Moyemy BO3HMKaeT myTauma B reHe SOX5?

MyTaumsa reHa SOX5 MmeeT ayTOCOMHO-4,0MUHAHTHbIN 1
ran/jo0Hef0CTaTOuHbIV XapaKkTep HacnegoBaHuA. Mpu
ayTOCOMHO-A0OMWHAHTHOM Hacnef,0BaHUM ANA NPOABAEHUA
OTK/IOHEHUA JOCTaTOYHO OAHOrO NOBPENAEHHOIO reHa, Npu
3TOM UMEETCA paBHasA BEPOATHOCTb Hace40BaHWUA MyTaLun
KaK MY)UYMHAMM, TaK U KeHLWMHamu. B 6onblumHcTe
C/ly4aeB KONMYECTBO reHeTUYEeCKOro NpoayKTa He umeeT
peLatoLLero 3HaYeHna, 0fHaKo Npu myTauum B reHe SOX5
NpPOM13BOAMTCA HEAOCTAaTOYHO TPAHCKPUMLMOHHOIO
dakTopa SOX5 ana HopmanbHOro GPyHKLMOHUPOBAHUA
opraHuama. [laHHoe AB/eHMe Ha3bIBalOT
ranaoHef0CTaToYHOCTbIO. [1py ransoHe4,0CTaTOMHOCTM ANA
HOPMabHOTO Pa3BUTUA OpraHM3ma HeobxoaMMbl Konum
reHoB, yHac/e0BaHHble OT 060ux poautenei. MpoayKT
reHa SOX5 perynupyet pa3suT1e HEPBHOW CUCTEMBI,
No3TOMY NPW HEAOCTAaTOYHOM BbipaboTKe
TPAHCKPUNLUMOHHOIO dpakTopa SOX5 Mo3r He moxKeT
HOPMasIbHO Pa3BMBATLCA U GYHKLMOHUPOBATD.

Yawe scero cmHApom SOX5 BO3HUKAET TONbKO Y OAHOrO U3
YNeHoB ceMbU. TaK MPOUCXOAUT, MOTOMY YTO USMEHEHUA B
reHe SOX5 BbI3bIBalOTCA MyTaumamu de novo.

Mpu myTaumm de novo reHeTMYecKoe M3MeHeHWe NPOUCXOaUT
Bnepsble. TakMe MyTauumn BO3HUKAIOT Npu GopMMUpoBaHMM
CNepmaTo30MA08B UNN ANLLEKNETOK poaUTeNsA A0
0NA0A40TBOPEHUA. ITU Mymayuu BO3HUKAIOT CIyYalHbIM
06pa3oMm M HUKaK He 3aBUCAT OT AENCTBUI poauTeENEN.

B HeKoTOopbIX cay4anax usmeHeHua B reHe SOX5
HacneaylTCA OT poaUTeNa, UMeloLwero JaHHoe
OoTKNOHeHue. MNockonbky SOX5 HacnenyeTca NO ayTOCOMHO-
OOMMUHAHTHOMY TUNY, BEPOATHOCTb HaCNeACTBEHHOM
nepegaun mytaumuu B reHe SOX5 ot poautens pebeHky
coctasnnet 50%. TAXKecTb CUMNTOMOB, BbI3BaHHbIX MyTaLew
B reHe SOX5, MOXeT CyLLeCTBEHHO OT/IMYATLCA AaxKe B
npegenax ofHOM CeMbW, OAHAKO Mbl HE MOHUMaeM, MoYemy
TaK NPoOMCXOamT.

CembM pacckasbiBaloT...

“ OH 04eHb AQCKOBbIM M MUABIM, HO B TOXE BDEMS O4EHb
PAHUMBIN. Y HEro AnarHoctmposaHo PAC
(POCCTPOMCTBO AYTUCTUHECKOTO CMEKTPA) U €CTb
noao3peHune Ha CABI (CMHAPOM AedburLmUTa
BHUMAHMUS U TUNEPAKTUBHOCTH). TENEPb Mbl 3HOEM
€ro NoTPebHOCTU 1 U30 BCEX CHMA CTAPAEMCH
YAOBAETBOPWUTb MX. BAQroAQpPS MCMOAB3OBAHMIO
CMOKOMHOTO 1 PA3YMHOTO MOAXOAQ K BOCMMTAHMIO €ro
NOBEAEHUE MOXHO KOHTPOAMPOBATL. MHE HPOBMTCS
HABAIOAQTb, KOK OH B3POCAEET M KAK PA3BUBAETCS €0
AMYHOCT.
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Bo3MOXXHble BapuMaHTbl Tepanuu

