Kakwue nocjeacTBus noppexaenusi rena FOXP2?
I'en FOXP2 urpaet BaXXHYIO pOJIb B Pa3BUTUH TOJIOBHOTO MO3Ta.
IloBpexeHue 1K OTCYTCTBHE 3TOTO T'eHa MPOSBIISAETCS B
HapyIICHUH Pa3BUTHUS PEUH H SA3BIKA.

ITouemy 3T0 Mpon3onLI0?

B OonpIIMHCTBE Clly4aeB, FeHETHYECKUE M3MEHEHHS, B TOM YHCIIE U
noBpexzeHue reia FOXP2, IpoucxosaT COBEPIICHHO CIIOHTaHHO.
IIpn 3agaTiy reHeTHYECKnii MaTepuai poauTelied KONUPYETCs B
ARIEKIETKY U KIETKY CIIepMaTo30H/a, U3 KOTOPHIX 3aTeM
¢dbopmupyetcs o pebeHka. MexaHH3M OHOIOTHIECKOTO
KOTIMPOBaHMS HE MIEAJIeH, I0ITOMY HHOT[a B TCHETHIECKOM KOJIe
JIeTel TIPOUCXOIAT PEAKUE CITydaiiHbIe H3MEHEHNS, KOTOPBIX HET B
JHK ux poxuteneid. Takue H3MEHEHUsI €CTECTBEHHBI: OHI
TIPOUCXOMAT CPEAN PACTEHHUH U )KUBOTHBIX. OOpa3 *KU3HU U APYTHE
(haxkTOpHI HUKAK HE BIHSIOT Ha 3T0. B HEKOTOPBIX CiIydasix, OJWH U3
poIuTerneil MOKET OBITh HOCUTENEM MOBPEXICHHOTO TeHa FOXP2,
KOTODBIH Mepeaacs: peOeHKy.

Mo:keT 14 3TO IPOU30MTH CHOBA?

Puck poxxnenust pe6EHKa ¢ peIKUM FeHeTHYECKUM OTKIOHEHHEM
3aBHCHT OT F€HETHYECKOT0 KoJa poauteneil. Eciu Hu ogus u3
ponutenelt He SBISETCS HOCHTENIEM MOBPeKAeHHOTo reHa FOXP2,
TO BEPOSATHOCTb POXKICHHS PEOCHKA C XPOMOCOMHBIM OTKIOHEHHEM
o4eHb Mana. Ecny reHeTnueckuii aHau3 poguTeNnel oKa3bIBaeT,
YTO OJIMH M3 HUX BCE JK€ SBISCTCSI HOCUTENIEM MOBPEXKIEHHOTO T'eHa
FOXP2, 10 Takast BEpOSITHOCTH 3HAUYUTENHHO BbIIIe. CUTyaIHs
KaXKJI0H CeMbU MHINBHIYAJIbHA, TIO3TOMY TOJIBKO CHELMAINCT
MOJKET JJaTh KOHKPETHBIH COBET BallICH CeMbE.

Tepanus:

