Yem Bbi3BaH cuHgpom SETD5?

FeHeTUYecKU maTepuan pogutenein Konupyertcs B
NnosoBble K/IETKW, M3 KOTOPbIX MOC/Ae 3ayatuA
pa3BuBaeTcA NNoA.

MexaHn3m 6MoNOrMYecKoro KONMPOBaAHUA He
coBepLIeHeH, MO3TOMY MHOTAa B reHEeTUYECKOM Koae
pebeHKa NoABAAIOTCA CNyYaliHble pegKue MyTauum,
KoTopbix HeT B IHK poguteneii. Cunapom SETD5
BO3HWKAET, KOrga ofHa U3 TaKUX CNyYalHbIX MyTaL M
BAMAET Ha reH SETD5 Ha 3-eli xpomocome. Takoro poaa
MyTaLMKN ecTeCTBEHHbIM 06Pa30M NPOUCXOAAT Y BCEX
610N0rMYECKNX BUAOB, B TOM YUC/IE Y NIOAEN, U HE
CBA3aHbl C 06Pa30M KU3HWU MU NOBEAEHUEM.

B 60/1bWIMHCTBE cCEMEN MyTauums reHa SETD5
npoucxoauT Bnepsble (de novo). B peakux cayyasax y
OAHOro U3 poanTeNen MOXeT bbITb TaKas XKe MmyTauums,
KaK y pebeHka.

MoskeTt nm 310 ﬂOBTOpVITbCFl?

BepoATHOCTb TOro, YTO APYro pebeHOoK ToXKe poauTcA
C peaKuUM reHeTu4eckum 3abosieBaHMeM, 3aBUCUT OT
reHeTU4eckoro Koga poautenei. Ecnv y pogutenei
pebeHKa ¢ myTaumein B reHe SETD5 Takon myTaumu HerT,
BEPOATHOCTb MOBTOPHOIO POXKAEHMA B 3TOM CEMbe
pebeHKa ¢ cuHapomom SETD5S nnwb HEMHOTO Bbille,
Yyem y ocTasibHbIX Atoaen. Ecam pesynbtathl
reHeTUYEeCKOro aHaiM3a NokasbiBatloT, YTO y pebeHKa ¢
cuHapomom SETDS 1 y ero poautenen nmerotcs
OAMHaKoBble U3MeHeHUA B reHe SETD5, BepoATHOCTb
NOBTOPHOrO POXAeHMA pebeHKa € 3TUM CUHAPOMOM
3HaYMTENIbHO BbiWwe. CUTyaLmA B KaXKA0M cembe
MHANBUAYANbHA, MO3TOMY KOHKPETHbIN COBET MOXET
[aTb BPay-reHeTUK Nocsie KoOHCyAbTauuu.

Kak uacto BcTpeyaetca cuHapom SETD5?

CuHppom SETDS - peakoe cocTosHue; BnepBble
onucaHHoe B 2014 roay. bbino nokasaHo, YTO MyTaLuMA B
reHe SETD5 agnaeTcA 04HOM M3 pacnpoCTPaHEHHbIX
NMPUYMH YMCTBEHHOM OTCTaZI0CTU, COMPAKEHHOM C
ayTU3MOM W NOBeAEeHYeCKMMU HapyLleHnamu. MNpu
obcneposaHmm 1000 getel ¢ yMCTBEHHOM OTCTA/NIOCTbIO
CpeaHewn 1 TAXKeNon cTeneHun, mytauum B reHe SETD5
6b1M 06HapyKeHbl y 6 Yenosek (0,7%).

CembM paccKasblBatoT...

«Hawa ao4Yb nomorna Ham yBuaeTb MMpP B HOBOM CBeTe.
OHa HacToAwmi nogapok». - 11 nert.

