Moyemy 3TO NpoM30LWIo?

B 60/1bLUMHCTBE ClyYyaeB reHeTUYECKME U3MEHEHNS,
3aTparuBatowme reH FOXP1 NponcxoaaT COBEpPLUEHHO
C/lyyaliHo (3TO SIBNEHME U3BECTHO KaK «de novo»). MNpu 3a4atim
rEHETUYECKUI MaTepUan pPoANTENEN KOMUPYETCS B SIMLIEKNIETKY
1 cnepMaTo3oms, U3 KOTOPbIX 3aTEM Pa3BUBAETCS MOA.
KonupoBaHue reHeTM4yeckoro Matepuana He Bcerga
NPOXOAMT UAEaNbHO, NO3TOMY MHOrAa B FEHETUYECKOM Koae
[eTEN BO3HMKAIOT C/lyYalHble MyTaLum, KOTOpbiX HET B AHK
UX poauTENen. 3TO MPOMCXOANUT ECTECTBEHHBIM 06Pa3oM U He
SABNSIETCS CNEACTBUEM AENCTBUS (DaKTOPOB OKpPYKatoLLEeN
cpeabl. CUMNTOMbI MPOSIBNAOTCA TONbKO B Clyvae, ecnu
M3MEHEHNS 3aTparnBaloT BaXkHbIM reH (Y oboux poautenen
6blna BbisiBNIEHA HEOObIYHAs XPOMOCOMHAs NMEePECTPoMKa,
KOTOpas 3aTpoHyna reH FOXP1y pebeHka).

MOXET /M 3TO MOBTOPUTHLCS?

Puck poxaeHus elle ogHoro pebeHka c peakum
reHeTUYeCKMM CMHAPOMOM 3aBUCUT OT FEHETUYECKOro Koaa
poauTenein. ECAM HU OAWH U3 poauTenei He sBASETCS
HOCUTENEM BapuaHTOB B reHe FOXPI, TO BEPOSITHOCTb
poxaeHuns 60sbHOro pebeHka ¢ AaHHbIM CMHAPOMOM Masna
(MeHee 1%). EciiM reHeTMyYeckuiA aHanms rokasbiBaeT, YTo
OAMH U3 poauTENel ABMSETCS HOCUTENEM BapuaHTa B reHe
FOXP1, TO BEpOSAITHOCTb, YTO pebeHOK MOAYYMT KOMUIO reHa C
MyTauuen HamMHOro Boille (0koso 50%). CuTyaums Kaxzaom
CeMbM MHAMBUAYaNbHA, MO3TOMY NPOKOHCYbTUPYITECH C
BPaYOM-reHeTUKOM, 4YTo6bl y3HaTb O BEPOATHOCTH
BO3HWKHOBEHWUSI CUHAPOMA UMEHHO B Ballel CEMbE.

