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LaHHana 6powtopa 6bina co3paHa, 4ToObl MOMOYb CEMbAM U MEOULIMHCKMM paboTHMKaM,
yxaXknsaloLwwmm 3a nogbmu ¢ cuiagpomom Yanta — CaTtToHa. B Hel cogepxutca nHdbopmauma o
npuynHe 3aboneBaHnA, 0 TOM, Kak OHO MOXET BNIMATb Ha NoAeNn, a TakxkKe peKkoMeHaaLUun rno nomMoLm
W NIe4eHUNI0, KOTOpPble MOTyT ObITb MONE3HbI ANA NoAen C 3TUM CUHOPOMOM.

Y10 Takoe cuHgpom Yanta — CaTroHa?

CuHppom Yanta — CattoHa (WSHUS), Takxxe n3BecTHbIn kak POGZ-accouMnpoBaHHbIA CUHOPOM, —
penkoe reHeTn4yeckoe 3aboneBaHune, XxapakTepum3yloLeeca YMCTBEHHON OTCTaNIOCTbIO Pa3HOW CTEMNEHM,
HecnocobHOCTbIO K 06y4eHnIo, 3aAepPXKKON B pa3BUTUM (B 0COOEHHOCTU — peyn), HU3KMM MbILLEYHbIM
TOHycoM (rMnoToHyc) n ocobeHHocTAMU noBegeHnA. Cpeaun nHbix NnpuaHakoB WSHUS: cknoHHoOCTb K
Habopy NULLHEro Beca, HapyLUeHWa 3peHna, TpyOHOCTU NMPu KOPMJIEHUU, UMKITMYEeckana pBoTa 1
npo6nembl co cHoM. Kak 1 npu apyrux reHeTuyecknx 3aboneBaHuAX, y KaX4oro 4eysioBeka ¢ 3Tum
CUHOPOMOM CUMMTOMbI MOTYT NPOABAATLCA NO-Pa3HOMY, AaXe y YJIeHOB ofHOWN ceMbu. He y Bcex
niogent ¢ WHSUS moryT 6biTb Bce nepevncneHHble Nnpu3Haku. CTeneHb NpoABAeHUA OOAHOMO U TOro Xe
NMpu3Haka y pasHbiX NaLuMeHTOB MOXET OTNINYaTbCA.

WHSUS o6ycnosneH nameHeHmem (BapuaHtom) reHa POGZ nu, B [OCTaTOYHO peakux clyyasx,
notepewn (aeneunen) ogHou n3 ero konuun. OT TMNa reHeTUYEeCKNX N3MEHEHUI MOTYT 3aBUCETb
cMMNTOMbI 3aboneBaHuA.

Y Unique ecTb oTaenbHas 6powwtopa o aeneuuax n mukpogeneunax (Deletions and Microdeletions).

YT10 BbI3bIBAaeT WHSUS?

[eHbl ABNAIOTCA MHCTPYKLUUAMU, ONpenenaiowmmm pocT 1 pa3sButue opraHnama yenoseka. OHM cocToAT
n3

JHK v ABnAaloTcA YacTblo OpraHN30BaHHbIX CTPYKTYP, Ha3blBaeMbIX «XPOMOCOMaMu». Takum ob6pasom,
XPOMOCOMbI cOAepXaT reHeTu4eckyto nHbopmaumio o Hac. XpOMOCOMbI HAXOAATCA BHYTPY HaLLnX
KNEeTOK — KUPMUYMUKOB, U3 KOTOPbIX COCTOUT Hall opraHnam. Y ntoaen ¢ reHeTUYecknumm
3aboneBaHUAMM OANH NN HECKOJIbKO FreHOB (PYHKLMOHMPYIOT He Tak, KakK AOJDKHbI, YTO Y MPUBOAUT K
HapyLlweHuAm B paboTe opraHusma.

OHK cocTtouT n3 ctpontenbHbix 6/10KOB, Ha3blBa€MbIX «a30TUCTbIMU OCHOBAHUAMUY WU
«HykneotTugamu». CywectsytoT 4 Buga ocHoBaHun JHK, nx Ha3BaHuA cokpawatoTtca go 6ykB A, C, G u
T. B ctpykType OHK 3T ocHoBaHuA 06pa3syloT «napbl OCHOBaHU». [NonHaA nocnenoBaTenbHOCTb
Hawewn JHK HacuuTbiBaeT 605iee Tpex MUINMaph0B Nnap OCHOBaHUM.
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Xpomocoma Fen MocnepoBatenbHocTb [IHK
Knetka AHK
MpuunHon WHSUS cnyxat cneynduryeckme nameHeHunA (M3BECTHbIE KaK NaToreHHble BapuaHThbl) B
nocneposatenbHocTn JHK reHa POGZ. TeH POGZ pacnofioxeH B ANMHHOM nieye (q) xpomocomsbl 1 Ha
yyacTtke nog Homepom 21.3, kak NoKa3aHO Ha PUCYHKE Ha ClefyloLen cTpaHuLe.