IenuaTps! 1ODKHBI HAOTIOAATH 33 PA3BUTHEM U ITOBEICHUEM
pebeHKa, 4ToOBI BOBpeMsI II0100paTh COOTBETCTBYIOLIYIO TEPAITHIO.
YToOB!I BEISIBUTH IIPUPOY CHIIBHBIX M CTA0BIX CTOPOH B
KOMMYHHKAIMH peOeHKa, a TaKKe OIPEACIHTh, KaK JIy4Ile
YIIOBJIETBOPHUTH €r0 MOTPEOHOCTH U CHOCOOCTBOBATH €0 PAa3BUTHIO,
JIOTOIIEI IOJKEH OLIEHUTh PEYEBOE PA3BUTUE H S3BIKOBbIC
cnocoOHOCTH pedeHka. [Ipoduinp o0meHns KaxKa0ro peOeHKa
WHAWBH/IyaJIeH, a €IMHOTO METO/a JIedeHUs He cymecTByeT. K
TOMY K€, TIOJXO/IbI K JICYCHHIO U Tepanuu OyayT 3aBUCETh OT THIA
M CTENICHU CEPbE3HOCTH TPYIHOCTEH pedeHka. Tepamus MoxeT
BKJIIOYATh B Ce051 HHTGHCHBHYIO PEYEBYIO 3BYKOBYIO TEPAITHIO 1/
WM BapUAHTBI aQyTMEHTATUBHOM U aJIbTEPHATUBHON KOMMYHHKALMX
(AAC), aganTupoBaHHON K MOTPEOHOCTSIM OTACIBHOTO peOeHKA.
Crpareruu uisi peleHus IPYrux KOHKPETHBIX MPo6iieM, KOTOphIe
MOJKET UCIIBITBIBATH PEOSHOK, MOTYT OBITH IIPE/IOKEHBI IPYTUMU
CIeIHANINCTaMt B chepe 3ApaBOOXPaHEHUS: KIMHUYECKUMU
TICHXOJIOTaMH (IIPY TPYJHOCTSX B 00Y4eHNH), HU3HIECKIMU
TepaneBTaMu (TIpu npobiemMax B ABIKCHHSIX BCEM TEIIOM,
HarpuMmep, pu 00y4EHUH €3] Ha BEJIOCUIIE/IE), SProTeparneBTaMu
(mpu npo6ireMax MEJIKOW MOTOPHKH, HAIIPUMED, BO BPEMsI IUCHMA).

CeMbH paccka3bIBaIoT ...

T3 =
Korna y Bac ecTb peGeHOK, KOTOPbIH UCIIBITHIBACT
TPYAHOCTH B IIOBCEIHEBHOH XKU3HU, KU3Hb ACIAET UX

HEMHOT0 0oJjice OC06GHHBIMI/I!

[11 o o

OH 0YeHb KHU3HEPAJOCTHBIH U OOIIUTENbHBIN pedeHOK. OH
OBLI TAKHM C CAMOTO PO>K/ICHHSI.
OH BCE MOHMMAET, HO HE MOJKET BBIPA3UTh CBOU MBICIIH
CIIOBaMH, YTO IOPOH €ro OYeHb paccTpamBaeT. B 3,5 roxa on
MOJKET YETKO CKa3aTbh BCErO Mapy CJIOB («MaMay, «COK» U «IyX
-4yX» M0€3/1y), HEKOTOPHIE CIIOBA OH CTapaeTCs IMPOM3HECTH
(«mepeBoy, «MaIIHAY), HO OHU BBIXOASAT HEBHATHO. B
OCHOBHOM OH 00IIaeTCs ¢ IOMOIIBIO XKECTOB, OKA3bIBask HA
npenMeTsl. MBI cTapaeMcst 00IaThesl ¢ HUM, HCHONB3YS SI3BIK

”»
MaxkatoH.

HNupopmanus ¥ noaaepxKKa

I'pynna noanep:kku cemeii ¢ peIKHMH XPOMOCOMHBIMH
OTKJIOHEHHSIMH,

The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK
Ten./paxc: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

Jlannas Gpoluropa He 3aMeHsieT IPo(EeCCHOHATBHYIO MEAULIMHCKYIO KOHCYIbTaLuIo. I1o Bcem
BOIPOCaM, KacarIUMCs 310pOBbs, FTCHETHYCCKUX OTKJIOHEHHH U UX Tepanuu, CEMbAM HBOGXO}]I/IMO
MPOKOHCY/ILTUPOBATLCA y crienuanucTa. B renernke nupopmanus MEHAETCs O4eHb ObICTPO, H eI
Ha MOMEHT ﬂyﬁﬂﬂkalllﬂ/] 3TOM 6p0""0pbl TIpe/ICTaBICHHAs VIH(‘bOpMaIlVIS{ SIBIISIETCSL CAMOM l'lepe}'[OBOﬁ,
TO MO3KE HEKOTOpbIe (PakThl MOryT H3MeHUThCs. Unique crapaercs ObITh B Kypce MOCIEIHNX
HM3MEHEHHI H, TI0 Mepe HeOﬁXO}IHMOCTI/I, TiepecMaTpuBacT Oﬂyﬁﬂl/IKORaHHBIe 6})0“]}0})})]. ﬂaHHaﬂ
Opourtopa Obua noarorosieHa gokropamu Kpucrnanom IBaitepom u Mupuawm Peiirep u3 Uucturyra
TCHETHKH YECJIOBCKA 3})HZIHF€HCKOTO YHHUBEPCUTETA B l"epMal-mu,