Tepanus: MNMeanatpbl AOMKHLI HabAOAATL 33 pPasBUTUEM U
noeeseHveM pebeHka, 4Tobbl BoBpeMs nogobpatb
COOTBETCTBYIOLLYIO Tepanuto. Jlloasam ¢ cuHapomom FOXP1
HeobX0AMMO MPOUTM KOMMJIEKCHOE HEVpPONCUXOormyeckoe
obcneaoBaHune 1 NoMyYUTb HanpaBAeHWE K HEBPOOTY U/uun
neanaTpy Ans OLEHKWU ABUraTeslbHbIX HaBblkOB pebeHka. Kak
npaBuo, Ha KOHCYNbTauMsaX BblAAlOT COOTBETCTBYHOLMNE
Hanpas/ieHnsl K AeTCKOMY (PU3n4ecKoMy TepaneBTy U opToneay.
YTtobbl onpeaenvTb ypoBEeHb PEUYEBOrO Pa3BUTUS U A3bIKOBbIE
cnocobHocTn pebeHka, HeobxoaMMO NOCETUTL CreLuanucTa no
HapyLueHusam peun (noroneaa). OH NOMOXET OLEHUTb
KOMMYHUWKaTMBHbIE HaBblk1 pebeHKa, BbISiBUTb, YTO eMy JaeTcst
JIErKo, @ C YeM BO3HUKAOT TPYAHOCTM, @ TAKXKE MOHATb, Kak
NyyLle AeiCTBOBaTb, YTOObI OMKHLIM 06pa3oM yL0BIETBOPSTH
noTpebHocTn pebeHka 1 cnocobCTBOBaTb €ro PasBUTUIO.
KoMMyHMKaTMBHOE pa3BuTUE KaXXAO0ro pebeHka MHAMBUAYaNbHO,
NO3TOMY YHMBEPCANbHOrO CNocoba nevyeHnst He CyLecTByer.
Kpome Toro, MeToabl fie4eHns n noaxoabl k Tepanuv 6yayT
3aBMUCETb OT TUMA W CTEMEHWU HapyLUeHU y pebeHka.
TepaneBTMYecKas MOMOLLb NPU PacCTPOMCTBaX peyun BKIOYAET
perynsipHble 3aHATUS C JIoroneaoM; Takxke CTOUMT 06paTuTb
BHMMaHWe Ha CpeAcTBa NOALEPXKMBAIOLLEN U anbTEPHATUBHOM
KOMMyHMKaumm (MAK). MNMomoLub Takxke MOryT OKasaTb
(u3nyeckme TepaneBThl M 3proTepanesThl. Jlogein ¢ cMHAPOMOM
FOXP1 cnepyet HanpasnsaTb Ha NPOBEPKY C/lyXa U 3peHus.

CeMbu roBoOpAT...

“BblI0 HENErko MoMoratb YYuTb €e XOAUTb U rOBOpWUTb. Tenepb ee
CNIOXKHOE MOBEAEHWe W HaBs3uMBble WMAeu, C KOTOpbIMU  Mbl
CTankvMBaeMcsl, CTaBAT Nepes Hamu HoBble Bbi30Bbl. CriaBa bory, y Hee
npeKkpacHoe YyBCTBO OMOpPa, KOTOPOE MOMOraeT HaM MepexwuTb 3Tu
MpayHble BpeMeHa.” — foub, 15 neT.

B feTcTBE OH 6bl1 3aMeyaTesIbHbIM: CYACT/IMBLIM, MOJTHBIM
3HTY3Ma3Ma 1 NpoCTO YyAecHbIM. OH OTCTaBan B pa3BUTUK, HO C
PafoCTbIO BbIMOJHSN BCE 3afjaHHble nopyyeHus. OH Xoaun B AETCKUIA
caZl U B MOAFOTOBUTENbHYIO MpynMy, NoCeLlan cneumanbHyio LWKoy ¢
pa3genbHbIM 06y4eHneM. EMy HpaBMnoch 6biTb C ApYrvMU AETbMU.
Mo Mepe B3pOCieHUs CNPaBsSTbCs C HUM CTAHOBUTCS CIOXKHee. Y
Hero ayTu3M CO BCEMM MPUCYLLMMM STOMY AMArHO3Yy 3aTpyAHEHUSIMU.
OpfHaKo y Hero npekpacHoe YyBCTBO OMOpa, Y OH OYeHb
06WHTENbHbIN. OH XXMBET MOJIHOM XM3HbIO U FOTOB MPO60BaTh
npaKkTU4yecku Bce... KpoMe TaHueB U TeaTpa! OH XUBET caM u 24/7
noJly4aeT NOMOLb OT FocyAapcTaa. EMy HEMpOCTO, HO Y Hero ecTb
BCE, YTO AOCTYMHO.” — CblH, 38 neT.
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Xpomocoma

YT0 Takoe cuHgpom FOXP1?

CuHapom FOXP1 — peakuit
reHeTUYECKNIN CUHAPOM,
CBSI3aHHBbIV C 3aEPXXKON
pe4yeBOro pasBuUTUS U
A3bIKOBbIX CMOCOBHOCTEN,
3HauUTENbHOMN 3aAepPXKKOM
o6L1ero pa3BuTMSA U NErkon
WSIM YMEPEHHOW 3aAepXXKOM
YMCTBEHHOIO pa3BUTUS.