Xpomocoma 1

KOpoTKoe nneyo (p) 1921.3 ANVHHOe nnevyo (q)
" I ] I]]] 1] 111 I I | I
ren POGZ

Y Kaxporo 4Yenoseka No ABe KONuMu XpoMocoMbl 1, cnegoBaTenbHo, U aABe konun reHa POGZ WHSUS
BO3HUKAET NpU HapyLlweHun paboTbl ogHON U3 Konun reHa POGZ, Nnpu 3TOM BTOpas Konusa
dyHKUMOHMPYET NpaBuUNbHO. 3TO 3aboneBaHne Ha3biBaeTCA ayTOCOMHO-AOMUHAHTHbLIM, MOCKONbKY BCE
NPOHYMeEPOBaHHblIE XPOMOCOMbI Ha3blBalOTCA ayTOCOMamMu, a reHeTuyeckue 3aboneBaHunA, BO3HUKaOLWMe
NPy NOPaxXeHnM ToJNIbKO OAHOW KONUM ayTOCOMHOTIO reHa, Ha3blBaloTCA OMUHaHTHbIMKU. Y Unique ecTb
oTpenbHasa 6powtopa, NocBALWEHHAA HapyLleHNAM OJHOr0 reHa — ayTOCOMHO-A0MWHAHTHOMY
HacnegoBaHuio (Single gene disorders — autosomal dominant inheritance).

MocnepoBaTenbHocTb reHa POGZ Heobxoanma gnAa cuHtesa 6enka POGZ. CuuTtaeTca, yto 6enok POGZ
urpaet BaXKHyl0 poJib B pa3BUTUN MO3ra, MOTOMY YTO perynupyeT sKCNpPeccuio Apyrux reHos.

FeHeTn4eckoe TecTUpoBaHue

MpuyunHon WHSUS aBnatoTcA usameHeHune B nocnegoBatenbHocTu reHa POGZ, KOTOPOe MOXHO BbIABUTbL C
MOMOLLIbIO FeHETMYECKOro aHann3a, KoTopbl Ha3blBaeTCA «CeKBeHMpoBaHue» (Hanpumep,
MosHO9K30MHoe cekBeHnpoBaHue (WES) nnm nonHoreHomHoe cekBeHuposaHue (WGS)). deneuun reHoB
Tak>Xe MOXXHO BbIAAIBUTb MPUW NMOMOLLMW CEKBEHWPOBAHWA, HO Yalle BCEro X BbiABNAET APYron
reHeTU4YeCKUi TecT, KOTOPbIN HA3bIBAETCA XPOMOCOMHbIM MUKPOMaTPUYHbIM aHannsom (XMA, Hanpumep,
arrayCGH unu SNParray).

Y Unigue ectb oToenbHble 6powitopbl o cekBeHnpoBanum JHK (DNA sequencing), arrayCGH n SNParrays.

eHeTn4yeckoe nccnepoBaHune

Pe3ynbTaTbl reHeTMYEeCKOro (reHOMHOIO) nccnenoBaHUA, ckopee Bcero, OyayT npenocTaBiieHbl Bpa4yoM-
reHeTUKOM, FeHEeTUYECKMM KOHCYJIbTaHTOM WJIN NleYalMmM BpadoMm, Ha3HauMBLLUMM 3TOT aHanus.
PaccmoTpum npumep pesynbTaTta ceKBeHUPOBaHUA (NoNHO3K30MHOe cekBeHuposaHue (WES) unu
nonHoreHomHoe cekBeHmpoBaHue (WGS)), koTopbi NokasbiBaeT uameHeHue B reHe POGZ

p.(Argd495Ter) POGZ c.1483C>T, (NM._.....)

p.Arg495Ter MokasbiBaeT M3MeHeHue B Lienu 6enka: aMMHOKUCoTa aprHuH (Arg) 6bina
npeob6pasoBaHa B cTon-kofdoH (Ter) B no3uunm 495 B nocnegoBaTenbHOCTU
aMUHOKUCNIOT, N3 KOTOPbIX COCTOUT BeNoK

C>T O3HayaeT U3MEHEeHMe B NOC/IeA0BaTENbHOCTU reHa: Ha mecTe HykneoTuaa C
Hykneotnp T

c.1483 rnokasbiBaeT NO3NLNIO Napbl OCHOBaHWI, B NOCNe00BaTeIbHOCTM KOTOPOW
npoun3soLo naMmeHeHue (MonoxeHne, B KOTOPOM Ha MecTe HykneoTupga C
HykneoTug T)

POGZ MokasbiBaeT, B KAKOM reHe npon3oLnm n3ameHeHun

NM 0603HavYaeT NCNoNb3yeMyto 3TaJIOHHYIO NOC/eq0oBaTEIbHOCTb, HaNpumep,
NM_001194937.1

Unique ectb oTaenbHaa 6polutopa, NocBALEHHAA MHTepnpeTaLnmn pe3ynbTaToB rEHETUYECKOro TecTa
(Interpreting Genetic Test Results).



https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf
https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf
https://rarechromo.org/media/information/Other%20Topics/DNA%20sequencing%20(whole%20genome%20and%20exome)%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Array%20CGH%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/SNP%20Array%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf

Kakue npusHaku n cumnrtomnl WHSUS?

Kak n MHorue reHeTn4veckue 3abonesaHna, WHSUS nmeeT uenbin pag npuaHakos u cMMNTOMOB. B
pesynbTaTe yBeJMYeHMA YMcna AUarHoCTUPOBaHHbIX cllyvyaeB n o6meHa nHdopmaumven éyaet
YTOYHATbLCA CNEKTP NPU3HAKOB, @ TakKe OL,eHNBATbCA BEPOATHOCTb UX HaNU4nA y AeTel N B3POCbIX.