2017 Version 1 (PM/CA)

2019 Version 2 (AP)

Copyright © Unique 2019

TlepeBo/1 BEINONIHEH B paMKaX BOJIOHTEPCKOTO IepeBoaueckoro npoekra Unique kadeapst nepesoja
PTTIY num. A. 1. I'epuena, Cankt-TletepOypr, Poccust. MeAHIIMHCKYIO PEAAKIHIO OCYIIECTBHII
Jle6enes Urops Huxonaesuy, npodeccop PAH, nokrop Guonornyeckux nayk, HUU meaununckoit
renerukr Tomckoro HUMII, Tomck, Poccust.

Russian translation 2019 (EV/CA)

Copyright © Unique 2019

I'pymnna moAAepXKU ceMeil ¢ peIKUME XPOMOCOMHBIME OTKJIOHeHHsIMH. Homep B
peectpe 61aroTBOpUTENBHBIX oprann3anuii 1110661
Howmep B peectpe komnanuid Auriauu 1 Yaieca 5460413

Uni

Understanding Chromosome & Gene Disorders
Kak ren FOXP2 cBs3aH
CJOIonmeIN4YcCKuMMm
HAPYIICHUAMH U

HAPYIICHUSIMU
peueBoro pasBuTus?




Kak ren FOXP2 cBsizal ¢
JIoroneauyecKuMu
HAPYIIEHUSIMH H
HAPYHIIEHUSIMU PE4€eBOro
pa3Burtus?

FOXP? - 310 T€H, pacnoiI0KeHHbIH
Ha 7-oi xpomocome (7q31.1). Cell
FOXP2 B 2001 rogy crain nepBbIM =
H3BECTHBIM T€HOM, CBSI3aHHBIM C

JIOTOTIEANYECKUMHU HAapyLIEHUAMH U Gene
HapYIICHUSIMU PEYEBOTO Pa3BHUTHI.

WNuauBub ¢ MyTanuei B JaHHOM L N

reHe AEMOHCTPHPYIOT AETCKYIO N

aTpaKCHUIo Pedn, KOTopast sIBISIeTCS ‘
HapyIICHUEM PeUH, CBI3aHHBIM C TPYJHOCTSIMHU B IIPONU3HOILICHUH
3BYKOB U CJIOB. Y HEKOTOPHIX JIFO/Ici HAOII01aeTCs MOBPEXKICHNE
toseko reHa FOXP2, y npyrux BcTpeuarotces 6oiiee CII0KHbIE
TeHEeTHYECKUE U3MEHEHSI, BKIIFOYArOIIHe TOBPEXKICHHS U APYTUX
TeHOB (IENeNH WIN TYIUIMKAI[M XPOMOCOMHOTO PETHOHA, B
KoTopoMm pacnonoxed reH FOXP2). Takue acconuupoBaHHBIE
TeHETHYECKUE U3MEHEHH Ha3bIBaOTCs «Toabk0 FOXP2y» min
«FOXP2-mtrocy. XapakTep reéHeTUYECKOr0 U3MEHEHUS
ompenensier, OyayT U y peOeHKa TOIBKO MPOOJIEMBI ¢ PEUbl0, HIH
OH CTOJIKHETCS C IPYTMMH OTKJIOHCHUSIMU B Pa3BUTHH.

Chromosome

DNA

IT0 MOKHO BbLIEYHUTD?

I'eneTnveckne W3MEHEHUS IPOUCXOIST BO BpeMs (pPOpMUPOBAHUS
mioga pe6eHKa U1 BJIUAIOT HA €ro pa3BUTHEC, [IOOTOMY JICUEHUS TIPU
noBpexxaeHHOM rene FOXP2 Her.