«Halwemy cbIHy O4eHb HPaBUTCA INIEKTPOHMKA,

OH ntobo3HaTeneH n NbUT nomoratsb Apyrum. OH N6UT
y4acTBOBATb B CMOPTUBHbIX COPeBHOBaHMAX CneunanbHom
Onumnuagbl. EMy oueHb HpaBMTCA BbITb YacTblo KOMaHAbI.
OH nomoraeT Ham Bceraa 6bITb B TOHYCE, OH OYeHb Nt0BALLMIA
M pa3roBopYMBbIi NapeHb. OH OAMH U3 CaMbIX 0COBEHHbIX
Ma/ib4MKOB, KOTOPbIX Mbl 3Haemy, - 15 ner.
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[aHHasa 6poltopa He 3ameHAET NPOGEeCcCOHANbHYIO MEAULMHCKYO
KOHcynbTauuto. Mo Bcem Bonpocam, KacaloLwmmces 340p0BbA,
reHeTM4Yecknx 3aboneBaHui U UX NeveHuns, cembam Heobxoarmo
MPOKOHCYIbTUPOBATLCA Y CMeluanucTa. B 061actv reHeTUKM MHOpMaLys
MEHSAETCS O4eHb BbICTPO, U €C/IM Ha MOMEHT Ny6AnKauuu 3Ton
6poLtopbl NpeacTaBneHHas MHGOPMaLMA ABNAETCA CamMoii NepesoBoin,
TO MO3}Ke HeKoTopble GpaKTbl MOTYT U3MeHUTbCA. Unique cTapaeTcs bbiTb B
Kypce nocnefHUX M3MeHeH!i 1 no mepe HeobxoAnMMocTH
nepecmaTtpusaeT onybanKoBaHHble bpowtopsl. JaHHaa 6polwtopa bbina
cocTaB/ieHa AOKTOPOM J1tocK P3iMOHZ, NOYETHbIM KOHCY/IbTaHTOM,
CMEeumanucTom no KANMHUYECKOW reHeTnKe, Kembpuaskckuia
yHUBepcuTeT, BesmkobputaHus.
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CuHppom SETD5S
n peneuuna 3p25
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Yto TaKoe cuHapom SETD5?

Bnepsble cuHapom SETD5 6bin onucaH avwb 2014 roay,
no3aTomy MHGOPMaLMM NOKA MMEETCS He Tak MHoro. FeH SETD5
pacnonaraeTcs Ha y4acTke p25 3-eil XpoMOCOMbI. ITO OAUH U3
reHoB, OTCYTCTBYHOLLMX

npu cCMHAPOME MUKpoZeneumm

Xpomocoma
3p25. Npwn obcnegoBaHun geTen c
CUHAPOMOM MUKpoaeneuunn 3p25 ;
W geten ¢ myTaumamm B reHe SETDS5,
obHapyXu1BaeTca MHOro 06Lwmnx
npossaeHui. Moatomy B

HacToALlLee BpemMs CYMTaeTcs, YTo Kneria

K/IloYeBble MPU3HAKM CUHAPOMA é
MUKpoaeneunm 3p25 en
06yCcNOB/IEHbl OTCYTCTBMEM FeHa ‘/\3
SETDS. ok NS

PacnpocTtpaHeHHble NPpU3HaKK

Hanbonee yactble NnpusHaku cuHapoma SETD5
BCTPEYAIOTCA TaKXKe Yy AeTeN C Apyrumu
HacneaCTBEHHbIMU COCTOAHUAMMU,
XapaKTepU3YyLWMMNCA TPYAHOCTAMU B 06y4eHUH,
Nno3Tomy 6bIBAET CIOXKHO MAEHTMOUUMPOBATL
3aboneBaHune 6e3 npoBeneHUA reHeTUYeCcKmx
nccnefoBaHuUM.

MepBble TPN U3 NepeyncaeHHbIX HUXKe NPU3HAKOB
BCTPEYaloTCA NOYTU Y BCEX AeTen ¢ cMHApomom SETDS.
Hanuume ocTanbHbIX NPOABAEHUI BapbupyeTCa.