OcHOBHbIe npoABJieHNAa cuHapomMa
YacTtblie cumntombl y getenn ¢ WHSUS:
3ajep>KKa YMCTBEHHOIO PasBUTUA AN TPYOHOCTU NPU 06yYEHUU, CTEMEHDb KOTOPbIX BapbUPYETCA
OT Nerkon Oo TAXenoun
3ajepiKka pe4yeBoro u A3bIKOBOrO Pa3BUTUA/OTCYTCTBME peyn
3ajep>kka MOTOPHOro pa3BuTuUA
Hu3KMin MbILLEYHbIN TOHYC (TMMOTOHYC)
Ocob6eHHOCTV NoBeaeHmnn
Mpo6nembl co cHOM
TpyOHOCTM NPU KOPMAEHUN
lacTpoasodareanbHana pedniokcHaa 6onesHb (FAPB)
3anopobl
Mpo6nembl co 3peHMemM U aHoManuu pasBuTUA rnas
Lnknnyeckaa poTa
ManeHbkuit paamep ronosbl (Mukpouedanua)
CKNoHHOCTb K HaBopy NULIHEro Beca

CromaTtonorunyeckne 3abonesaHuA

ﬂpyrme BO3MOXXHbI€ NPOABJIEHUA:
Cynoporu
lMoTepsa cnyxa
AnHO3 BO CHe
BpoxpaeHHaa anadparmanbHaa rpbixa
Opyrue npobnemsbl ¢ XKKT
AHOManuu pasBuTNA cCKeNeTa, B TOM 4Yncie HebGosblune OTKIOHEeHUA B GOpMUPOBAHUM KUCTEN M CTOM
PacwennHa BepxHel rybbl nnn HEGa, MHble aHOManMKU NONOCTK pTa
AHOManuu pasBuTUA NOYEK U MOJIOBbIX OPraHOB (MOYENOSI0BOM CUCTEMDI)
YacTtble 3aboneBaHUA gblXaTeNbHbIX NYTEN
Ko>xHble 3aboneBaHuA
3abonesaHuna cepaua
bepemeHHOCTb 1 poAbl

XoTA YacTb 6epemMeHHOCTeN NpoTekaeT 6e3 KakKNx-TMb60 OCNOXHEHMN, B OTAEJbHbIX Clly4anax BO BpeMs
yNbTpPa3ByKOBOro UccnefoBaHmaA B cepeanHe 6epeMeHHOCTU BbIABNANN aHoManuu y nnoga. Cpegu
Hanbonee YacTbix HacTopaxuBalLwmx hakToOpoB OTMeYanucb 3afep>ka BHyTPMyTpoOHOro pocta njoaa
(3BYP) n cHM>XeHne akTUBHOCTU LLUEBENeHWA nioaa.

Y HekoTopbIX AeTen NpobnemMbl CTAHOBUNMCL 3aMETHbI B HEOHAaTaNbHOM Nepuofe, BKJto4asa TPyAHOCTH
Npuv KOPMJIEHUM U HU3KUW MbILLEYHbIA TOHYC (cM. pasgensl KopmneHne n Pazsutue).



BHewHoCTb

Y petent ¢ WHSUS 6binn BblgeneHbl onpeneneHHblie YacTo BCTpeYatowmeca YepThbl N1La, KOTOPbIX HET Y
neten 6e3 3Toro cMHAPoOMa. AT 0CO6EHHOCTU HE UMEIOT HAKAKOro MEAULMHCKOrO Uu gaxe
KOCMETMYECcKOro 3Ha4eHuA, HoO 03HaYvyaloT, YTO Bbl MOXETE 3aMETUTb HEOXMAAHHOE CXOACTBO MEXAY BalluM
pebeHkoMm n gpyrumm niogbmn ¢ WHSUS. MNMopgo6Hble YepTbl pa3nn4yaloTcA U MoryT 6biTb cnabo3aMeTHbIMU.
K HUM OTHOCATCA: BbICOKMI U LUMPOKNIN NO6; LUMPOKO MOCAaXXEHHbIE rf1asa Win onyLeHHble BHELLHNE YTOJIKM
rfias; BepxHAA YeSIOCTb, CKYJbl U FNa3HULbl, PAa3BMBLUMXCA B MEHbLUEN CTEMNEHMW B CPAaBHEHUUN C OCTaNIbHOM
YyacTblo nmua (rMnonnasua cpeaHen TpeTn Nnua); YyKopoYeHHOEe paccToAHUE MeXAy HOCOM N BEpXHeEN ryboi;
OMNYyLLEHHbIE YIOJIKWU PTa U TOHKaA BEPXHAA ryba; HU3KO NocaXKeHHble YLIun.

