Hackonbko pacnpocrpaHeH ButreBeH —

Konka cuHgpom?

CuHapoM ButteBeH — Konka — 3T0O O4YeHb peakoe
oTKoHeHune. Ha 2020 roa B MEAULIMHCKOW nUTepaType
onuncaHo MeHee 50 cny4yaeB. Bo3MoxxHo, ero 6yayt
AVMarHOCTMpOBaTh Yallle, Koraa BO3pacTeT 0CBEAOM/IEHHOCTb
06 3TOM CMHAPOME, @ FreHETUYECKME TECTbI CTaHYT LOCTYrHee.

NMoueMy 3TO Cyuynnoco?

Mpu 3a4aTM reHeTUYECKUIA MaTepuan poauTenel KonmpyeTcs
U3 ALIEKNETKN U cnepMaTo3omaa. JTOT NPoLEeCC He Bceraa
NPOUCXOANT MaeanbHO, MO3TOMY B FEHETUYECKOM KoZe AeTen
MHOrAa BO3HMKAIOT C/ly4alHble M3MEHEHUS, KOTOPLIX HET B
[HK poauteneii. Takue MyTaumMu NpoucxoasT camu no cebe u
He 3aBUCAT OT 06pasa XM3HU, NUTaHNS uan hakTopos
OKpy>KatoLeln cpeabl. B BO3HUKHOBEHWMW MyTaLMIA HUKTO He
BMHOBAT. OHWM MPOMCX0AAT B TEME KaXA0ro YenoBeka, HO
BNMAIOT Ha 340POBbE M Pa3BUTUE NI0AA TOSIbKO B TOM C/y4ae,
€C/N 3aTPOHYTbI BaXKHbIE MEHbI.

Y 60/bLUMHCTBA AETel C ANAarHOCTUPOBAHHBLIM CUHAPOMOM
ButTeBeH — Konka poanTeny NONHOCTLIO 340POBbI.
N3meHeHuns B reHe SIN3A Npon3oLLnn CoHTaHHO, TO eCTb
BO3HWUK/IN B CeMbe BrnepBble (de novo). OpHako
3aperncTpupoBaHO HECKOJIbKO CIly4aeB HAC/IeACTBEHHbIX
MyTaLMI, XOTS Y NepeaaBlUnX UX poauTesnei He 6bino SpKo
BbIpa>X€HHbIX CUMMTOMOB.

Mo)xeT 11 3TO NOBTOPUTLCA?

Puck poxxaeHus ewe ogHoro pebeHka ¢ peakum
reHeTUYECKUM OTK/IOHEHWEM N 3aBUCUT OT FeHEeTUYECKOro
Koda poautenei. Ecnn nsmMeHeHus, BO3HUKILE B reHe
SIN3A, CNOHTaHHbIE, TO €CTb HU Y KOFO M3 POAUTENEN UX HET,
BEPOSITHOCTb POXAEHNS elle OAHOro pebeHka C 3TUM
CMHAPOMOM KpalHe Mana (MeHee 1%). Ecnu oguH 13
poauTenein SBRSETCS HOCUTENEM MyTaLWK, TO BEPOSITHOCTb
pOXAEHUS elle oaHOro pebeHka € 3TUM CUHAPOMOM
cocTaensieT 50%. A pacyeTa puUcKoB B KaX/I0W CEMbeE
HeobXxoanMa KOHCYNbTauMst Bpada-reHeTmKa.

U3neunmo num 310?

CvHapom ButTeBeH — Konka He usneymm, oaHako npu
CBoeBpeMEHHOVI AOWNarHoCTuKe cneunanncTbl CMOryT
OTC/IEeXMBATb COCTOSIHNE pebeHKa N Ha3HauYnUTb
CMMNTOMATU4ECKOE NNEYEHNE
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CeMbu paccka3biBaloT ...
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YTto Takoe cuHApoM ButreBeH — Konka?

CvHapoM ButTeBeH — Kosika — 3TO pefikoe reHeTu4eckoe
OTK/IOHEHWE, KOTOPOE MOXET BbI3blBaTb 3aAE€PXKKY pasBuTuS,
TPYAHOCTY B 0OYYEHUM U HapyLIEHNE MOBEAEHNS Y AETEW.
CneumndmKa reHeTUYECKUX OTKJIOHEHWI TAaKoBa, YTO Y
KaXA0ro YenoBeka OHU NPOSIBNAIOTCA NO-pa3HOMY. B peakunx
CyYasx y AeTel C TakuM CMHAPOMOM BCTpeYaeTcs
3Nunencusi, HO B OCTaJIbHOM HUKAKMX CEpbE3HbIX Npobnem co
340pOBbLEM He HabntogaeTcs.