® KOHTPO/Ib NMUTaHMA NPU HEOBXOAUMOCTH, B TOM YMC/e 30HA0BOE
KOpM/IEHME B MIaAEHYECTBE;

® >/ekTpoaHuedanorpamma (33r) ana smepeHus
3/IEKTPMYECKO aKTMBHOCTM MO3ra MpPu NOA03PEHUAX Ha
aNuUAenTUYECKME NPUNaaKK;

NpoBepPKa 3peHus, OUKM NpU HeobX0AMMOCTH;

® MPT, B cniyyae ecnv y pebeHka HabnogaeTca cya0pOXKHbIN
CUHAPOM MM CNaboCTb B KOHEYHOCTAX;

[ONrocpouHoe HabloaeHe y AeTCKOro AedeKTonora;
dm3ndeckas Tepanua u paboTa Hag peubto CO CreLnaamcTom;

® nocelleHre CneLmanmncTa no KAMHUYECKOM reHeTuKe (C Lenbio
paclndpPOBKU Pe3yIbTAaTOB FeHETUUYECKMX TECTOB, NONYYEHUA
peKoMeHAaLMI No NAAHUPOBaHMIO GEPEMEHHOCTU U T. 4.);

® o6cnefoBaHNe, HaNpPaB/EHHOE Ha onpeaeneHne Hanbonee
apdekTMBHOro cnocoba obyyeHun pebeHka ¢ myTaumen B
reHe SOX5.

Cembu paCCKa3biBaloT...

“ Y Hero o4eHb 4acTo 6biBanK 3anopbl. Mprem NULLEBbLIX

£,06aBOK C BbICOKMM COAEPKAHMEM KIETYATKM MPOCTO M3MEHUA
Hally M3Hb. PaHblLe OH NPOCbHINANCA MOCPEAM HOUM 1 NiaKarn,
HO Tenepb, KOraa 3anopbl UCYE3/IM, OH NPOCbINAeTCA ropasao

pexe. lymato, emy npocto 6bino 6onbHO. ”
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YTto Takoe cnHapom SOX5? Xpomocoma 12

HEpPBHOM CUCTEMBI, BbI3BaHHOE M3MEHEHUAMMU B KopoTkoe (p)
reHe SOX5 (BblAeneH KpacHbIM), KOTOPbIM — I
pacnosnoxeH B KOPOTKOM nieve (p) 12-i !
XPOMOCOMbI Ha no3ununnl2.1(12p12.1).
SOX5-cMHAPOM, TaK¥Ke U3BECTHbIN Kak CUHAPOM
Namb-Waddepa, conpoBoKaaeTca YyMCTBEHHOM
OTCTANOCTbIO (BO3HMKAOT Npobaembl ¢
obyyeHMem) 1 3aepKKOI B NCUXOMOTOPHOM
pPa3BUTUM (OCHOBHbIE ABUraTe/IbHbIE HaBbIKK
npuobpeTatoTcs ¢ 3a4epKKoM). MOCKONbKY CUHAPOM
Namb6-LLaddepa — 3To OTKNOHEHME,
06Hapy*KeHHOoe OTHOCUTENIbHO HeZaBHO,
MHbOPMaLMA, KOTOPOI Mbl pacnosaraem, MoXeT
6bITb HEMNO/THOW.

CnHapom SOX5 — 310 HapyLlweHWe pas3BuTUA h

AAMHHOE (q)
naeyo

KakoBbl NpnynHbI BO3HUKHOBEHUA SOX5-

cuHapoma??

Yenoseyeckoe Te/I0 COCTOUT U3
MWIIMApA0B KNETOK. ITU KNEeTKN
OTBEYAIOT 33 BbINOHEHME PA3AUYHbBIX
bYHKUMI B HaLLlemM opraHusme,
3aWndpPOBAHHbLIX B BUAE
KUHCTPYKLMI», KOTOPbIE NO3BOAAOT
Hawwemy Teny paboTaTb NPaBUIBHO U
npeacrasaeHsbl B suae reHos 8 JHK.
Y Kax[oro Yyenoseka eCTb HECKONbKO
TbICAY FEHOB: OZHA KonwuA
yHacnefoBaHa oT oTUa U 0gHa — OT
marepwm.