Y niogent ¢ cuHapoMmoM FOXP1 Takxe MoryT 6biTb
paccTpoicTBa ayTUCTUUYECKOrO CNeKTpa UM ayTUCTUYECKuE
yepTbl, 3a4epXKKa Pa3BUTUS 06LLEN MOTOPUKM U CHUXKEHHBIV
MbILIEYHbI TOHYC, @ TaKXXe Apyrue oco6eHHOCTH, KOTopble
MOryT 6bITb UHAMBUAYANbHLIMU ANSt Kaxaoro pebeHka. Ha
CEroAHSAWHNIA AeHb B MeAWLMHCKON uTepaTtype
3apeructpuposaHo 6onee 100 naunmeHToB C CUHAPOMOM
FOXP1. XOTSl U3BECTHO, YTO [aHHbII AMArHO3 BCTPEYaETCS Y
MHOIUX JII0flei, BEPOSITHO, MHOMUM OH €lle He 6bin
YCTaHOBJIEH.

YT0 Takoe FOXP1?

FOXP1 — reH, pacrofioXXeHHbI Ha XpOMOCOMe 3 B JIOKyce
3p14.1. Y kaxaoro 4yenoseka ecTb ABE KOMUM XPOMOCOMbI 3, U
NO3TOMY, Kak NpaBuno, NPUCYTCTBYET ABE KONUK reHa FOXPI.
CuHapoM FOXP1 Bbi3BaH M3MEHEHUEM OLHOWN U3 3TUX ABYX
konui. CUHAPOM, acCOLMMPOBAHHBIN C BapUaHTaMun B reHe
FOXP1, HacneayeTcst N0 ayTOCOMHO-AOMUHAHTHOMY TUMY, YTO
03HayaeT Ans NPOsSBNEHNS CUMNTOMOB AOCTAaTOYHO
NOBPEXAEHNS TONbKO OHOW KOMWW reHa.

N3neumm nm 3TOT CMHOpPOM?

CuHgpoMm FOXP1 Hensneumm, NOCKONbKY reHeTuyeckune
U3MEHEHUsA BINAIOT Ha paHHEE pa3BuTmne pe6eHKa. O,CI,HaKO,
3Has AMarHos, cneunanucTbl MOryT nogobpatbh noaxoasuee
obcnenoBaHue 1 Tepanuio.
Y 60/bLUNHCTBA Ntofen ¢ cuHapomMoM FOXP1 BcTpeyatoTcst
cneayowme HapyLleHus:

O6Lwas 3aepxxka pasBuTUs

Cnabo unu yMepeHHoO BblpaXXeHHasi YMCTBEHHasl HeAeeCnocobHOCTb

Jloroneanyeckme HapyLweHns (3KCMPECCUMBHBIE HABbIKK Nydlle

peuenTUBHbIX)

HapyweHune peueBoro pa3suTus (anpakcus peyn, aM3apTpus)

PAC unu aytucrnyeckue yepTbl

HW3KuI MblLEYHbIN TOHYC (TUNOTOHMS)

3afepXKKka pasBUTMS O6LLEN U MENKOW MOTOPUKM

MoBeaeHYecKne 1 Ncuxmyeckme npobaembl
B peakux cnyyasax XapakTepHbl:

AHOManuu pasBuTUS Mo3ra U cepaua

Cynoporu

Mpo6neMbl CO 3pEHUEM U CIYXOM

“ OHa 04YeHb NlackoBasl U 3aboTMBas AeBoYKa. Y Hee
npekpacHas ynblbka 1 oTIMYHOE YyBCTBO toMopa! OHa nobut
MeTb 1 TaHLEBATb NOA CBOU Nt06UMbIE DUBbMbI U CEPUAnbI.
Halwa aoyb Hayumnia Hac MHa4ye CMOTPETbL Ha MUP, NPOSIBAIATbL
TEPMNEHNE, HE TOPOMUTLCS U LIEHUTb KaXXA0e ManeHbKoe
AOCTVXKeHne.” — aeBoyka, 10 ner.