Yem BbI3BaH cMHAPOM ButTteBuH — Konk?

CvHapom ButTeBeH — Konka
BO3HMKAET B pe3y/nbTaTe
cneunduyeckmx n3MeHeHui
(MyTauwii) unu aeneunn reHa SIN3A
(nonHoe HasBaHue reHa — wieH A
cemMelncTBa perynsitopoB
TpaHckpunuun SIN3). F'eH SIN3A
pacnosnoXeH Ha A/IMHHOM Meye
XpoMocoMsbl 15, Ha ydacTke15q24.2
(cM. pucyHok).
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KOpPOTKOE M/1eyo p ONIMHHOE nneYyo g
B Halmx kneTkax HaxoAuTCs No ABe KOMWM XpOMOCOMbI 15 1,
COOTBETCTBEHHO, ABE Konun reHa SIN3A.

CvHapoM ButTeBeH — Konka BO3HMKAET, KOrAa U3MEHeHUs
3aTparneatoT TOMbKO OAHY KOMUIO FreHa. 3TO ABJIEHNE Takxe
M3BECTHO KaK ayTOCOMHO-AOMUHAHTHOE, MOCKOSbKY
U3MEHEHMWS1 MPOUCXOASAT B ayTOCOMe (TaK Ha3bIBAKOTCA Napbl
XpOMOCOM 1-22), a Anst BO3HWKHOBEHWS CMMNTOMOB
[OCTaTOYHO MyTaLMW TOSIbKO OZHOW KOMWUK reHa
(BoOMUHaAHTHON).

MocnepoBaTenbHOCTL reHa SINV3A oTBeYaeT 3a NpoOn3BOACTBO
6enka SIN3A. 3TOT 6eN0K SBASIETCS YacTbio BaXKHOMU rpynnbl
6enKoB, KOTOPbIE KOHTPONMPYIOT aKTUBHOCTb APYruX reHoB. B
pa3HblX YacTax Mo3ra reH SIN3A BbINONHSET pa3Hble
(YHKLMM, 0OCOBEHHO BaXkHble B CEHCUTUBHBIN Nepuos
pa3BuTUs. MO3TOMY M3MEHEHUS B €ro (PyHKLUMOHNPOBAHWUM
MOTYT NMPUBECTM K HEBPOIOTMYECKMM PAcCTPOMCTBaM,
CBSI3aHHbIM, HanpumMep, ¢ 06y4yaeMoCTbO U NOBEAEHMEM.

Xpomocoma 15

yzbst

leH

CMMnTOMBI

YacTble cUMNTOMBI:
3agepxka B pa3BuUTun
TpyaHocTn B 06y4eHun nnm
WHTEeNNeKTyanbHas
HepocTaTo4HocTb (MH)

[pyrie BO3MOXHbl€ NPOSABNEHUSA:
3anepKKa peyeBoro 1 S3bIKOBOrO pa3BUTUS
TpyaHOCTV MpY KOPMJIEHUN B NepBble MeCsLbl XXN3HU
HW3KMI MblLLEYHBIN TOHYC (TMMOTOHMS)
ManeHbkuin paamep ronosbl (Mykpouedanus)
AHOManuu pasBuUTUS FOIOBHOMO MO3ra Mo
pesynbtatam MPT
CynopOXKHbIN CUHAPOM M 3NUNencus
Mpobnembl co 3peHnem
HapyweHus cnyxa

Mpo6nembl co 3q0poBbEM

F'MnoToHus
MoyTH y NONOBUHBI AETEN C 3TUM CUHAPOMOM HabnoaaeTcs
HU3KWI MbILLEYHBIN TOHYC (MMMNOTOHKS).

He6onbluasi OKpy>XHOCTb FOMNOBbI

MpMUMEPHO Y MOMOBUHBLI 06CIEA0BAHHBIX OKPYXXHOCTb
rOMOBbl MEHbLLIE HOPMBbI.

AHOManuu pasBuTHs rosOBHOrO MO3ra

Ha 2020 roa nuwb HEMHOrMM AeTaM aenanu MPT ronoBHoOro
MO3ra, HO MOYTK Y BCeX TOMOrpadus BbiiBUIa aHOManuu.

CyAOPOXHbIiA CUHAPOM
Y HEKOTOpbIX AeTel HabNoAATCS CyA0POr 1 MPUMaAKKU, HO
0 CyZJOPOXHOMN aKTUBHOCTW Y fleTell C 3TUM AMarHO30M Moka
4YTO U3BECTHO Maso.