CeMBbH paccKa3bIBAIOT...

““ Ona nanonnuna nawy cemwvio. Ona naywuna nac
8epumb 6 yuuiee U 20poumvcs 0adlce CamblMu
Manenvkumu docmudicenuamu. He npouino nu ous,
umo6si 5 He YIblOHYAACL npu 8ude eé. OHa oueHb
IHCUBHEPAOOCMHASL U HE NO3BOJISLEM.
06CmMOosIMenbCMEam CLOMUMb CeOsi.

Koeoa eii 6vi10 1,5-2 200a, mbl 3amemuau, ymo oHa
pazeosapusaem He Maxk MHO20, KAK ee bpam u cecmpa
6 amom 6o3pacme. Ceuuac eu 7 nem u ee
npeonodicenusi cocmosm uz 3-4 cnos.

OHa 6e3 mpyoa Modcem 8bINOIHAMb 8Ce, O YeMm eé
nonpocsam. Mvl cmapaemcs we moponums ee u He
2080puUmMb 3a Hee, Ko20a OHA HAM YMO-MO
pacckazvleéaem, 0asice eciu Mo OMHUMAen MHO20

L
BPEMEHU.

Y MHoOruX Jitoaei HadII0AaK0TCA:
3anepKKa B peU€BOM Pa3BUTHH
Jloronmenuyeckue HapyIICHUS U HAPYILICHHUS PEICBOI
MOTOPHKH (JI€TCKas alpakcus pedn)
TpyAHOCTH B BRIPAXKEHHU PEUH MJIH BOCTIPHUATHS SI3bIKA
TpyAHOCTH B OBJIa[ICHIH HaBbIKAMHU YTCHHUS U MIHCbMa
VYposens [Q cpenHuil Uiy HUXKE CpeiHero
310pOBbIE OpPraHbl

Jeru ¢ «FOXP2-natoc» TreHETHIECKAM COCTOSTHIEM,
00YCITOBIICHHBIM JICTCIUCH MITH TYTUTHKAIIMEH COCCTHUX TCHOB,
MOTYT UMETh JOTOJHUTEIbHBIE aCCOLUHPOBAHHBIE TIPOOIIEMBI C
o0y4deHneM, TOBeICHHEM H IPHOOPETEHHEM COIMATBHBIX
HaBBIKOB.

MemnumnHckue npodJjeMbl

OpanbHast anpakcus y aerei
YV ManeHbpKHX JeTel ¢ u3sMeHeHHeM «roiabpko FOXP2y» gacto
HaOJro1aeTcs 3a/iepkKa B peueBoM pa3Butuu. Ilocie 3-x ner y
MHOTHX JIeTell HauMHaeT Pa3BUBAThCsl HAPYIICHUE PEYEBOIO
pa3BUTHSA, HA3bIBAEMOE OPAIFHOH anpakcueid. OpaibHas anpakcus
HPOSIBIISICTCS B HAPYLICHUN PEYEBO MOTOPHKH, B PE3yNIbTaTe
4ero peOeHKy TPYAHO CKIIaIbIBATh U3 3BYKOB CJIOTH, U3 CIIOTOB
CIIOBa, U3 CJIOB MPEIUIOKEHHUS C KOPPEKTHBIM pUTMOM. B
pe3ynbTaTe pedb pedeHKa OYeHb CII0KHO MOHATh, OCOOCHHO B
paHHEM JIeTCTBE U B HaYaIbHOM 1IKoie. Pa3BuTre peun
YIY4IIaeTCsl ¢ BO3PACTOM, OJJHAKO B OOJIBIIMHCTBE CITydaeB
TpeOyeTcss HaOMIOAeHNE W KOHCYIIBTAIIMS CIICIIHAJIHICTA.

Oo0y4enue
Yposenb [Q 00BIYHO CpeaHUIT WM HIKE CPEIHETO; YPOBEHD
HeBepOaIbHOTO Pa3BUTHS YacTo BhIIIE pedeBoro. JIoam ¢
MOBPEKAECHHBIM TeHOM FOXP2 4acTo CTaJKHBAIOTCS C
TPYAHOCTSIMH B OBJIa/ICHUM HAaBbIKAMU YTEHHS U MUCHMA.

