Kak yacto Bcrpedaerca TUBATA

- aCCOLMMPOBaHHas TybynnHonaTusa?

TUBA1A-accoummpoBaHHas TybynnHonaTus - 04eHb peakoe
3aboneBaHve. Ha faHHbIi MOMeHT (2020) B MeAULIMHCKOW
nuTepaType onuncaHo MeHee 200 aeTelt C NaToreHHbIMU
reHeTu4eckMMmn BapmaHTamm B reHe TUBA1A. C noBblleHnem
0CBefIOMJIEHHOCTM 06 3TOM 3aboneBaHun n
pacnpoCTpaHEHNEM rEHETUYECKOrO TECTUPOBAHUS, Y
60sbLUero uncna aeten 6yaet BbISIBASTHCS AaHHOE
3abonesaHus.

lNoyeMy 3TO0 Npon30LLIo?

Mpw 3a4aTuM reHeTUYECKUIA MaTepuan poauTenein Konupyercs
B MOJIOBbIX KJIETKAX, U3 KOTOPbIX B MOC/IeAYHOLLEM
pa3BuBaeTcs pebeHok. MexaHn3M 61onorM4eckoro
KOMWPOBaHWUS He uaeasneH, NO3TOMY MHOrAA B FrEHETUYECKOM
KOZe AeTel BO3HUKAIOT peakue crydaiHble U3MEHEHMS,
koTopbIx HET B AHK poauTeneii. Takme U3MEHeHUs!
NPONCXOASAT CaMu Mo cebe M He 3aBUCAT OT 06pasa XM3HM,
0COBEHHOCTEN NUTaHKS UK AKTOPOB OKPYXKatoLLen cpefbl. B
WX BO3HUKHOBEHWUWN HWUKTO HE BMHOBAT.

MoyTwn y BCEX AETel C ANArHoCTMpoBaHHoi TUBA1A-
ACCOLIMMPOBAHHON TyBYNMHOMATUEN U3MEHEHUS B reHe

TUBA 1A npov3soLunuv BHe3anHo (de novo) n He 6binn
06Hapy>eHbl y poauTenei. ToNbKo Y HECKOMbKUX poanTenei
reHETMYECKUI BapuaHT B ;AHHOM reHe 6bli1 06Hapy»XeH B
YacTW KNETOK (TakK HasbiBaEMbI MO3auLIM3M), U Nepenasics
pebeHky (Y caMux poauTesneil Npy 3ToM CUMMTOMBbI NGO
OTCYTCTBOBaNW, 60 6bI/I MUHUMAJIbHBI).

MOXET /1 3TO NPOU30MATH CHOBA?

Puck poxxaeHus ewe oaHoro pebeHka ¢ peaKkMM reHeTu4ecknm
3ab0/1eBaHMEM 3aBUCUT OT FEHETUYECKOTO KOAa poanTeneil.
Ecnu nameHeHns B reHe 7UBA1A npov3ownn de novo, To ectb
HW OZVH W3 poauTENEeN He SBNSNICS UX HOCUTENEM,
BEPOSTHOCTb poXaeHus elle ogHoro peberka ¢ TUBALA-
aCCcoUMMPOBAHHOW TyByNnHoONaTHeEl oYeHb HU3Kasl (MeHee
1%). Ecnm y 0AHOro M3 poauTenien reHeTUYECKNI BapyaHT B
reHe TUBA1A vimeeT MO3anyHyto ¢opMy, TO LUAHCHI
MOBTOPHOIO POXXAEHUS pebeHKa C AaHHOWN 60/1e3HbI0
CTQHOBATCS Bbille. Bpay-reHeTuk NoMoXeT onpeaenuTb pucku
B BalLeN CUTyaLuu.

M3neunmo nm ato?

TUBA1A-accoumupoBaHHas Ty6ynnmHonaTus He MOXeT 6bITb
M3/1e4eHa NOMHOCTBIO, HO, 3HAs AMAarHo3, CNeumanucT CMOXET
Ha3HaYUTb NOAXOASALLYIO CXEMY KOHTPOJIbHbLIX 06CNIEA0BAHMI U
JleyeHue.

Poautenu pacckasbiBatoT ...

