Hackonbko pacnpoctpaHeHa NONO-accoummnpoBaHHas X-

cuenneHHasa YO?

NONO-accoummnpoBaHHas X-cuenneHHas YO BCTpevaeTcs o4eHb
peako. B HacTosiiee Bpems (MapT 2021 roaa) B MeauLUMHCKOW
nuTepaType 3aperucTpupoBaHo 11 aeteit ¢ 3TMM AnMarHo3oM.
BO3MOXHO, X KONIMYECTBO YBENMYUTCS, KOrja BO3pacTeT
0CBeJIOM/IEHHOCTb 06 3TOM CUHAPOME, @ FeHETUYECKMe UCCIEA0BaHNS
CTaHyT gocTyrnHee. Cnegyet OTMETUTb, YTO B MEPBYIO OYepeab
BbISIBSIIOTCS Hanbonee Tshkenble cyyYan cuHapoma. Moatomy,
nepBOHayasibHble JaHHble MOryT He OTpaXkaTb BECb CreKTp
BO3MOXHbIX KIIMHUYECKMX NMPOSIBIIEHNUI U CTEMEHb UX TSHKECTU.

Moyemy 3TO Npom3oLuno?

IeHeTUYeCKMIi MaTepuan poauTenei KonupyeTcs B SMLEKNETKY U
CrnepMaTo30ouA, KOTOpble YYacTBYIOT B 3a4aThn pebeHka.
KonnpoBaHue reHeTU4eckoro Matepuana He BCcerga npoucxoauT
uaeanbHo, NMo3TOMY MHOTAA B FEHETUYECKOM KOAE AeTel BO3HUKAKOT
CllyYaliHble peakue MyTaLmu, KoTopbix HeT B IHK ux poauTeneil.
Takue MyTaumv NponcxXoasT camu no cebe 1 He 3aBUCAT OT
ocobeHHOCTeN 06pasa XU3HW, MUTaHWUs UK OKpYXKatoLLet cpeabl. B
BO3HMKHOBEHWMM MyTaLMW HUKTO HE BUHOBAT. Takne N3MeHeHus
NMPOUCXOAST Y BCEX, HO OHW BAUSIOT Ha 340POBbE U pa3BuUTUE
YesioBeKa TOMbKO B TOM C/lyYae, eCnv HapyLualoT OYHKLMIO Kakoro-
nnbo BaXHOro reHa. Ha cerogHsWHWiA AeHb y 6OMbLUMHCTBA AETel C
NONO-accoummMpoBaHHON X-cLensieHHoi YO U3MEHEHUS B reHe
NONO BnepBble 1 ciyyaliHo (npousowsnu de novo), a y ux
poauTenei MyTaums He 6bina o6HapyeHa. OaHako
3apermcTpupoBaHO HECKO/bKO CrlydaeB HacneaoBaHus pebeHkom
naToreHHoro BapuaHTa reHa NONO oT maTepw, koTopasi bbina
3[0pOBa UM MMena Nerkne NposiBNEeHNs CUHAPOMa.

MoxeT nn 3T0 NOBTOPUTBLCA?

Puck poxxaeHus elle ofHoro pebeHka C peako reHeTUYeCKom
naTonorueit 3aBUCUT OT reHETUYECKOro koaa poauTteneit. Ecnu
n3MeHeHusi B reHe NONO npousownu de novo, To eCTb, HU OAUH U3
poauTeneii He SBNSIETCS HOCUTENEM MyTaLMK, BEPOSITHOCTb
pOXAEHUSA BTOPOro pebeHka ¢ cuHapoMoM NONO-accoLMMpOBaHHOM
X-cuenneHHol YO Huskasi (1% — 2%). Takol puck obycnosneH
PEAKUM SIBIEHWEM - FOHAAHbIM MO3aWULIM3MOM, KOrJa NaToreHHbIN
BapMaHT reHa MOXXET NPUCYTCTBOBaTb B HECKOJbKUX AMLIEKTIETKAX
WK CriepMaTo3onaax, Ho OTCYTCTBYET B OCTasIbHbIX KNeTKax
opraHusma. Ecnm y matepu 6bina obHapyxeHa MyTaumsi reHa NONO,
TO NpW Kaxxaon 6epeMeHHOCTM cyllecTByeT 50% BEpOSITHOCTb, UTO
elle oavH pebeHok yHacneayet ee. TOUHbIN NMPOrHo3 CEMbe MOXET
[aTb BPaY-reHETUK UM KOHCYNbTaHT MO FreHeTUYECKMM BONpPOCaM.