Pa3Butue

Pa3Butne KpynHom n mesnkon MoTOpPUKU
Ha gaHHbIn MomMeHT (2024 rogn) 3apgepikka B pa3BuTuK Gbina 3admkcpoBaHa y 60nbLIMHCTBA AETEN C
WHSUS. Yacto HabnogaeTca 3agep>kka B pa3BUTUM TakKUX BaXHbIX HaBbIKOB, Kak YMeHUe
nepeBopayMBaTbCA, CUOETb, XOOAUTb, UrPaTb C UFPyLLIKaMM1, NOJIb30BATbCA CTOJNIOBbIMU Npubopamu,
3acTermBaTb MOJIHUIO U MYrOBULbI, @ TaKXKe NpUyvYeHune K TyaneTy. Tem He MeHee, CTENEHb OCBOEHMUA 3TUX
HaBbIKOB CMJIbHO Pa3HUTCA: HEKOTOPbIE AETW CTAHOBATCA aKTUBHbIMWU M pa3BUBalOT HaBbIKN NMPUMEPHO B
TOM Xe Bo3pacTe, 4To n getn 6e3 WHSUS, Toraa kak y gpyrux 3agep>xka Bbipa)keHa Ap4ye. bonblnHCTBO
OeTen HaunHaloT XOAMTb CaMOCTOATENIbHO B BO3pacTe OT 12 MecALEeB 40 WeCTU neT. Y HeKOTopbIX aeTen
MOXeT ObITb HEOObIYHAA NoxoaKka Unn NpobnemMbl ¢ KOOpAUHaUUEN.
3apepxkka B pa3BUTUN MOTOPUKM HacTO CBA3aHa C HU3KUM MbILLEYHbIM TOHYCOM (FMNOTOHYCOM), KpanHe
pacnpoctpaHeHHoM y nogen ¢ WHSUS, n Hepeako ABnAOWMMCA NepBbiM NPU3HAKOM, Bbi3blBalOLLUM
06ecnoKoeHHOCTb BpaYein.
B penknx cnyyaAax oTMeyanu BbipaXxKeHHyo runepMobunbHOCTb CyCcTaBOB (JIOKTEBbIX, Jly4e3anAcTHbIX,
KONEHHbIX N TazobedpeHHbIX), KOraa MiageHubl U 4eTu Crnoco6HbI MPUBOAUTb KOHEYHOCTU B MOJIOXEHUA,
HeOOoCTyMnHble 6ONbLWMHCTBY Ntofen. XoTA runepMobubHOCTb MOXET He Bbi3blBaTb HUKAaKMX Npobnem,
OHa MOXET CTaTb NMPUYNHOW 3a[EPXKKU PAa3BUTUA KPYMHOM MOTOPUKKN Unn ycyrybnaTtb ee. MHorpa oHa
conpoBoXxpaaeTcA 601AMM N TYFrONOABUXXHOCTBIO B CyCTaBax U MbiLLLAX, YacTbIMU BbIBUXaMU CYCTaBOB, a
TakXke TpaBMaMu, BKJIOYaA pacTAXEHNA CBA3OK.
MHornm petTAm noMmoraeT paHHee MeOULMHCKOE BMeLLaTeNbCTBO, HANpUMep: opToneanyeckas Koppekumsa
(ncnonb3oBaHUWe criewmnanbHbIX cTeNeK, ckob, WNH 1 opTe3os), aprotepanua (3T) n dusunotepanua (OT).
Y HebonbLlOW YacTu AETEN BbIABNAIOT ONpPeAeseHHYI0 CTeneHb Ancnniasnum tTazobenpeHHbIX cycTaBoB (no
naHHbIM GenlDA), npu KOTOpPOW cycTaBbl Nerko CMeLLalTcA. ITO MOXET ObiTb 3aMETHO YXXe Npu
pOXAEHMUN Unu pa3BuTbcA NosgHee. B o6onx cnyyvanax fievyeHne BKIOYAET HaIOXEHME LWWWH U, Npn
Heo6XoaMMOCTN, UMMOBUNN3aLMIO C UCMONb30BaAHMEM FMMNCOBbLIX MOBA30K N, BO3MOXHO, XUPYpruieckoe
BMELLATESIbCTBO.
«lMponycTnnu cpokn OCHOBHbIX 3TaroB pa3BUTUA, KpyNHaA MOTOpPMKa pa3BuBanach ¢ 3agep>kon. 1o 10
MecALEeB OH He NepeBopaymnBarnce, a cen Tosibko B 1 rog u 3 mecAua. CamoCcTOATENbHO MOLUEN B BO3pacTe
2 neT, ogHaKo cenyac, B Bo3pacTe 4 fieT, ero noxopgka ece ewle watkada. OH moxeT 6eratb, HO He ymeeT
npbiratb. bonblue Bcero y Hero BblpaXxeH rMNOTOHYC, U3-3a Yero BCE HaBbIKM KPYMHON MOTOPUKY
dopmupoBanuch ¢ 3agep>Kkor, YTo BMOCNeacTBMN NMOBJINANO U Ha PasBUTUE MEJIKOM MOTOPUKU. ITO
TakXe cKasasocb U Ha KOPMJIEHUMN Y.
«BnepBble ynblOHYCA B 2 MecALa, Havyan nepeBopavnBaTbea B 5 mecALeB, cen B 6 MmecALeB, Havan
nonsatb B 9 mecAueB, nowen B 1 rog u 3 MmecAla, Ha4yan roBOp1Tb B NOAITOpa roga, Hay4uncsa
rnonb3oBaTbcA TyaneTom B 2,5 roga, roBopuTb B 4 roga, nucaTtb B 5 neT».
«CoxpaHfaeTcAa runoToHyc kucten. Menkas MmoTopuka no-npexHemy octaeTtcA npobnemon». 11 net
«OH camocToATENbHbIN, HO HAXOAUTCA MOA NPUCMOTPOM U3-3a TPYAHOCTEN C IMMHOW rurneHomn». 20 net
«OTHOCUTENbHO HE3aBUCUMbIN, HO MHOTAA AYMAaeT, YTO He cnpasBnaAeTca ¢ 4eM-To. 1o yTpam oH npocuT
NMOMOYb EMY OLETbCA, XOTb M MOXET cAenaTb 3To caM. [1o BeyepaM MHe NpuUxoauTcA NoMoraTb emy C
YnucTKOM 3y60B HECMOTPA Ha TO, YTO OH MOXET CrpPaBUTbCA cam». — 8 neT
«OHa MHOoroe genaet camocToATeNbHO». 15 neT
«He moxeT 3acTerHyTb nyrosuubl. MOXeT 3aCTEFHYTb MOJIHUIO, ECNM OHA He 3aefaeT». 9 neT
«B 11 net oHa npakTM4eckn NOJSIHOCTbIO CAMOCTOATENbHaAY.
Y Unigue ecTb oTAenbHble 6poLutopbl, MOCBALLEHHbIe TepaneBTudeckum metonam (Therapies) un
npuyyeHuio k TyaneTty (Toilet training and continence).
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https://rarechromo.org/media/familyguides/English/Therapies%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Toilet%20training%20and%20continence%20FTNW.pdf