Y Moero cbiHa KOMMJIEKCHbIE MOTPEGHOCTH, EMY HYXHA
NoAAep)KKa B KaX/OM acreKTe ero XusHu. B camom
Hayasie HaWero MyTV HaM CKasanu, YTO OH MOXKET HMUKOrJa
HE Hay4YMTbCsl XOAUTb WU TOBOPUTb, HO NMOCTAaHOBKA
TaKoro peaKoro AvarHo3a fana Ham BO3MOXHOCTb
MOBEPUTb, YTO BO3MOXHO BCe. IMoc/e MHOrMX YacoB
ycepAHoi paboTbl, TENepPb Hall CbIH MOXET XOAUTb, Y HEro
NosIBUNACh peyb U Crocobbl KOMMYHUKaLMK. KaXabii AeHb
Mbl CTPEMMMCSI TOMOYb €r0 PAcKpbiTb COGCTBEHHbIN
noTeHuuan. Ero cuna BosM 1 NopasuTesbHbIN XapakTep

@J’IHDT €MY ABUraTbCs BMeEpPEa.

NHdopmauusa n nogaepxka

b’ Fpynna noagepXKu cemeit C peaKuMm
XPOMOCOMHbIMU OTK/IOHEHUSIMU
The Stables, Station Road West,
Oxted, Surrey. RH8 9EE. UK.
e Tel +44(0)1883 723356
info@rarechromo.org

.
Uni
www.rarechromo.org

'pynna B Facebook:
https://www.facebook.com/groups/1468134113494624/
MpucoepuHUTECh K Co0bIWECTBY Unigue, YTo6bl NONYYNTb
AONONHUTENbHYI0 MHG OPMaLMI0, He06X0ANMMYIO MOMOLLb K
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Moxxanyicra, NOMOruTe HaM NnoMoYb Bam!
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Yrto Takoe TUBA1A-accoummnpoBaHHas TybynnHonatums?

TUBA1A — accouumpoBaHHasl TybynMHoNaTms — reHeTuieckoe
3aboneBaHne, BbI3BAaHHOE M3MEHeHNsAMU B reHe TUBAIA. Ha
[aHHbIi MOMEHT M3BECTHO, YTO Y BONbLUMHCTBA AeTel C
TUBA1A-accoLmmpoBaHHOM TyBynMHonaTuei oTMevaeTcst
3a4epXKa B pa3BUTUM, U3MEHEHUS B (DOPMUPOBaHUA
rO/IOBHOrO MO3ra U ManeHbKUiA pa3Mep ronoBbl. Takke
pacnpocTpaHeHa anunencus. Y MHOrux Aetei ectb
[ONOSTHUTESbHBIE HEBPOSIOrMYECKNE CUMITTOMBI,
3aTparnBaoLme B OCHOBHOM (DYHKLMOHMPOBAHME MbiLLILL.

Yem BbIzBaHa TUBA1A-accounmpoBaHHas TybynuHonatua?

TUBA1A-accounvpoBaHHas
TybynuHonaTtus Bbi3BaHa 0CobbIMU
N3MEHEHUAMU (TaKVIMVI KaK
MaToreHHble BapuaHTbl) B reHe
TUBA1A (TUBAIA - abbpeBuatypa
NOMHOIO Ha3BaHWSA reHa, Ty6ynuH
anb@a-1A, noatToMy u 3abonesaHune Knerka
Ha3sbIBaeTcs TybynuHonaTtuen). e AHK :3
TUBA1A pacrionoxeH Ha ANMMHHOM CJ:‘:V
nneye 12 XxpoMOCOMbI B JIOKyCe ~)
12g13.12 (cM. Hnxe). =

Xpomocoma

Xpomocoma 12 TUBAIA

@ T

KOpOTKOe ANNHHOE

B Hawwx kneTkax ecTb ABE KOMMU 12 XpOMOCOMbI, NMO3TOMY
reHa TUBAIA Toxe aBa.

TUBA1A-accoummpoBaHHasi Ty6ynMHoONaTns BO3HMKAET, Koraa
O[lHa U3 Konuii reHa TUBA1A noaBepraeTcst U3SMEHEHUSIM.
Takoe n3MeHeHNe Ha3blBAETCS ayTOCOMHO-AOMUHAHTHbIM,
MOCKOJIbKY MPOUCXOAUT B ayTocoMe (B OJIHOM M3 XpOMOCOM 1-
22) v NposiIBNSIETCS TOrAa, Koraa U3MeHeHa Nvllb oaHa U3
KOMWIA reHa (I0MUHAHTHBIN).