T'eHbl NMHENHO CrPYNNUPOBaHbl B HUTEBUAHDBIX CTPYKTYpaX,
pacrnonaratoLMXca BHYTPU HALLUX KNETOK. DTN CTPYKTYpbI
Ha3bIBAKOTCA XPOMOCOMaMM.

i

Cunapom Jlamb-LLaddepa BO3HMKAET, KOrAa o0fHa U3 AByX
Konwuii reHa SOX5 GyHKLUMOHMPYET HenpaBuabHO. [aHHbIi
CUHIPOM MOXKET bbITb BbI3BaH U3MEHEHUAMM (MyTALMAMM) B
reHe SOX5, KOTopble He NO3BONAKOT STOMY reHy paboTaTb
npasubHO. TaK}Ke 3TO MOKeT bbITb BbI3BaHO NoTepei
O/ZHOM M3 KON y4acTKa 12-i XpomMoCcoMmbl, B KOTOPO
copepxutca reH SOX5 (peneuus), To ecTb ocTaeTca BCEro 0Ha
Konua 3Toro reHa. HekoTopble U3 3TUX XPOMOCOMHbiX
JAeneuuin 3aTparnBatoT TobKo reH SOX5, a HekoTopble —

W Apyrue reHbi.

N3neunm nu cuHapom?
KaKkue ecTb BapuaHTbl NeYeHns?

Cneunduyeckoro nedeHns gasa cuHgpoma Slamo-Waddepa
He cyuiecTByeT. TpebyeTca KOMNIEKCHOe CUCTeMaTUYECKoe
NeyeHue nog HabnoLeHMEeM KOMNETEHTHOrO NeamaTpa.

Kak B3anmocBA3aHbl U3BMeHeHUA B reHe
SOX5 1 nposaBAeHUsA CMMNTOMOB?

CumnTaeTcs, 4to reH SOX5 oTBeTCTBEHEH 33 GOPMUPOBaHUE
M pa3ButMe mo3ra. MMeHHO Mo3aToMy M3MeHeHWA B reHe
SOX5 B OCHOBHOM CBf3aHbl C HapyLIEHUAMMW Pa3BUTUA HEPBHOW
cucTeMbl, a y niogen ¢ cuHapomom Jlamb-Laddepa uacto
BCTPEYAlOTCA  NOBefEeHYeckMe  npobnembl,  YMCTBEHHasn
OTCTaNOCTb U 3a4ePXKKa PEYeBOro pa3BUTUA.

l'eH SOX5 oTBeyvaeT 3a KOAMpPOBaHME TPAHCKPUMNLMOHHOTO
¢daKkTopa. TpaHCKPUMLMOHHBIN haKTop perynupyeT paboTy
reHoB. TPaHCKPUNLUMOHHBIN dpakTop reHa SOX5 yyacTByeT B
3MBPMOHaNbHOM PA3BUTUM U PA3BUTUM LLEHTPANbHOW HEPBHOM
cucTembl (ronoBHoro mosra). Cutyaumu, Korga
TPAHCKPUMLMOHHBIN GAKTOP He BbINOHAET CBOO PYHKLMIO
nnu BbipabaTtbiBaeTCA B HEA0CTaTOYHOM 06beMe, HeraTMBHO
CKa3bIBAOTCA HA Pa3BUTUMN HEPBHOM CUCTEMBI.

KaKkoBa BEpOATHOCTb POXKAEHUA eLle
ogHoro pebeHKa ¢ cuHgpomom SOX5?

B cnyyae, eciM HKU y OQHOTO U3 poauTenei Het

O MHAKOBbIX TeHETUYECKUX U3SMEHEHUI, BAMAIOLWMX Ha SOX5,
BEPOATHOCTb POXKAEHUA ELLEe 0AHOTO pebeHKa C AaHHbIM
[MarHo3om o4yeHb Mana. OgHaKo OHa He paBHAETCA HYAHO.
CywectByeT Heboblas BEPOATHOCTb, YTO Y OAHOTO U3
poauTenein UMeeTca reHeTUYeCcKoe U3MeHEHNe B rameTax
(roHaZHbIM MO3anuM3m). Bonblie MHPOPMaLMK NO AaHHOMY
BOMPOCY MOXHO NOJIYYUTb Ha KOHCY/IbTALLMM Y Bpava-reHeTuKa.

Hanbonee pacnpoctpaHeHHble NPOABAEHUSA

MyTauusa B reHe SOX5 MOXeT BbI3BaTb C/ieaytoLune
nposBieHus:

3a/lep}KKa PeYeBoro pasBUTHSA;

YMCTBEHHAsA OTCTAN0CTb;

33/iepyKKa MOTOPHOTO Pa3BUTUS;

noseseH4Yeckne npobaemol;

HU3KUIA MbILLEYHDbIN TOHYC U CHUMKEHWE MbILLIEeYHOW CUbI

(rnoToHuA);

TPYAHOCTM NPU KOPMIEHWUW B MIaSEHYECTBe.