I/IHTenneKTyaanoe pa3putTue n CNocoOGHOCTDb K 06yt|e|-wuo
Ha gaHHbIN MOMEHT M3BECTHO, YTO NoYTK y Beex aeten ¢ WHSUS npucyTtcTByeT 3agepikka yMCTBEHHOIO
pazsutua (YO) n/unn nmetotca TpygHocTu npu obyveHuun. CteneHb YO BapbupyeTca OT JIEFKOW [0 TAXENOWN.
Muormum petam TpebyeTcA AONOJIHUTEIbHAA NOMOLLb Npy 06yyYyeHun. PaHHee BMeLLaTenbCTBO MOXET
oKasaTb 3aMeTHbIN NoNoXUTESNbHbIN 3 dekT. PekomeHayeTcA perynapHO NpoBOAMTbL TECTUPOBAHUA ANA
OLLEHKWN KOHKPETHbIX UHAMBMAYaNbHbIX NOTpebHOCTEN pebeHka.
«Mbl noka He yBepeHbI, Kak OH 6yaeT cnpaBnATbCA ¢ y4eb60M. ITO CTaHET ACHO, KOraa OH NMOMAET B LUKOJY».
«Y Hee nerkas cTeneHb ymcTBeHHoM oTcTanoctn. OHa MeasIeHHO NULWeT U3-3a AUCMpakcuun, a Takxke y Hee
pasmalwmncTbin novepk. OHa oyeHb NO6UT TeaTp. Y Hee He 6bio 3akiodeHua Bpava 06 ocobbix
noTpebHOCTAX [0 TeX MOp, NOKa OHa He nolna B 06blYHYIO WKoy. Tam oHa nogsepranacbk 6ynnuury. B 10
Knacce Mbl MepeBeny ee B Apyryto Wwkony. Tam oHa otctaBana, B 11-M knacce u Mbl NepeBenu ee B
creunanM3npoBaHHYIO WKOJY ANiA 06y4vatowmxca ¢ nerkon yMcTBeHHOW oTcTanocTbto. B Bospacte 35 net
OHa ewe yunTca B konnepye. Ei He xBaTaeT coumanbHbIX HaBbIKOB».
«EMy Hy>XHa nogaep>ka B CNIOXHbIX ANIA HEFO HaBblkax: NUcbMe, YTeHUn». 14 net
«CneuvnanbHasa nogaepxka B Wwkone. 6 YacoB B Hegento ¢ negarorom-gedekrtonorom. Hy>xHa nomoub Ha
3K3aMeHax: U3-3a TOro, YTo OYeHb MeAJSIEHHO NULLET, AUKTYEeT OTBETbI YCTHO». 9 neT

Y Unique ecTb oTAenbHblie GpoLtopbl, NocBALEHHble o6pasoBaHuio (Education),ganbHenwemy
obpasoBaHuto, npodeccrmoHanbHon noarotoeke u pabote (Further education, training and work).

A3bik n peub

Y nopgasnsaiowero 60/blINHCTBA AeTen ¢ cuHgpoMoM Yanta — CaTToHa oTMedaeTcA pasHas cTeneHb
3a4ep>XKM PevYeBoro 1 A3bIkOBOro pa3BuUTUA, HEPEOKO NMPEeBOCXOoAALLan Mo TAXECTU 3a4epXKKy pa3BuTuA
obuieit MOTOPUKU. BO3MOXHOCTM pa3BUTUA peyn pasHATCA, NPU 3TOM Y HEKOTOPbIX OTCYTCTBUE PeYnN MOXKET
coxpaHuTbea u nocrne 6 net. [letn, y KOTOpbIX peyvb BCe-Taku pa3BMBAETCA, MOTYT BblyYNTb OTAE/IbHbIE
cnoBa, KopoTkue dpasbl UK NPoCcTble NpeanoXxeHna. Y HeKoTopbiX hopmMmupytoTca 6a3oBble
KOMMYHWKaTUBHbIE HaBbIKM U pacLUMPAETCA C/IOBAPHbIN 3anac, 04Hako 3TOMy MOTyT COMNyTCTBOBaTb
TPyOHOCTM € apTukynaumnen. bonblWNHCTBO poanTenen yBepeHbl, YTo Ux peGeHoK NoHMMaeT ropasgo
6onblle, HeM MOXET Bbipa3suUTb C/IOBaMMU.