HykneoTnaHasa nocnenosaTenbHOCTL reHa 7UBAIA HyXHa ans
co3paHusa 6enka TUBA1A. 3ToT 6e/10K MOXET 6bITb HalAEeH B
60/IbLUMHCTBE HALIMX KITETOK, HO KPUTUYEH OH MMEHHO ANst
pa3suTusa Mo3ra. benok TUBA1A HyxxeH Ans co3faHus
CTPYKTYP, Ha3blBaeMbIX MUKPOTYBynamu, KOTOPbIE BbIMOSHSIOT
MHOXECTBO (DYHKLMI B OpraHM3Me, ofiHa M3 KOTOpPbIX —
CnocobCcTBOBaHNe NPaBUNbHOMY ABMXKEHUIO HEPBHbIX KNETOK B
pa3BuBatoLLEMCS MO3re.
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OcobeHHocTn TUBA1A-accoummpoBaHHO
TybynuHonaTtum

Y 6onblwmnHCTBa AeTei ¢ TUBA1A-accoLmMMpoBaHHOM
TyBynMHonaTMen NposiBNSOTCS:

obLas 3aaep>xka pas3suTus

YMCTBEHHas OTCTanNoCTb

CTPYKTYpHbIE @HOMa iU rofIoBHOrO Mo3ra Ha MPT
ManeHbKWi pa3mep rofioBbl (MukpoLedanus)

[lpyrvie BO3MOXHble NpOsiIBNEHUS:
anunencus
MOBbILIEHHBIV MbILLEYHbIN TOHYC (CMACTUYHOCTb)
HU3KMI MbILLEYHBIN TOHYC (MMMNOTOHWS)
npobnembl CO 3peHneM

Mpo6nembl CO 340pOBbEM

CTpyKTypHble aHOMarnmu rofioBHOro Mo3ra
Ha MPT ckaHax rofioBHOro Mo3ra 60sbLUMHCTBA AETEN C
TUBA1A-accoLmMnMpoBaHHON TybynMHOMNaTUEl BbISIBNISIETCS
60/bLLON AMANA30H CTPYKTYPHbIX M3MeHeHWU. Cpean HuX
BCTPEYaeTcs HeAoCTaTOYHOE PasBUTHUE UK OTCYTCTBUE
MO30JIMCTOr0 Tena (CBS3M MeXxay JIEBbIM U NMPaBbIM
MosyLlapyeM rosioBHOro Mo3ra). Y 60/blIMHCTBa AeTei
TaKKe 06HaPY>KMBAKOTCS aHOMANNMN U3BUIMH — CKIAZOK,
BbICTYMaloLLMX HA MOBEPXHOCTM FOSIOBHOMO MO3ra
(manbhopMaumm Kopbl rO/I0BHOrO MO3ra).

Onunencus
MHorue aetn ¢ TUBA1A-accoUmMmnpoBaHHOW TybynMHONaTUEN,
[aHHble KOTOpPbIX 66111 ONYHIMKOBaHbI B MEANLIMHCKMX
CTaTbsIX, UMENN HEOAHOKPATHbIE CYAOPOXHbIE 3MM304bl.
Tunbl cyaopor 6binn pa3HoobpasHbl 1 BKIOYanu B cebs
reHepann30BaHHbIE TOHUKO-KIIOHUYECKME, MNlageHUYecKne
cnasmbl 1 oKasbHbIE CyA0OPOry.

[pyrvue HeBponornyeckre CMMMNTOMbI
Y 6onbluoro uncna aetei ¢ TUBA1A-accoLMMpoBaHHOM
Ty6ynuHonaTuel 6bin BbISIB/IEH NOBbILLIEHHbIN MbILLIEYHBIN
TOHYC (CNACTUYHOCTB), @ Y HECKOMbKUX — Habntoaancs
MOHWKEHHBIN MbILLEYHbIA TOHYC (FMMOTOHMS).

Mpo6nemMbl Co 3peHnem
Y HekoTOopbIX AeTel Takke 6blv AMarHOCTUPOBaHbI
odTanbMonormyeckne Nnpobnembl, cpeam KoTopbix
BCTpevaloTcsl HUCTarM (Henpom3BosibHOE «KonebaHue»
rnas), kocornasve (HapyLleH1e CKOOpPANHUPOBAHHOM
paboTbl rNas, Takke M3BECTHOE Kak CTPabuam) u
Heaopa3BUTUE 3pUTENbHOrO HepBa (rmnonnasms
3pUTENBHOIO HEpBaA).