MNpo6nemsbl co 3peHneM
MpobnemMbl CO 3peHNEM 6binn BbISIBSIEHBI Y HECKOJTbKMX
JIETEN, HO OTKIIOHEHUS Y BCEX BbI/IN pasHble, NO3TOMY
KOHKPETHbIX CUMMTOMOB BbIAENUTb HENb3S.

Cnyx
Y HeckonbKux AeTel bbina BbisiBNeHa noTepst cyxa: y
OZIHOMO M3 HKX DOblna HEMPOCEHCOPHAs TYrOyXOCTb, Y ABYX
APYrMX — KOHAYKTUBHAS TYroyxocTb, elle y AByX —
CMeLLaHHasi TYroyxocTb.

XapaKrepHble 4epTbl niua
Y HeKoTopbIX (HO HE Y BCEX) AETEN NPOCNEXMBAETCS
HECKO/bKO OAMHAKOBbIX 0COBEHHOCTEN: LUMPOKMIM 1 BbICOKUI
no6, ManeHbKuUii poT, TOHKAs BEPXHSS ry6a, oCcTpbii
noabopoaoK U cnerka onyLleHHbIE Yronku ras.

PaszButue

[ | ®dusunyeckoe passutme

Ha 2020 ropa 3apaep>xka B pasBUTUM MOTOPHbIX DYHKLMIM,
HanpumMep xoabbbl, bblla 0TMeYeHa 6onee YeM y NONOBUHDI
[eTeln ¢ cuHapoMoM ButteBeH — Kornika.

[ WHTennekTyansHoe passuTue u o6y4aemMocTb
O6bI4HO Y AeTei HabntoaaloTca TPYAHOCTU C 0BYyUEHMEM U
WHTENNeKTyannbHast HeAOCTaTOYHOCTb. TeM He MeHee, y
HEKOTOPbIX YMCTBEHHbIE CMOCOBHOCTY B Npefenax HopMbl.
MHTepecHo, YTO pe3ynbTaTbl TecTa Ha BepbasibHbIi
WHTENNEKT MOryT 6bITb Bbile, YeM Ha Apyrue Buabl
WHTenNeKTa.

u Peub u a3bIK

Ha 2020 rog 6onee 4eM y NonoBuHbI 06Ce0BaHHbIX AeTel
OTMeyaeTcs Ta UK UHas opMa 3afepXXkn peveBoro
pasBuTHs.

| MosepeHne

MpuMepHO y TpeTun aeTel 6blIn ANarHoCTUPOBaHBbI
HeWponcuxmMyeckne oTKIIoOHeHNs. Cpeamn HUX Takue
paccTpoiicTBa kak PAC (pacCTpoicTBO ayTUCTUYECKOrO
cnektpa), CABI (cuHapom gedvunTta BHUMaHUS U
runepakTuBHocT), OKP (o6ceccrBHO-KOMNYIbCUBHOE
PacCTPOWCTBO), TPEBOXHOCTb, arpecCUBHOE MOBEAEHME,
JEenpeccusi, Ncuxo3 1 WwmsoaddeKTMBHOE pacCTPOUCTBO.

u KopmneHue

Y HEeKOTOpbIX AeTel MOryT BO3HWKaTb TPYAHOCTM C
KOPMNEHNEM: OHWM HAbNAAIOTCA NOYTU Y NONOBUHbI
obcnepoBaHHbIX. [1ByM getam notpebosanock KopMieHve
yepes HasoracTpanbHyto Tpybky (BBOAUTCA B XXENYAOK Yepe3
HOC).

u Bec

MouTun y TpeTu obcneaoBaHHbIX AeTel HabnogaeTcs
OTCTaBaHWe B Macce Tena.

u Poct

Y HeKoTOpbIX (MeHee TpeTu 06cneoBaHHbIX) POCT HMDKE
HOPMb!.

PekoMeHAaAUMM N0 MEAULIMHCKOMY
obcnepoBaHuUio:

[eTtn ¢ cuHapoMoM ButteBeH — Konka A0MKHbI HAXOAUTLCS
noa HabnoaeHWeM y psfa Bpayel: reHeTuka, neamaTpa,
HelponeauaTpa UM HeBposora 1 anunenTosora (npu
HeobxoanmocTH). [eTaMm MoXeT 6bITb NoKasaHa pedeBas 1
A3bIKOBasi Tepanus, a Takxke perynsipHoe HabnoaeHne y
cneumanuncTa rno AeTCKOMy pa3BuTuIO.