O6cnepoBaHue y noronega AOJIXXKHO MOMOYb BbIABUTb KOHKPETHbIE HapyLleHna y pebeHka, YTo No3BONT
NPOBOAUTb PerynfapHblie KOPPeKLMOHHble 3aHATUA, HanpaBfeHHble Ha UHANBUAYaNbHble NOTPEOHOCTH
pebeHka. B Tex cny4anax, korga nauMeHT COBCEM He FOBOPUT WU ero peyb COCTOUT JINLLb N3 HECKONbKUX
CJI0B, Bblpa)aTb MbIC/IM 1 MOTPEOHOCTN MOTYyT MOMOYb METOAbI allbTEPHATUBHOWN U AOMNOJIHUTENbHON
kommyHukaumm (AAK). K HUM oTHOCATCA yKasaHue XecToM, UCMOoJb30BaHWe NUKTOrpaMmm, MUMUKA,
YMNPOLEHHbIN XXECTOBbIN A3bIK, @ TAKXXE BbICOKOTEXHOJIOTMYHbIE KOMMYHUKALLMOHHbIE CUCTEMDI
(BcnomoraTtenbHble cpeacTBa KOMMYHUKaLUK).

«OHa Hayana Npon3HOCUTb NepBble NOHATHbIE cnoBa B 2 roaa. OHa HauynHana roBopuTb TONbKO TOrAa,
Korga ee cnpocAT. Y Hee ecTb NPM3HaKu ayTuama; [HO BO B3pOCiioM Bo3pacTe] oHa NtoObuT pa3roBapmBaTthb C
TEMMU, KTO MOHUMAET ee U He OTBOPAYMBAETCA OT HEEx.

«Celvac emy noyTtu 4, n oH 6UNNHIB, 6erno roBopuT Ha ABYX A3blkaX. Y HEro o4eHb YeTkasa peyb, OH
6onTyLkan.

«Y Hero 3aTopMoOXeHHas peyb, Koraa oH ctecHAeTcA. Hanpumep, Ha npueme y Bpa4va oH
MaJiopa3roBOpYMB, B TO BPeMA Kak AoMa Uin B Kpyry 6JIM3KMX OH MHOTO roBopuT». 16 net

Y Unigue ectb oTaenbHana 6powiopa, noceAaweHHaa obuweHuntio (Communication).

KopmneHnue

Y HOBOPOXAEHHbIX YacTo OTMeYalTcA NPo6JsieMbl ¢ KOpMSiEHUEM. HU3KUI MbllEeYHbIA TOHYC MOXET
BbI3BaTb TPYAHOCTU NpPWU r10TaHMW, a Takxke HeKoTopble MnafeHLbl cnabo cocyT rpyab. MHorvne getm
Takxe cTpagaloT oT ractpoasodareanoHoro pedniokca (FMPB), npn koTopom Nuwa nogHumMmaeTcA o6paTHO
no nNuuwesoay. To COCTOAHNE MOXET NoTpeb6oBaThb JieyeHus, nogbopa onpeneneHHon no3bl 4nA
KOPMJIEHUA, JIEKApPCTB, NULLEBbIX A0OABOK, @ B HEKOTOPbIX CiydYaax MoxXeT noTpeboBaTbcA BBeAEHUNE
HasoracTpanbHoro 3onHaa (HI'3) unn ractpoctomuyeckon Tpybkun. CoobLiaeTca, YTO HEKOTOpPbIE NaLNEHTbI
MCNbITbIBAOT TPYAHOCTU BO BpeMA nepexesbiBaHNA U TMOTaHNA MUK, @ TakKXXe OTKa3biBaloTCA OT
onpepneneHHblx NpoaykToB. Nomumo atoro, et ¢ WHSUS moryT nepeefnatb, YTO CTAHOBUTCA MPUYMHOM
CKJTOHHOCTU K Habopy NuLWHero Beca.

JeTam ¢ ykaszaHHbIMY HApPYLUEHUAMWU PEKOMEHAYETCA KOHCYbTaLMA B CeLMann3mpoBaHHOM LIEHTpe onA
NpoBeAEeHUA AMarHoCTUKN Npo6rieM ¢ NMTaHUEM U COCTaBNEHUA NiaHa Tepanuu.
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«He mor cocatb rpyab. Ha 3To noBnnAn HU3KUIA MbILLIEYHbIN TOHYC. KOpMﬂeHl/Ie n3 6yTbIJ'IO‘-IKI/I
3aHnMMano o4eHb MHOIro BpemMmeHun, ny Hac Obinn TPYAHOCTU C nepexoaom Ha TBepayto nMuLLy».

«Ero TowHunT, ect Tonbko 3-4 noxku niope. OCHOBHOM paunoH — fgeTckoe nuTaHue». 1 rog u 8 mecaues
«He ecTt BOonokHUCTYIO efy: CTPyYKoBYyto hacosib, aHaHachl, LWNWHAT, XUInUcToe MAco. He nepeHocuT ux
TeKCcTypy». 6 ner

«OueHb 3aTpyaHeHHoe rnoTaHue (aucdarua). N3-3a yaywbsa 4yacto 6biBaeT NnHEBMOHUA». 37 neT

Y Unique ecTb oTaenbHana 6poluiopa, noceaweHHana kopmaenuio (Feeding).

