 6epemeHHOCTEN,
nT.A.



