B Cepaue/nouku

Y He60oNbLOro NpoLeHTa MAAAEHLEB C CUMHAPOMOM ATR-X moryT
HabntoaaTbeA Npobaemsl ¢ cepaLem U nodkamu. NMoatomy
peKkomeHAyeTcsA perynsapHoe obcnefoBaHNE cepAaLa U NMOYEK B
AeTcKoM Bo3pacTe. UHPeKLMM MOYEBbIBOAALLMX NMYTEW MOTYT BbITb
PaHHWM NPU3HAKOM NOYEYHOM aHOMANUM.

B PaccTpoiicTBO CHA

Ob6cnepoBaHue U iedeHe NPo61em CO CHOM MOTYT NPUHECTU
No/b3y HEKOTOPbIM AETAM.

B 3peHue u cnyx

BAn3opyKocTb (MMONWA) AOCTAaTOYHO PacnpOCTPaHeHa, Y HEKOTOPbIX
Aeteli 3adbuKcMpoBaHa BbICOKas cTeneHb (6onblue Yyem -10 aAnTp).
TaKKe MOXKeT NpUCyTCTBOBaTb CTPabusm (a3oTponua nan
cxopsleecs Kocornasume). PekomeHayeTca NpoBoAUTb
odTanbmonornyeckoe obcnegosaHue y aeten ¢ cuHgpomom ATR-X.
Y HeKoTopbIX AeTein 0bHapy»KeHa HermpoceHCopHan TYroyxocTb
(nocTtosaHHan noTepa cayxa).

B AHemus

Y 85% neteli c cuHapomom ATR-X umeeTcs aHeMua nerkomn
cTeneHw, BbI3BaHHAA Npobaemoli BbIpaboTKM 0AHOrO U3
KOMMNOHEHTOB KPAacHOro NUrMeHTa remoriiob1Ha, KoTopblit
NepeHOCUT KUC0POA, B KPOBM. ITO HasblBaeTcA aibda-
Tanaccemmen. CneupmanbHbI aHaIM3 KPOBM MOMKET NOKa3aTb
Hannune anbda-TanacceMmm, YTo BasKHO ANA AUATHOCTUKM
3aboseBaHUs. AHeMUA peaKo NPUBOAUT K Npobiemam 1 He TpebyeT
cneuunanbHoro fieveHuns. BaxkHo He faBaTb AeTAM Npenapartbl
Kenesa npu aHHOM BUAE aHEMUM.

B 3n0KauyecTBeHHble 06pa3OBaHMﬂ

3adUnKCUpPOBAHO ABA CNy4Yan pa3BUTUA y AeTel ¢ cuHapomom ATR-X
paKa KOCTel, HO PUCK BO3HMKHOBEHMA 3/10Ka4eCTBEHHbIX
06pa3oBaHN HU3KWUIA, MO3TOMY HET HEOHXOAMMOCTU B PerynspHbIxX
obcnenoBaHuAx. Tem He meHee, cneayeTt obcneno0BaTb
60/1€3HEeHHbIe OMYX0/1M B KOCTAX B C/ly4ae UX NOABIEHUA.

[AunarHocTtuka n neyeHme cuHapoma ATR-X

Mpu nocmaHoseKe duazHo3a

B YnbTpa3ByKOBOE UCCNeA0BaHME CepaLia U NoyYek

B [poBepKa 3peHus 1 ciyxa Npu HeobxoAMMOCTH

B [poseaeHue I3I (MccnesoBaHME INEKTPUYECKOM
AKTUBHOCTM MO3ra) NPy NOA03PEHNUM HA CYAOPONKHbIA CUHAPOM
B KoHTponb NUTaHWA U TaTebHoe obcaeoBaHne npu
Hanuuuun pedntokca

Mocne nocmaHosKu duazHo3a

B ExxerogHoe obcnenoBaHue y neguatpa

B PaHHAA dusMuecKan 1 peyesas Tepanua

B PerynapHasa npoBepKa 3peHus

B PerynapHble o6cnepoBaHma 330¢pareanbHoro pedatokca
1 3anopos

B PerynapHble 06cnef0BaHNA UCKPUBAEHNA NO3BOHOYHMKA
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Yro Takoe cuHapom ATR-X u yem OH BbI3BaH?