310poBBIe OpraHbl

TloBpexnenue rena FOXP2 He BIUsIeT HAa Pa3BUTHE OPTaHOB
(HampuMep, Ha cepJie, TIOYKH MIIX MO3T).

Pa3zBurne

Poct
IIpakTuuecku Bce
MJIaJICHIBI POKIAIOTCS
CpEITHETO BEca M PacTyT B
COOTBETCTBHH C HOPMOH.

Kopmnenue
Hapymenus peuesoit
MOTOPHUKH MOTYT BBI3BaTh
TPYAHOCTH MPU KOPMJICHUH
B II€pPBBIE MeCALBL. Y
MHOTHX JIETeH OTMeYaeTCs
MOBBIIICHHOE
CITFOHOOT/ICJIEHUE, HO dTa
mnpobaeMa MOKET OBITh
peleHa ¢ moMOIIBI0
CICIUAITBHBIX JICKAPCTB.

CrrocoOHOCTH

CHIETh, IBUTATHCS U XOJIUTH

Oo01iee MOTOPHOE Pa3BUTHE SBIISIETCSI HOPMAJIBHBIM y AeTel ¢
nospesxaeHueM Tonsko reia FOXP2. Hekotopsle netu MoryT
HCTIBITBIBATH TPYJHOCTH C MEIIKOH MOTOPUKOH (HampumMep, ¢
3aCTETMBAHUEM OJSKABI HIIM 3aBSI3bIBAHIEM MIHYPKOB). Memnkue
WM 00IIIMe MOTOPHBIE ITPOOIIEMBI POSIBISIOTCS 3HAYUTEIBHO B
Oornee MATKOH (hopMe, YeM BBIPAKEHHBIE HAPYILICHUS PEUH.
OTMedeHO, YTO € BO3PAcTOM JIETH CTAaHOBATCS 00JIee ITOIBIKHBIMH
M MOTYT COXPaHSTh MPOOJIEMBI C MEJIKOH MOTOPUKOH. B Takmx
CITy4asiX MOTYT OBITh IOJIE3HBI (pU3NYECKas Teparnust WIn
SproTepanysi.

Peun
Hapyenne pa3BuTus peun — riiaBHOE CIeACTBHE qedeKTa reHa
FOXP2, nnarmoctupyemMoe Kak JeTcKast alpakcHs pedu. Y
HEKOTOPBIX JIeTeil MOXKET TaKXKe OTMEUAThCs U3apTPHsL.
BonbmMHCTBY fieTeit He CIpaBUTHCs 6€3 CYLeCTBEHHOM
TIOJIJIPKKH.

SI3bIK
HeKOTOpLIe UHAUBUABI MOTYT HUCIIBITBIBATH l'IpOGJ'IeMLI C
HpOI/ISHOHIeHI/IeM U IIOHUMAaHHUEM pa3FOBOpH0ﬁ peqH.

KoruutusHbie QyHKIIUH
YposeHb HeBepOanbHOTO 1Q, Kak MpaBwiI0, CPETHAN HITH HIDKE
cpensero. HekoTopsle JeTu CTaJIKUBAIOTCS C TPYIHOCTSMU B
o0yueHnY (HampuMep, B OBJIAJICHUH HABBIKAMH YTCHHS U [IHCHMA).
PebeHok MOXET MOJTyYHTh HEOOXOAUMYIO TIOMOIIb B
CIELUATN3UPOBAHHON LIKOJIE.

IloBenenue
Kaxk npaBuiio, nets 0OIUTENBHBIC U IPYXKETIOOHBIE.
AYTHCTHYECKHE YePTHI OTMEYAIOTCS PEJIKO H TOJIBKO y AeTell ¢
coctosiHueM «FOX P2-naiocy, KOTa 3aTparuBaloTCsa COCEIHUE C
FOXP2 rensr.