PocT n Tenocno)xxeHune
BHyTpuyTpoGHans 3agepxka pocta (3PI1) n HepocTaTouHasa macca Npu poXaeHun HabnogalTea N1Lb y
YacTu geTten; B 6ONbLUNHCTBE Cly4YaeB BEC, POCT U pa3Mep rofoBbl MPU poXAeHUN HaXoO4ATCA B
HOpPMasnbHOM AnanasoHe.

Mocne mnageH4YecTBa pOCT U Bec AeTell MOXeT BapbUpOBaTbCA, HO COBPEMEHHble nccnegosaHua (2024
rog) otMmeyvaioT, 4To Aetn ¢ WHSUS HeBbiCOKOro pocTa 1 CKNIOHHbI K HaGopy NIMLLHEro Beca. Takxe y
neten ¢ WHSUS pacnpocTtpaHeHa mukpouedanma — pasmep rosioBbl MeHblue pedepeHCcHbIX 3Ha4YeHNN.

«Y Hee npobnembl ¢ Becom. Ee pocT 150 cm».
«O>knpeHwue BbI3Bano NpobaemMbl ¢ MOOUNBHOCTbIO». 16 neT

NoBepeHue
Pogutenu rosopaT, yto getn ¢ WHSUS o6biuHO Becenble,
obanATenbHble, NbALMe 1 3aboTnmBbIE.

OpHako B KayecTBe 04HOI0 N3 KJI0YEBbIX MICTOYHUKOB
6ecrnoKoNCTBa OHM 4YacTo OTMeYaloT y AeTen
TPEeBOXHOCTb. Y HEKOTOPbIX AeTen NpoABnfAeTcA
0ECTPYKTUBHOE NOBEAEHME, YTO MOXET Bbi3biBaTb
CNIOXHOCTU. B cnekTp conyTcTBylOWMX NOBEAEHYECKMX
0coGeHHOCTelN TakXKe BXOAAT: cMHApPOM geduuymTa
BHMUMAaHMA 1 runepaktusHocTtu (CABI), hobun,
MMMYNbCUBHOCTb, HABA34YMBbIE COCTOAHUA,
CTECHUTENIbHOCTb B HOBOM OKPY>XXEHUU U 3Nn30on4bl
arpeccun. NMpumepHo y 50% neten ¢ WHSUS BbiaBnaetca
paccTpouncTBo aytTuctuyeckoro cnektpa (PAC) unu ero
NMpuU3Haku.

Mpu nogo3peHun Ha Hanuume y pebeHka
cneumduyeckoro pacctponctsaa (TpesoxHoctn, PAC,
CABrIN) nokasaHa

KOHCYNbTauuma negmuaTpa ¢ Nocneayowmm HanpaBieHnem K KNMHUYECKOMY NCUXONOory Uim cneunanncTy
B 06/1acTV NpUKNagHoOro aHanusa NoBeAeHua Onaqa NnpoBeneHna guarHocTuku. inarHoctuka aytmama
OCHOBbIBAETCA HE HAa KAKOM-TO MEeJULIMHCKOM TecTe, a Ha CTPYKTYPMPOBaHHOW NOBeAeHYeckoN oLeHKe,
KOTOpPYIO NPOBOAAT KBaNnudnuUMpOBaHHbIe cneunanncTbl (TepaneBT U MNCUXONOor). TOT NPOLLECC YacTo
ABNAETCA MEXANCLUMMIIMHAPHbIM, BOBNIEKAET CMeLnanncToB Nno pedeBon Tepanum n aprotepanesToB.
Kpome Toro, yunTtbiBaeTca Bo3pacT pebeHka. [1o ntoram nepBUYHON OLEHKM NPU HAIMYMUK NMOKa3aHuin
MOXeT ObITb peKOMeHAOBaHa yrnybneHHasa guarHoctuka y npoduibHOro cneymanucta: oeTckoro
HeBposora, ncuxmaTpa, Ncuxosiora UNu Bpaya, cneumannu3npyloeroca Ha HapyLLIeHMAX Pa3BUTUA.
Mocne NnocTaHOBKM AMarHo3a AeTAM MOTryT Ha3Ha4YnTb MeOMLMHCKYIO U NOBeAeHYecKyo Tepanuio ana
KOPPEKLNN KOHKPETHbIX HapyLeHun. Npn HeobxoaMMoCTH aprotTepaneBT MOXET NOMOYb Ballemy
pebeHKy ¢ HEKOTOPbIMU NOBELEHYECKUMU TPYAHOCTAMM, NPEANOXUB MeToAbl paboTbl C ero
MOBbILUEHHOW YyBCTBUTEJIbHOCTbIO. [lnA aeten ¢ TpyAHOCTAMU B 0OLWEHUM MOTyT ObiTb MONE3HbIMU
3aHATMA B rpynnax, rge OHM CMOryT OCBOUTb U 0TpaboTaTb BaXKHble couumanbHblie HaBblku. Pogutenu xe
MOTYT 3anncaTtbCA Ha KypcC no n3y4eHnMio MeTogoB Koppekunn noeeneHnAa, pa3sntmnAa HaBblKOB O6LI.|,eHI/IF|
1 B3aMMOAEWNCTBUA Yy pebeHKa ¢ ayTU3MOoM, YToObl yKpenuTb ero aMmoumoHasbHoe 6narononyuvue.