CuHapom ATR-X 6bin Bnepsble MAeHTUGUUMPOBAH B Havyane 1990-x
rogoB. CuHgpom ATR-X — KpaTKoe Ha3BaHMWe AN1A CMHAPOMa anbda-
TanacceMmm v YMCTBEHHOW OTCTaNOCTU. 3TO X-CL,ENIeHHbIN
CUMNTOMOKOMMNEKC, KOTOPbIM ceroHA B 6onbluel cteneHmn
n3BeCTeH rno ero abbpesunaType Uam Kak X-cLueneHHbIn CUHAPOM
anboa-Tanaccemmm U yMCTBeHHoOM oTcTanocTu. OH BCTpevaeTcs
TO/IbKO Y Ma/Ib4NKOB, Y KOTOPbIX €CTb U3MeHeHUA B reHe ATRX.

[eH ATRX pacnonoeH Ha AJIMHHOM naeye X-XpOMOCOMbI B
cybcermeHTe Xq21.1.

CuHapom ATR-X Bbi3BaH nameHeHuammu B JHK (reHeTuyeckom
maTepuasne) B reHe ATRX. eHbl cogepKaT UHCTPYKLMU AN
npouseoacTea 6enkoB. benok ATRX coBmecTHo ¢ 6enkom DAXX
nomoraeT NOAAEPKNBATb LLeIOCTHOCTb U KOMMAKTM3aLMIo
reHeTM4Yeckoro matepuana. Ha gaHHbIi MOMEHT HeT YeTKoro
NOHUMaHUS, KaKUM 06Pa3OM 3TO NPUBOAUT K HAPYLLUEHUIO
YMCTBEHHOrO Pa3BUTUA U APYrMM NpoABaeHUAM cuHgpoma ATR-X,
HO nccnefoBaHMA NPOAOKALOTCA.

Kak yacto BcTpeyaetca cuHgpom ATR-X?

Mbl NpofonKaem M3y4aTb 3TOT BOMPOC NO Mepe TOro, Kak
06HapyKMBalTCA HOBble CyYaun. Ha AaHHbI MOMEHT B
MeAULUHCKOM nTepaType onMcaHo okono 200 naumeHToB ¢
cuHapomom ATR-X. HecmoTps Ha To, UTO nepeble ciydamn 6bian
naeHTMdULMPOBaHbI 61arofapsa COBOKYNMHOCTU KIMHUYECKUX
NposB/EeHWI, NOCNe BBEAEHNA HOBbIX METOA0B reHeTUYECKMX
uccnefoBaHui 6bIan BbiABNAEHbBI CyYau, rAe KapTUHa CUMNTOMOB
He TaK ogHo3HauyHa. Kak cneacteume 6bina obHapyKeHa ManeHbKas,
HO MOCTeNeHHO PacTyLwas rpynna geTem, y KOTOPbIX NPUCYTCTBYET
6onee nerkaa Bepcua cuHApPoma. BeposaTHo, Ao 3TOro B iMTepaType
6bl7IM ONUCaHbl TONbKO Hanbosee BblparKeHHbIE CayYau.

3TO MOKHO BbIIeYUTD?

MNospexxaeHuna B reHe ATRX BOCCTAaHOBUTb HEBO3MOXHO. JledeHne
MOXeT BbITb NPeaokKeHO TONbKO A/1A OTAEbHbBIX CUMMTOMOB,
Hanpumep, ractpoasodareanbHoro pedntokca. PaHHee
BMeELLATE/IbCTBO CNOCOBCTBYET PAaCKPbITUIO NOTEHLMaNA pebeHKa 1
0cobeHHO 061eryaeT NPoLECcc KOMMYHUKALLMK.

Mouemy 310 Npousowno?

leH ATRX pacnonoxeH Ha X-XpoOMOCOMe, KOTOPY0 MasibunKu
Hac/neaytoT oT MaTepu. B 6onblUMHCTBE ceMelt MaTb UMEEeT Te e
reHeTM4yecKme n3mMeHeHus, 4To 1 cbiH. OgHaKo y Hee ecTb ABe X-
XPOMOCOMbI 1, MO BCEN BUAMMOCTU, HOpMaabHasa Bepcua reHa ATRX
KOMNeHCUpyeT GYHKLMIO U3MEHEHHOM, NO3TOMY CUHAPOM He
npoasaseTca.

Bo mHorux cembax nameHenua JHK n3-3a mytaumum reHa ATRX
npoucxoaAT Bnepsble (de novo). T TUMbl MyTaLMii eCTECTBEHHbI
ONA Bcex BUoNornyecknx BUAOB, BKAKOYAA NIOAEN, U HE CBA3AHbI C
06pPa3oM KU3HU UM NOBEAEHNEM.

CembMm paccKasbiBatoT...