YMCTBEHHAA OTCTaNOCTb, TPYAHOCTU B
06y4YeHUU 1/UNKn 3a4epKKa pPa3BUTUA

3ajeprkKa peyeBoro pasBuTMA 1/ManN 3anKkaHue
CTepeoTunHoe noseaeHue u/mam aytmsm

ManeHbKas ronosa

CHUMKEHHbIN anneTuT 1 3agepKa GU3NYecKkoro passnTua
l'ycTble 6pOBM, KOTOPbIE CPACTAOTCA MU MOYTU
cpacTatoTcsa mexay coboi (cuHodpus)

3aboneBaHuAa cepaua

HapyweHue cnyxa

MT03 (HeCNOCOH6HOCTb NONHOCTLIO MOAHATL BEPXHEE
BEKO)

NckpuBneHne no3BOHOYHUKA

Passutue

®dusmyeckoe passutue
MouTtn BCE MmnageHubl OTCTakoT B ¢M3VILIECKOM Pa3BUTUMN,
Kpome TOro, HeKoTopble poX4akTcA Ha O AUH AN ABa
MecsLa paHblue CPOKa. BoNbLWMHCTBO AeTen UMEKT pPocT U
BeC HUXKe, YeM Yy CBEPCTHUKOB, O4HAaKO HEKOTOpPbIe AeTU
XOPOLO PacTyT U AOCTUFAIOT cpeaHero pocra.

Kopmnenue
Pogutenam moxkeTt noTpeboBaTbCA NOMOLLb, NOCKONbKY
NOHAYaNy MOTryT BO3HUKATb TPYAHOCTM Npu KopMmaeHun. Kak
npaBua0, MNAAEHLbI COCYT rpyab cnabo, u moryT
NoHaA06MTbCA MOIOYHbIE CMECU BbICOKOM KaNloOpUMHOCTY,
4yTObbI pebeHoK Habupan Bec. MHOrve AeTu CPbIrMBatOT
nocne KopmsaeHus (ractpossodareanbHbii pedparoKc),
NO3TOMY HY}KHO CNeaunTb 3a NosoKeHnem pebeHka npum
KOPMIEHUM U BO BPEMSA CHa.
HeKoTopbiM AeTAM NOMOratoT IeKapcTBa oT pedtokca. B
psage cayvyaes yayqywnTb paboTy KnanaHa MexKay *Kenyakom
M NULLEBOAOM NMOMOraeT XMpypruyeckasn onepaums
(dyHaonnukaums). MHorpa 6biBaeT HEO6XOAMMO BPEMEHHOE
KOpM/IEHWNE Yepes TPYOKY HanpsMYIO B XKeNyA0oK
(ractpoctomusn). B bonee ctapwem Bo3pacTe AeTH, KaK
NpaBW0, UCMbITbIBAIOT NPOBAEMbI C }KEBAHUEM.

CnocobHoCTb cMAaeTb, ABUTrAaTbCA U XO4UTb
[BuratenbHble HaBblKK, Kak NPaBMIo, pa3BueatoTca nossxke. C
MOMOLLLbIO BCMOMOraTe/IbHbIX CPEACTB, C ONOPON HeKoTopble
[eTn yyaTca Xo0AMTb 1 AaxKe NnasaTbh, 6eraTb M TaHUEBaTb, HO
3TO NOJIyYaeTcs He y BCex.

Peub
XapaKTepHoit ABNseTcA 3a4epKKa peyeBoro passuTuUs.
Habntopaetcs 600bloN pa3bpoc B OCBOEHUM peyn: y
HeKoTopbIx AeTel 60abLIONM CNOBapHbIM 3anac, gpyrue
MCNONb3YIOT 3HAKM, ¥KECTbl U 3BYKU, YTOBbI COOBLLUTL YTO-TO.

TpyaHoOCTU B 06yuyeHUn
BONbLIMHCTBO AETel HYKAaeTCA B 3HaYUTENbHOM
noadepskke npu obydeHmmn. Hekotopble AeTM OcBanBatoT
NMMCbMO M YTEHUWE, HO MePBOCTENEHHOE 3HAYEeHUe nmeeT
0CBOEHMe 6bITOBbIX HABbLIKOB.

MNosepeHune
B uenom, Takme feTu BbIrNAAAT XKU3HEPaJ0CTHbIMU. HekoTopble
poanTeNnn OTMe4aloT ayTUCTUYeCKne 4epTbl B NOBEAEHNUN B
PaHHEM AeTCKOM BO3pacTe U TMNepPakTUBHOCTb B LUKO/IbHblIE
roabl. B TaKkunx Cy4yaAax nHoraga nomoraetT mMegnKameHTo3Hoe
neyeHUe, OQHAaKO HEKOTOPbIE AEeTU MOTYT UMETb Bblpa*KeHHble
HapyLweHuA noBeaeHus, Tpebyowme peryiapHon NoALEPKKM
cneynanncrta.