MOXHO N BbINEYnUTb 3T0?

Ha cerogHsiHuit aeHb NONO-accoummpoBaHHas X-cuennenHas YO
Hen3neuynma. OAHaKo, 3Hast AMarHo3, CreLmanncTbl CMOryT COCTaBUTb
Hanbonee noaxoasLMi NnaH HabmoaeHNs 1 neveHns pebexka.

“Mbl 10 neT uckanu OTBET, HO BPayM U He 3HasM, YTO 3TO OKaXKeTCs
reHetnyeckas natonoruss — NONO. Tonbko Korzia Ha CBET MOsSIBUCS ero MnaaLmi
6paT, BbIACHUIOCh, YTO Y Hero Toxe HKMJTK (HEKOMMaKTHbI MUMOKapz NeBoro
xenyaouka). Torga Mbl Ha4anu uckaTb CBSI3b MeXay 3ab0neBaHMsIMU HaLLNX ABYX
Masib4MKOB M MHOM. Mbl Bce elle 3HaeM OYEHb Mano, Tak Kak paHee Bpaum C
TakvM He cTankueanucb. ”

“ [lymato, BaxkHee BCero 6bi/10 0CO3HaTb, YTO Mbl 60sbLLE HE OAMHOKM. Llenbix 16
NIET Mbl HE NOHWMMaNW, YTO NPOMUCXOAMT C HALUMM CbIHOM, a Terepb MHOroe CTano
scHo. ”

B 14 neT y Halero cbiHa 06HAPYXXUM CUHAPOM, CBSI3aHHbIN C MyTauMel B reHe
NONO. Korga Mbl MO3HAaKOMUINCH C CEMbSIMI, B KOTOPbIX Y AETEN TakoW e
[MarHo3, To cTano nerye — 6bIA0 C KEM MOrOBOPUTL, M MPOMANo OLyLleHne
oaMHovecTBa. ”

““Ham 6bl 04eHb MOMOr nepeyeHb CUMNTOMOB 60/1€3HK, KOTOPbIE, XOTb U He
06s13aTenbHO, HO MOTyT NPosBUTLCA. Mbl 6bl 3HaNM Ha YTO obpalaTb BHUMaHUe.
Beapb 6051€3Hb NPOSIBASIETCS Y KaXAoro pebeHka no-pasHomy. ”
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YUro Takoe NONO-accoummpoBaHHas X-cuenneHHasa YO?

NONO-accouumpoBaHHasa X-cLiensieHHast yMCTBeHHasi oTcTtanocTs (YO)
— 3TO peaKast reHeTMyeckas NaTosiorns, Kotopasi MpUBOANUT K
3aJepXKKe B pa3BUTUM U MOXET MOB/NATb Ha noBeAeHne pebeHka u
€ro CnocoBHOCTM K 06yUeHMto. Kak 1 Npu Apyrnx reHeTUYECKUX
3aboneBaHMSAX CUMMTOMbl MOTYT Pa3nnyaThCsl Y pasHbIX JIl0AEN, HO Y
JINL, MY>KCKOTO MOoMa aHHbI CMHAPOM 4YacTo NpoTekaeT B 6onee
Tshkenol dopme. NONO-accoummpoBaHHas X-cuenneHHas YO MoxeT
CTaTb NPUYMHON HapyLLEeHUI paboTbl cepaua, NULLEBAPUTENLHON U
SHOKPUHHOW CUCTEM Y AETEN.