MpobneMbl CO 300POBLEM

M'MnoTtoHus
Okono Tpetu aetelt ¢ cuHapomom FOXP1, cnyyan KOTOpbIX
3aperncTpupoBaHbl B MEAULIMHCKOW NIMTEpaType Ha CEroAHSALWHNMN
neHb (2021 roa), y)ke B paHHEM BO3pacTe UMEIOT CHUXEHHbI
MbILLEYHbIA TOHYC. MblleYHasi TMNOTOHMS LA MOXET
NpUBOANTb K HapYLIEHUIO peyn U TpYAHOCTSM MpU KOPMIEHUMN.
Y HEKOTOPbIX AeTel TakkKe 6blIv OTMEYEHbI MblLUEYHbIE
CrnasMbl U TMNEPTOHYC (BbICOKWUI MbILUEYHbIN TOHYC).

Mosr
MpUMEpHO y NOSI0BUHbI 06C/IeA0BaHHbIX AeTel 6bin onucaHbl
HeobblYHble M3MeHeHUss Ha MPT rofoBHOro mMo3ra, Ho
CTPYKTYPHbIX U3MEHEHMWI1 rOIOBHOrO MO3ra BbISIBIEHO He 6bino.

Cynoporu
Ha cerofHsIWHWUIA AeHb CyAoporu oTMevatoTcs MeHee YeM y 10%
neTeil.

Cepaue u nerkue
MouyTu TpeTb NtoAeN, YbM CNyYanm U3BECTHbl Ha CErOAHSALWHUMA
[eHb, UMeIOT Ty UK UHYto hopMy aHoOManuu passuTUs cepaua.
HekoTopbiM TpebyeTca MeaMKaMeHTO3HOE UK XMpypruyeckoe
BMeLLaTeNbCTBO. Y HEKOTOPbIX ZleTel TakxKe BO3HUKAoT
peunavBupyoWwne MHPEKLMN AbIXaTeNbHbIX NyTeNn.

Mouenonosas cucrema
Y oAHWX AeTen OTMeYaloTCs aHOManuu pa3BUTUS MOYENONOBOM
CUCTEMBI, Y APYruX Xe HabnopaTca npobnemsl ¢
HeaepXaHWeM Moyu.

3peHune
MpUMEpHO y NOMOBUHBI AeTel C OTKIIOHEHUSIMU NPUCYTCTBYET
aHoManus rnasHoro s6noka Man HapyLleHue 3peHns, Hanpumep,
[anbHO30pPKOCTb UK 6An30pyKkocTb. MHOrAa nageHue ocTpoThl
3peHunst HabnaaeTcs ToNbKO B OAHOM rnasy. Y HEKOTOpbIX
[leTell BCTpeyYaeTcsl Kocornasue.

Cnyx

Y yacTu geTen onucaHbl NOTepU Ciayxa Uav OT NepuoanYecKkn
noBTOPSIOLMXCS UHPEKLMIA cnyxoBoro annapaTa. Ctenexu
noTepu cnyxa y AeTen pasfinyHbl.

Oco6eHHOCTH Mua
Y neteit ¢ cuHapomMoM FOXP1 MoxeT 6biTb BbINYK/IbIV J106 U
KOPOTKUIA HOC C LUMPOKUM KOHYMKOM, OCHOBAHUEM UJIU
nepeHocuuein. Masa WMpoKo NocaXKeHbl, Yroaku MoryT 6biTb
onyLeHbl BHU3. Beko MOXeT 6bITb HaBUCLLIMM.

Pa3Butune

KopmMmneHnue
B nepBble MecsLUbl Y HEKOTOPbIX MNaAeHLeB BO3HMKAOT Npobnembl
C KOPM/IEHMEM Ha (DOHE HApYLUEHWUI PEYEBOI MOTOPUKM.

Pa3BuTHE MOTOPUKKN
Y MHorux aetei npu cuHapome FOXP1 HabnogaeTtcs
3aMeanieHne pa3BuTus 06WMX MOTOPHbLIX HaBbIKOB, HaNpuUMep,
CMOCOBHOCTb XOAWUTb. Y BOMbIUMHCTBA AETEN TaKXKe HapylleHa
Mesfikasi MOTOpMKa, UM TpyAHO AepxaTb KapaHaall B pyke.
Mpo6bnemamMun pa3BuTHs 06LWEN MOTOPUKM 3aHMMAIOTCS
(busmyeckne TepaneBTbl, @ HapyLIEHUSAMU MENIKON MOTOPUKM
— 3proTepanesThl.