Mpob6aembl co 340poBbEM

Huke npeacTtaBneHbl 3a6oneBaHuA, KoTopble 6binn
obHapyKeHbl y geTelt ¢ geneumeint reHa SETD5. 3Tm npobnembl
ecTb He y Bcex aetei ¢ SETD5 cuHgpomom, nosTomy BaLl
pebeHoK He 0b6s3aTenbHO ByAeT NoABEPKEH UM.

m  3aboneBaHuA cepaua

OKoO/10 TpeTu AeTel poXKAanTcA C NOpoKaMu cepaua, Yalle
BCero ¢ AepeKToOM aTPUOBEHTPUKYIAPHOMN Neperopoakm
(ABK, aTpMOBEHTPUKYAAPHbIM KaHa). ITo rpynna agedeKktos
(Apyroe HasBaHue — fedeKTbl IHAOKAPANANBHBIX BASIMKOB)
NPW KOTOPbIX MMEIOTCA OTBEPCTUA B CTEHKAX MeXAY ABYyMA
BEPXHUMU U ABYMSA HUNKHUMU Kamepamu cepaua
(Nnpeacepansammn 1 Kenyaouykamu) U NOPOKKU KNanaHos,
perynmpyoLmx TOK KpoBM Mexay HUMK. YacTo sTo Tpebyet
nposeAeHMA onepaLmmn Ha OTKPLITOM cepaLie, HO OnbIT
nogoneyHbix doHAa Unique nokasbiBaeT, YTO Nocae Takoro
NleyeHnn Aetn bbICTPO BOCCTaHaB/IMBAOTCA.

m  CyZOpOKHbIN CUHAPOM

Y MHOMUX AeTei OTMEeYEH CYA0PONKHbIN CUHAPOM, OAHAKO
NPUCTYNbl MOTYT BbITb O4EHb PEAKUMM.

m [lT03

Y HEKOTOPbIX AeTel BEpPXHEE BEKO HE OTKPbIBAETCA
NOJIHOCTbIO Ha OAHOM a3y Uaun Ha oboux. B cnyyae cnabo
BblpaXeHHOro NTo3a HeT He06X0AMMOCTU B 1IEYEHUN, HO
€C/IM HapyLIeHO 3peHne, MOXKeT NoHaaobuTbca
XUpYypruyecKkas Koppekums.

m 3peHune

Cpeav nogoneyHbix dpoHaa Unique y MHOrmx aeTein
BCTpeyvatoTca npobnembl co 3peHnem. OAHaKO B 60NbLIMHCTBE
C/ly4aeB MOXeT NOMOYb ONepaTUBHOE NeveHune (Hanpumep, npu
KOCOT/1a3nu) UM HOLIEHWe OYKOB (Hanpumep, Npu
6amn3opyKocTy).

m  Cayx

OT HapyLleHUA cnyxa, BpEMEHHOrO MW NOCTOAHHOrO,
CTpaAaloT MHOTME AeTU C 3STUM CUHAPOMOM.

m  [onosHuUTeNbHble Nafblbl KUCTEN PYK U/MAam cTon
JononHuTenbHble Nanblbl BCTPEYatoTCcA HepPeaKo, HO OHU
MOryT 6bITb yAaseHbl, NO3TOMY He Bbi3blBalOT CEPbE3HbIX
npobnem.

m [lonosble opraHbl

Y HeKOTOpbIX MaNbYMKOB BCTPEYAETCA r’Mnocnagma, Koraa
OTBEPCTUE MOYENCTYCKATENbHOrO KaHala CMELLLEHO BHU3,
ApYrue poXKAatoTCA C HeonyLweHnem Aandek. 3T aHomanmm
MOTyT He TpeboBaTb NevyeHnsn; AMbo moryT 6bITb
CKOPPEKTMPOBAHbI C MOMOLLbIO NPOCTOro XMPYPruyeckoro
BMeLIaTe/1IbCTBa.