Yem BbizaBaHa NONO-accoumupoBaHHas X-cuenneHHas YO?

[JaHHbIi CMHAPOM MOXET BbITb BbI3BaH
Ccneum@uUUecKrMn N3MeHeHNIMU
(naToreHHbIMY BapuaHTamMu) Unu aeneumnen
B reHe NONO (Taroke n3BecTHoOro kak Non-
POU-agoMeH okTamep-CBsi3bIBaloLLEro
6enka). FeH NONO pacnonoxeH Ha X-
XPOMOCOME, M03TOMY CUHAPOM Ha3BaH X-
cuenneHHbIM. OH HaxoamuTCs Ha yyacTke
Xq13.1 AnnHHOro nneya XpoMocombl X
(cM.n306paxeHne Hnxe).
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Kak 13BEeCTHO, Y XEHLUMH Be X-XpOMOCOMbI, MO3TOMY Y HUX [Be
konuu NONO reHa. Y My>XUMH e NpUCyTCTBYIOT X 1 Y XpOMOCOMBI,
NO3TOMY Y HUX eCTb TONbKO OfHa Konusi reHa NONO. Ecnu reH
M3MEHEH HACTONbKO, YTO 3aTPOHYThI ero dyHKuMK, To bonee BeposiTHO,
YTO CUMMTOMbI MPOSIBSITCA Y MYXUMH, TaK KaK y HUX HET BTOPOW KOMUM
reHa. MocKonbKy Y XeHLUWH ecTb BTopas konus reHa NONO, oHu ¢
MeHbLUe/ BEPOSTHOCTbIO BYAYyT MMeTb cuMnTOMbl. OHAKO CUTyaumst
MOXeT 6bITb OCMIOXHEHa eCTECTBEHHbIM MPOLIECCOM, Ha3blBaeMbIM X-
MHaKTUBaLWMEN, MPU KOTOPOM OfHa X-XpOMOCOMa MpaKTUYeCcKu
MOJTHOCTBIO «BbIK/TIOHAETCS». HykneoTuaHas nocieaoBaTesbHoCTb
reHa NONO HyxHa ans co3aanusa 6enka NONO. 3ToT 6enok
SIBMISIETCS YaCTbio BAXHOW rpynnbl 6€/KOB, KOTOPbIE KOHTPONNPYIOT
AKTUBHOCTb ApYrmx reHoB. FeH NONO nposiBAsIieT CBOIO aKTUBHOCTb B
pasHbIX YacTX rosI0BHOroO MO3ra, 0CO6EHHO B NEpUOA, ero passuTus,
Mo3TOMY MyTaLun B HEM MOrYT NMPUBECTU K HEBPOJIOrNYECKUM
pacCTpoMCTBaM, B TOM UMC/IE K HAPYLUEHWUIO NMOBEAEHUS U CHUXKEHUIO
CNocobHOCTU K 0ByYeHUto.

Hanbonee yacTo BcTpeyatoLumecs cuMmntoMsl NONO-
accouumnpoBaHHoOM X-cuenneHHon YO

YacTo y peteit:
3apepxxKa B pa3BUTUKN U YMCTBEHHAs OTCTanoCTb
PaccTpolicTBa ayTucTuyeckoro cnektpa (PAC)
TaKoke BO3MOXHbI:
AHOManuu passuTus cepaua
Cnabblii MbILLEYHbIN TOHYC (TMMOTOHMUS) U TMNEPMOGUNIBHOCTb
CyCTaBoB
3abonesaHus XXKT
AHOManuu Mo4enonoBoN CUCTEMbI
Cynoporu
AHOManuu pa3BuTUS FOIOBHOMO MO3ra
MaTonorun 3peHus
[opMOHanbHas HeoCTaTOYHOCTb
AHOManuu pas3suTus ckeneta