(1]
Ero ynbl6Ka 03apAeT KOMHaTy. > BospacT nout 6 et

Mo>KeT n 3TO NPOU30UTU CHOBA?

Puck poxaeHus ewe ogHoro pebeHka c cuHgpomom ATR-X 3aBUCUT
OT TOrO, ABNSIETCA M MaTb HOCUTENEM U3MEHEHHOTO reHa ATRX.
Ecnn matb ABnAeTcA HocuTenem, BEPOATHOCTb Hac/ief0BaHUA
M3MeHeHHOro reHa coctasnsneT 50%, Tak Kak y Hee nmetotca ase X-
XPOMOCOMbI: OZ1Ha C HOPMa/ibHOW Konuei reHa ATRX v ogHa ¢
myTaumen. Ecnm manbyumnk yHacneayeT MyTMPOBaBLUYIO KOMUIO reHa
ATRX, oH poauTtca c cmHgpomom ATR-X. Ecam goub yHacnegyet
MYTUPOBAaBLLUMIA reH, OHa byaeT HocUTenem, Kak u ee maTb.
CuTyauma Kaxkaomn cembn MHAMBUAYANbHA, NO3TOMY TO/IbKO
CNEeLManNCT MOXKET AaTb BaM KOHKPETHbIN COBET.

Haubonee pacnpoctpaHeHHble YepTbl

CepbesHble TPYAHOCTU B 06y4YeHumn
3apepiKKa pa3BUTUA peur u xoabbbl
Ocobble yepTbl NMMLA

XapaKTepHas aHeEMUA NEFKOI CTeneHn

Passutue

®dusunueckoe passuTtue
dopmunpoBaHMe xoabbbl Bceraa 3anasgblBaeT, U NOYTU NOI0BMHA
AeTel MOXKET TaK U He HayYMTbCA XO4MUTb. U3 Tex, KoMy B KOHEYHOM
nTore 310 ygaetca, 25% HaumHatoT xoguTb K 3 rogam, 50% — K 6,
75% — K 9, a HEKoTopble He MOryT XOAWUTb 0 NOAPOCTKOBOrO
BO3pacTa.

Peub u obyueHue
Y HebonbLWwoW rpynnbl AeTen ¢ myTaumei reHa ATRX usmeHeHus
€Nabo BbIpaXKeHbl: Y HUX XOPOLLas peydb MU OHU MOTYT NONb30BATHCA
TenedoHOM UM KOMNbIOTEPOM.
OpaHako 60/bWKHCTBO AeTel ¢ 3ToM MyTauneit He roBopuT. OHK
MOTYT INLWb YaCTUYHO KOHTPOAMPOBATL PaboTy KULLEYHMKA U
MOY€EBOTO My3bips. B 60/1bWMHCTBE NOBCEAHEBHbIX AEACTBUI OHU
3aBUCAT OT 3a00TALWMXCA O HUX Ntofel. Tem He MeHee, Takue 4eTn
CNOCOB6HbI AOCTUYL BONBLUMX YCNEXOB B HEKOTOPbIX APYruX
3aHATUAX, HANPUMEP, MOTYT BKAOUYUTL TENEBU30P AN
nonb3oBatbcA DVD-naeepom.

MoBepeHue
YacTo cunTaertcs, 4To AeTn ¢ usmeHeHnem reHa ATRX oueHb
ApYyXKentobHbl M NackoBbl. OAHAKO C BO3PAcTOM OHM MOTYT HayaTb
BECTM cebs arpeccMBHO, BO3MOXKHO, M3-3a TPyAHOCTElM B 0OWeHNN.
Y HEKOTOPbIX AeTel NPOABAAIOTCA AYTUCTUYECKUE YEepPTbl.

Poct
[Be TpeTtn getelt c cuHapomom ATR-X ManeHbKoro pocra.
HecmoTps Ha To, YTO 06bIYHO OHM POXKAAIOTCA C FON0BOW
HOpPMasIbHOrO pa3mepa, y Tpex YeTBepTelt geTteit Habnogaetca
MaNeHbKUI pasMep ro/oBbl, KOr4a OHM CTAHOBATCA CTapLue.

MepguuunHckme npobaembli

B TpyaHOCTU Npu KOPMIEHUU

Cnabblii cocaTenbHbI pedaekc — o0bLian YepTa HOBOPOXKAEHHDIX,
NO3TOMY YaCTO BO3HUKAET HEOBXOAMMOCTb B 30H40BOM
KopmaeHnKn. OBbI4HO 3TO NPOXOAMUT C BO3PACTOM, HO MHOTAA
npobsiema ocTaeTcs U MoXKeT notpeboBaTb bonee
[O0/ITOBPEMEHHOTO PeLleHns B BUAE YPECKOMKHOM 3HA0CKOMMYECKOM
racTpoCTOMUMU.