Peub
CBsi3Has peyb WM OTAENbHbIE 3BYKW MpU pa3roBOpe 4acto
BbI3bIBAIOT 06€CNOKOEHHOCTb Npu u3ydyeHum cuHapoma FOXP1.
Bce AeTH C OTK/IOHEHWSIMU, OMUCAHHbIE B MEAWULIMHCKOM
NUTepaType Ha AaHHbIN MOMEHT, uMenu aedekTbl peun. Cambli
YyacTblil — 3TO AU3apTPUS, T.€. HapYyLUEHMEe PEeYEBOro PasBUTUS,
B/IMAIOLLEE HA TOYHOCTb PEYM U BbIPaXXEHUS MbIC/IEN. BbipaxkeHa
B HETOYHOCTM MPOU3HOCUMbIX 3BYKOB, HEOOBIYHOM BblAENEeHNN
OTAENbHbIX C/IOr0B B C/IOBE U B HU3KOM KayecCTBE peyn B LiESIOM.
MoryT BCcTpeyaTbCa ApYrne HapyLleHus peyeBoro pasBuTus,
HanpuMep, NpU3HaKkKn anpakcum peun (TpyaHOCTH C
KoOpZAMHauMel 3ByKOB, BAUSIOLWME Ha TOYHOCTb peun) u
oHonornyeckoe paccTporcTBo (3aMeHa 3BYKOB). BOSbLUMHCTBY
[ETeil NOMOraloT 3aHATUS C IoroneaomM.

A3bIK
BOMbWWHCTBO UCNbITLIBAET TPYAHOCTM C MOHMMAHWEM U
NPUMEHEHMEM CJI0B U NpeanoXeHni. Yacto cnocobHOCTb
pebeHka NPMMeHATb (3KCMpeccuBHas peyb) NPeBOCXOAUT ero
cnocobHocTb NoHMMaTh (peuenTuBHasa peyb). MiccnegosaHua
OonpoBepran o6LWenpuHATOE MHEHME O XOPOLIMX PeLenTUBHbIX
HaBblKax Mpu TPYAHOCTAX Pe4eBOro pa3BUTUS MPU AaHHOM
CuMHApoMe. HanpoTuB, Y4acTo aKTUBHbIM CNOBapHbIM 3anac
npeobnagaet Haja NOHMMaHWeM peyun. bonbWMHCTBO AeTen
No3A4HO HaYMHaKT roBOpUTb. HeKoTopbIM MOXET noTpeboBaTbcs
OCBOEHWe Apyrux cnoco60B KOMMYHMKAUMK, T.e. anbTepHaTUBHas
[0MNOSIHUTENIbHAas KOMMYHWMKaLMS, UM XECTOBOro A3blKa.

O6yueHue
Y 60NbLUNHCTBA AETEN ANArHOCTUPYETCS Nerkas UM ymepeHHas
3YP (HeBepbanbHbIi IQ). deTsaMm noTpebyeTcs noMolb B
obyyeHunmn (Hanpumep, B HGOPMUPOBAHNN HABLIKOB FPaMOTHOCTH).
MHOrMM eTsiM NOWAET Ha NOJb3y CreunanbHble LWKOMbI, FAe UM
OKaXYT HY>XHYIO MOMOLLb.

NoBeneHue
B ocHOBHOM aeTu obWwuTesnbHbl. ¥ MHOrMX 6biaun
[AMarHoCTUpOBaHbl pacCTPOMCTBA ayTUCTUYECKOrO CMeKTpa.
Cpeauv apyrux gMarHo3oB Takxe BcTpevatotcs CABT,
arpeccuBHOCTb, YepTbl OKP, HapyweHns B YyBCTBEHHOM
BOCMPUSATUN, PAacCCTPONCTBA HAaCTPOEHUSI U TPEBOXHOCTb.
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