Mpo6nembl co 300pOBLEM

AHOManuu pas3suTus cepaua
M3BecTHO 06 aHOManMsx, KOTOpble BAUSIOT Ha pa3Mep U CTPYKTypy
CepAeYHON MbILLLbI M K/TaNaHoB. Y CeEMU U3 BOCbMU AETEN
06HapPYXWM aHOMasbHO TONCTYIO U ryByaTyto CTPYKTYpy MUOKapAaa
(cepageyHoii MbiLLbl) [HEKOMMNAKTHBIN MUOKapA NEBOrO xenyaoykal. Y
oAHoro pebeHka AvarHoCTUpoBaHa aHoManus 6L TeiHa (naTonorus
CepAeyHOoro KnanaHa), y Apyroro — Hegopassutue (rmnonnasus)
NeBbIX OTAENOB cepAaua.

'MnoToHus
Ha MOMeHT ny6nvkaumu, y Bcex AeTel C fAaHHbIM CUHAPOMOM
[AMArHoCTUPOBaHbI FMMOTOHMS Y MMNEPMOBUNIBHOCTb CYCTaBOB.

AHOManuy MoYernosioBON CUCTEMBI
Y peTei BCTpeYaloTCsl Takue aHoManiMm MOYErnosioBOM CUCTEMBI, Kak
runocnaaus (0TBepCTUE MOYEUCNYCKATENbHOrO KaHasa CMELLEHO BHU3)
1 HeonylleHue sndek. HepoctaTouHas BbipaboTka rOPMOHOB MOXET
Bbl3blBaTb 3a4€P>KKy MOSIOBOro CO3peBaHusl.

CynopOXHbIN CUHAPOM
Ha mMomeHT ny6nukaumm, nHdopmaumm o cygoporax mano. OgHako
M3BECTHO, YTO HEKOTOpPbIE AETMU C AaHHBIM CMHAPOMOM BCE Xe
CTanK1MBanNCb Cyfoporamu.

AHOManuu pa3BnUTUA Mo3ra
HekoTopbiM aetam ¢ NONO-accoummpoBaHHol X-cuenneHHon YO 6bina
nposeseHa MPT ronosHoro mMo3ra. O6HapyxmBanucb Takne aHoManum
KaK yTO/ILLEeHne MO30IUCTOrO Tena, Nerkas creneHb ManbhopMaumm
ApHonbaa-Kvuapu v aHomanum runodmsa (YTo MOXET NPUBECTU K
fedvunTy ropMOHOB).

MaTonoruu 3pexHuns
Y peTen ¢ faHHbIM CMHAPOMOM BCTpeYaeTcst kocornasme (cTpabusm).

AHOManuu pPa3BUTUA CKeneTa
Y MHOMMX AeTel pa3BMBaETCS UCKPUBMIEHWE NO3BOHOYHMKA
(kndockonmos). Takke oTMeYan1cb Cyyan BOPOHKOOOpa3HOM
Aedopmaummn rpyaHoi knetkm (pectus excavatum).

OKpY>XXHOCTb rofioBbl
Y MHOruX AeTen ¢ AaHHbIM CMHAPOMOM OKPYXXHOCTb FO/0Bbl 60sbLUE,
YeM y 60NbLIMHCTBA AETel UX BO3pacTa.

Passutue

B dusnyeckoe passutne

Bo Bcex cnyyasx, M3BECTHLIX Ha MOMeHT nybnmkauum (2021 rog),
oTMeuvasnach 3aepXXka MOTOPHOro pa3BuTUS, HanpuMep, nosagHee
Hayasio CaMOCTOSTENbHOW XOAbLObI.