OpHaKo ractpoazodareasbHbli peditoKC OCTaeTcA raBHOM
npo6siemoit B nepBble HECKOIbKO /IET U MOXKET MPUBECTM K
BOCMNaneHuto Nuwesoda. Moatomy HeobxoAnMO TLaTelbHoe
obcnenoBaHMe, Tak Kak MOXKET NoTpeboBaTbCcA NAacTUYecKas
XMpyprua. Y HEKOTOpbIX geTel pedloKC MOMKET NPUBECTMU K
NHEBMOHUMW, €C/IU NULLA NONAAET B AbIXaTe/IbHOE rop/io.

B CnoHoTeyeHue

TeueHwue cntoHbl HabagaeTcs y 60/bLUNMHCTBA AeTel C CUHAPOMOM
ATR-X, ocobeHHO B paHHeM Bo3pacTe. [11a e4eHnn 3TOro Ayylle He
MCNONb30BaTb aHTUXO/IMHEPTMYECKME NpenapaThl (Takue Kak
TMOCLMH UM TUKONMPPOAAT), TaK Kak OHWM MOTYT YCUAMBATb
CUHAPOM IEHMBOIO KULWEYHWKA. AibTePHATUBHbIE MOAXOAbI
BK/IOYAlOT 60TY/IMHOBbIE (HOTOKC) MHBEKLUU B C/IHOHHbIE Kenesbl
(TakMe MHBEKLMU BbINONHAIOTCA B CNELMANN3UPOBAHHOM LEHTPE) U
XUPYPrMyeckoe BMeLLaTeIbCTBO (NepeBsa3Ka CAKHHbIX Kenes uam
M3MEeHEeHWe HanpaB/ieHUA OTTOKA C/HOHbI).

B [pyruve }XenyaovHoO-KMLLEYHble Npobaembl

Y ntogein ¢ cuHgpomom ATR-X cyLiecTBeHHoM Nnpobaemolt moryT
CTaTb 3aN0pbl, BbI3BaHHbIE CUHAPOMOM NEHUBOTO KULLEYHMKA.
OTKa3 B NULLE, CBA3AHHDBIN C OCTPOM 60/IbIO B KMBOTE, MOXKET
YKa3blBaTb Ha 3aBOPOT KMLLOK, MO3TOMY HE06X04MMO NpoBeseHue
meaunumMHCKoro obcneaoBaHua

B CyAopOXKHbIA CUHAPOM

MNpnbnunsntensHo y Tpetu aeten ¢ cuHgpomom ATR-X B TOT Mau
MHOW MOMEHT KM3HW Pa3BMBAETCA CYA0POXKHbIA CMHAPOM. Ho OH
06bI4HO XOPOLUO NOAAAETCA SIEYEHMIO.

B [eHuTanum

80% feTelt poXKAAKTCA C FeHUTaNbHbIMW aHOMannaMn. OHU MoryT
6bITb HE3HAYUTENBbHBIMM, KaK, HANpUMep, y3Kaa KpanHAA NA0Tb UAK
HeonyuweHne anyeK. Ho y HEKOTOPbIX MabiMKOB HabatogaroTcs
6onee cepbesHble NPobaEMBI, TAKME KaK MUKPOMEHMUC.
3adMKCMPOBaAHO HECKO/IBKO C/Iy4aeB, KOTAa MaJIbYMKK
BOCMUTLIBA/IMCb KaK AEeBOYKM, MOTOMY YTO UX FrEHUTANNUM BbIFNALENN
KaK *KeHCKue. B cnyyae HeonyLieHMA AnYeK MoXKeT notTpeboBaTbea
XMpypruyeckas KoppeKkums.

B Mpob6nembl co ckenerom

Pag, aeTtein poxkAaaeTcsa ¢ KOconanocTbio/aedopmMmMpoBaHHON CTOMOMN.
OHa 06bI4HO yCNeLWHO NOAAAETCA KOPPEKLMMN C MOMOLLLbIO
LWMHUPOBaHUA 1 Ppusnyeckomn Tepanmuu. MNockonbky y 30% aeten
pa3BMBAETCA UCKPUBAEHUE NO3BOHOYHMKA, HEOBXOANUMO
HabsloAeHMe B TeYeHue BCero AeTcTaa.