Jdpyrvue BO3MOXHbI€ NPOSIBNEHUSA CUHAPOMA

anunencus (cyzoporu);
cTpabusm (Kocornasue);
MCKPUBJ/IEHWE NO3BOHOYHMKA.

Pa3sutue

®unsunyeckoe passuTne
Bec peteii ¢ faHHON MyTaLUMel Npy POXAEHUN U UX POCT B
[leTCTBe, KaK NPaBu/Io, He BbIXOAAT 33 rPaHMLbl HOPMbI.
OpHaKo y HEKOTOPbIX AeTel MoKeT HabtogaTbea fNerkas
WM YyMEPEHHan 3afep:KKa PocTa U nerkas mukpouedanms
(maneHbKan ronosa). Ckopee Bcero, HeaHauyuTelbHOe
YMeHbLUeHWe pa3mMepoB ro/IoBbl gaxe He byaet
3aMeTHO NOCTOPOHHUM IOAAM.
Y HeKoTOpbIX AeTel ¢ myTauueit B reHe SOX5 B
MNafeHYEeCTBE HabMOAANNUCH TPYLHOCTU C KOPMIEHUEM.

CnocobHoCTb CUAETb, ABUMATHCA U XO4UTb
Y Bcex AeTen 6binu BbISBAEHbI 3a4,EPHKKMN B
pa3BUTUM MOTOPMKM. Kpome TOro, 13-3a HU3KOTo
MbILLIEYHOrO TOHYCa U CHUMKEHMA MbILEYHOMN CUbI
ATV MOTYT YyBCTBOBATb BANOCTb. BONbWMHCTBO
AeTel HaUMHAET CaMOCTOATENIbHO XO4MUTb TOIbKO K
2-3 rogam.
Peub
YacTto getu ¢ cuHapomom Jlamb-LUaddepa mcnbiTbiBatoT
60/1bLLe BCEro TPYAHOCTEN B Pa3BUTUM PEYEBbIX HABBIKOB. B
PELKMX Cy4anX JETU TaK U HE HAUMHAIOT ToBOPUTL. [deTu ¢
3TUM CUHAPOMOM HaYMHAOT FOBOPUTb NO3XKe
CBepCTHMKOB — B Bo3pacTe oT 1,5 oo 4 net
ObyueHune
Bcem MMEIOLLMM AaHHOE AETAM LWKObHOTO
BO3pacTa, O KOTOPbIX Mbl 3HaeMm, TpebyeTcsa NnomoLLb
B 06y4YeHuu.
NosepeHune
Y HEeKoTopbIX AeTel ¢ myTaumen B reHe SOX5
AMArHOCTMPOBAHO PACCTPOMCTBO ayTMYECKOro CNeKTpa
(PAC) nnu cuHapom peduupta BHUMAHUA U
runepakTueHocTv (CABT). TaksKe y HEKOTOPbIX AeTel
3aMeyeHOo arpeccMBHOE NoBeAeHue.

Mpob6aembl co 340pOBLEM

B page cnyyaes bbina 3ameyeHa cBA3b € anuaencuen
(cymoporamu). Y HeKoTopbIx AeTei ¢ cMHapomom Jlamb-
LWaddepa moxeT bbITb 4MArHOCTMPOBAHO KOCOrasue.
TaKkxe y feTeit MoryT bbITb BbIABAEHbI HE3HAYNUTE IbHbIE
aHOManum Kuctel u cton. MHoraa Habnoaaerca
UCKPMB/IEHNE NO3BOHOYHMKA. pK 3TOM, MyTaLMA B reHe
SOX5 06bI4HO HMKAK He CBA3aHa C NOPOKaMM PasBUTMA
BHYTPEHHWUX OPraHoB (B TOM YMC/e C NOPOKOM cepaua).

CembM PaCCKa3bIiBaAlOT...

“ Y Hero ecTb NPo6aeMbI C ME/IKOM MOTOPUKOIA.
Hanpumep, emy CI0OHO CAMOMY eCTb C MOMOLLBIO
NOMKKM U BUIKM MU NPaBUIbHO AepXKaTb KapaHAal BO
BPems p1coBaHMA. Jlyule BCEro OH yYMTCA, KOraa emy
06BACHAIOT BCe War 3a warom. ”