B /IHTennekTyanbHoe pa3BuThe U CMOCOBHOCTL K 0BYYeHNHo
O6bIuHO y peTeit ¢ NONO-accoummpoBaHHOM X-cuennieHHon YO
HabnofaeTcs Ta KM MHas CTEMEHb UHTENEKTyanbHOM
HE0CTaTOUHOCTY.

B Peub 1 A3blK

Ha MoMeHT ny6nmkaummn (2021 roa) Bo BCEX U3BECTHLIX Crlyyasix y AeTen
OTMeYaeTCs Ta UM MHas popMa 3a4epPXKKMN PeyeBoro passuTus,
HEKOTOpble MOryT Tak U HE Hay4YMTbCs FOBOPUTH.

B [loBepeHue

Y HECKOMbKUX AeTell ANarHOCTUPOBaHbl HapYLLEHWUSI HEPBHO-
NCUXMYECKOro pa3suTus, B TOM umncne PAC (paccTpoicTBo
ayTUCTUYECKOro CrekTpa) U HapyLueHus cHa. B TakoMm cnyyae pebeHky
novaeT Ha Nosb3y YETKUIA PacropsiAoK AHS U NPeacKasyeMocTb
COBbITU.

B [luTaHne

Y Bcex Aeteit HabnoaaoTcs NpobneMbl C NMTaHUeM. Y MHOrux aeten
0TMEYaKTCs TPYAHOCTM NPU KOPMIEHWUU, B TOM YMCNEe CBSI3aHHbIE C
TSDKENbIM racTpoasodareanbHbiM pediokCoM, LMKTMYECKON PBOTOM U
3anopaM. Bo Bcex 13BECTHbIX HaM Ha CEroAHSILLHUI AeHb CyYasx AeTsSM
TpeboBanocb KopMieH1e Yepes HasoracTpasbHblid 30HA (TPYOKy,
KOTOpasi BBOAMTCS Yepe3 HOC M MPOXOAMT HaMpsIMYLO B XeNnyaoK, Koraa
KopMneHue 06bl4HbIM Cnocob0oM 3aTpyaHeHo). MaTb ogHoro pebeHka
OTMETW/A, YTO OH A0BOJIBHO XOPOLLO €CT, eC/IM NPOTEPETL ey Um
u3MenbunTh ee B BreHaepe.

“EMy HpaBUTCS €CTb, BO BPEMSsI KOPM/IEHWSI OH [JOBOSIEH U HUKOrAa He
KanpusHuyaeT”.

“Y Hero 60/bLLOV NPOrpecc, 1 Tenepb Mbl KOPMUM €ro Yepes poT, HO
[J151 BBEAEHWS! XXMAKOCTEN U IEKapCTB BCe eLle NPUXOAUTCS
Mosib30BaThCsA racCTPOCTOMON.”

B Bec

0O6bluHO AeTn ¢ NONO-accoummMpoBaHHoOM X-cLensieHHon YO nmetoT
XY[OLLABOE TENOCNOXKEHME.

®  Poct

HekoTopble aetn ¢ NONO-accoummnpoBaHHoi X-cuenneHHon YO umetot
HU3KWUI POCT. B HEKOTOPBIX ClyYasix HU3KMI POCT CBS3aH C HELOCTATKOM
rOPMOHOB.

PekomeHpaLumm no HabrnioneHuo

[Hetn ¢ NONO-accoummpoBaHHoi X-cLenneHHon YO, A0MKHbI
HaxoaWTbCs noa HabnoaeHWeM KOMaHAabl CNeunanncToB, BKIKOYatoLLen
reHeTuka, neguaTtpa, CrneumanmncTa no HepBHO-NCUXMYECKOMY Pa3BUTUIO,
(m3nyeckoro TepaneBTa, 3proTepanesTa v foroneaa. PekomeHayeTcs
npovTti obcneaosaHune cepaua. [JeTaMm HeobxoanMa KOHCybTaumst
odpTanbMonora Ans OLUEHKN COCTOSIHUS 3pEHWS.