Pa3Butune

[ dusnyeckoe pasBuTue

[JeTtn ¢ TUBA1A-accoummpoBaHHOM TybynmMHonaTuelt 0bbIvHO
MMEIOT CYLLIECTBEHHYIO 3a[IePXKKY B 3Tanax MOTOPHOro
pa3BuTKS. HekoTopble U3 HAX Hay4akTCs XOAUTb Mo3aHee
0XXMOAEMOr0, Kakas-To YacTb AETEN MOXET CTOSTb Un
XOAUTb TOMbKO C NOAAEPXXKON, @ €CTb U Te, KTO TaK U He
HauMHaeT XOauUTb.

| YMcCTBEHHOe pa3Butne n oby4aemocTb

Kak npaBuso, y AeTein HabnoaaTcs Cepbe3Hble
CNOXHOCTU C 06Y4aEMOCTbIO UMW YMCTBEHHAs
OTCTanocCTb, BCNeACTBME YEro OHU MOryT 6bITb
HeA0CTaTOYHO CaMOCTOsTENbHBIMKY, Byay4n B3POC/bIMU.
MHorue un3 ,que17| Hy>XAatloTCAa B cneumnasibHOM
06pazoBaHuM.

| Peub 1 s3bIk

Mpo6nembl C peyeBbiM U I3bIKOBLIM Pa3BUTMEM 0BbIYHO
ABNAKOTCA CneaACTBUeEM YMCTBeHHOVI oTCcTanoctun. MHorue
AETU NUMEIOT TAXKENO0E HapyLlleHNE peyvyeBoro n 43blIkoBoro
Pa3BUTUSI, HE UCMOSb3YIOT C/I0Ba OCMBIC/IEHHO W NMOHUMaHWe
06pallleHHON peyn Takxe, Kak NpaBusio, OrPaHUYEHO.

| MoBeneHne

BONBLIMHCTBO AETEN B OCHOBHOM UMEET [PYXXENHO6HBIN 1
NPUATHBINA XapakTep. Y Heckonbkux aeteit ¢ TUBA1A-
ACCOLMMPOBAHHON TyBynMHOMATUEN Takoke HabnoaatloTcs
HepOomnoBEAEHUYECKME PACCTPOWNCTBA, TAKME Kak ayTu3M Unn
MposiBfieHNEe ayTUCTUYECKMX YepT.

[ ] Mpo6nemMbl ¢ KopMneHem

[Hetun c TUBA1A-accoLMmMpoBaHHOM TyByTMHONATHEN
UCTbITBIBAKOT NPO6ieEMbI C KOPMNIEHVEM. B TO BpeMst kak
HEKOTOPbIE M3 HWUX MOTYT €CTb C MOMOLLbIO POAUTENS UIU
crneumanvcTa rno yxogy, Apyrve nony4atoT nutaHue (1
JIEKAPCTBA) C MOMOLLbIO TpybKku ana Y3 (UpecKoXxHoM
3HAOCKOMUYECKOM racTpoCTOMUM), KOTOpasl BBeAEHa
HEMOCPEACTBEHHO B XENYAOK Yepes GPIOLLHYIO CTEHKY.

PekoMeHaaumMm nNo MeanLMHCKOMY obcnegoBaHuio

[Jetun c TUBA1A-accoLMpoBaHHOM TyBYTMHONATHEN JOMKHBI
6bITb NMoA HabnoAEHMEM MHOrONPOMUIBHOM FPyNMb
CMNeLuanvcToB, BKIOYalOLLEN neanaTpa, HermponeanaTpa 1
HeBponora-anuenTosiora Npy HeobxoaAMMoOCTU. [AeTaM MOXeET
noHapobuTbcs peabunutauMoHHas, dusmnoTepanus nnm
Tepanusi pe4eBoro 1 S3bIKOBOr0 pa3BuUTKS, a Takxke
nepvoamyeckme KOHCybTauum cneumanucta no AeTCKoMy
pa3suTunio. Takxe MoXeT noTpeboBaTbcs
odTansMonornyeckoe obcneaoBaHue.