«[AnarHoctuposanu] aytnam B 6 net. EcTb npo6nembl ¢ foBepreM K Nnoasam. Y Hee ecTb 4epThl
ayTUCTUYECKOTO CrekTpa, Mo3TOMYy OHa npeanoyYnTaeT obLeHne ¢ MoHUMaloLWUMM NoaAbMU, KOTOpPbIe
BoBeKkaloT ee B gnanor. OHa o4eHb OT3bIBYMBbLIN U 3a00TNNBbIN Yenosek. [pusHaku CAOBI nnu
arpeccuBHOro NoBeaeHnA oTCyTCTBYIOT. MiMeloTcA HapyLLeHUA CHay.

«Cenyvac emy noytu 4 roga, HelaBHO Ha4vasa pa3BMBaATbCA TPEBOXHOCTb. YyBCTBUTENIEH K 3BYKaM,
GounTCA Pe3Kux LYMOB 1 6OJbLIOrO CKOMEeHuA nioaen. BoobLie oH 04eHb pagoCTHbIN Manbyuk, C HUM
Halla XWU3Hb HanosHuNacb cyactbem n cmexom. OH o6aATeNbHbIA, OOLLNTENbHbIN, NIOOUT Noaen 1
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nogun ero noo6ArT. I'IpMBneKaeT MHOIO BHMMaHUA CBOEN XKN3HEPaAAoOCTHOCTbIO U nob6osblo NnobonTaTtb, HO
TOJIbKO TOrga, Kkorga.

pAnoM HeMHOro noaen B 6onee mHoronogHo o6¢cTaHoBKe (OeTCKOM cafly) OH CTAHOBUTCA TPEBOXKHbIM
M NOAaBNEHHbIM».

«OH nerko naeT Ha KOHTaKT CO B3POCJ/IbIMU, HO C poBecHUKamu obLweHne naetca Taxenee. OgHako ¢
MOMEHTa, Kak OH MOLLes B LWKOJy, Mbl eXerogHo 3amedaem nporpecc. Cenyac gena Ha yvyebe o6¢TOAT
OTHOCUTENIbHO XOpoLwwo. Y Hero ectb HekoTopble hobun, Hanpumep, 60A3Hb NOAEN HA KOCTbIIAX U B
VMHBaNUAHbIX Kpecnax. HanpamMylo oH 06 3TOM MOXET HaM U He rOBOPUTb, HO, ECNU YBUAUT YeNoBeKa B
KofiAcke, coenaeT Bce, YTOObI HE ATU pAgom. EMy Takxke He HpaBuKTCA, KOrga ero MMA NULWyT Ha ero
onexzae nnu Ha kpyxkax. Hanpumep, korga Ha AHAX POXAEHUA NOAMNUCbIBAIOT MMEHa Ha cTakaH4YMKax, OH
He 6y4eT HUYEro NUTb Lenbli AeHb, MPUTBOPAACH, YTO NPOCTO He xo4eT!» 9 net

«OH He NOHMMaEeT INYHbIX FPaHunL: NOAXOAUT K HE3HAKOMLLAM, MPUKAcaeTcA K HAM, UTPaeT C YyXXUmun
Bewwamu». 7 net

«lMoBepeH4veckmnx npobsiem HeT. OTMeyvaeTcA 3ageprkka NCUXMYECKOro Pa3BUTUA Ha hOoHe ABUraTeNIbHbIX
HapyLLUEHWUA 1 OTCYTCTBMA peunr». 9 net

Pogutenu yacto coobuialoT o HapyLleHNAX cHa y pebeHKa, KOToOpble 0Ka3blBaloT 3Ha4YMTeNIbHOE
HeraTUBHOE BNINAHME Ha XN3Hb BCEWN ceMbU. B yncne xanob: TpyQHOCTU ¢ 3acbiNaHMEM, YacTbie HOYHbIE
Npo6yXAeHNA, HOYHbIE KOLIMapbl U clyYan nyHaTMama. Y HEKOTOPbIX AeTel 0TMe4aloTcA anM304bl anHo?
BO CHE — COCTOAHUA, 4JIA KOTOPOro XapakTepHO HapyLleHne gbixaTeJibHOro putMa. B cBA3u ¢ aTum
pekoMeHayeTcA NpoxoxaeHue obcnenoBaHuA ¢ NONIMCOMHOrpaduyecknm nccnegoBaHmem ans
BbIABNIEHMA HAPYLLUEHU cHa W/UNKN arnHos BO CHe.

«Houblo OH 04YeHb YacTo npocbinaeTca. M o6paTHO 6€3 MeHA caMm yxXe 3aCHyTb He MoXeT. Ecnu Hy>Ho B
TyaneT, TOXe 30BeT MeHA, MOTOMY 4YTO BoMTCA BCTaBaTb OOMH U UATU». 8 neT

«OHa HOoYblo He npocbinaeTca, NOXUTCA cnaTb paHo». 20 neT

«lMpoxognT 06cnegoBaHnA Mo NOBOAY BO3MOXHOIO arnHO3 BO CHe, Xparna v BoJIHeHUA». 7 neT

Y Unique ecTb oTaenbHble 6poLiopbl o cnoxHom noseneHun (Challenging Behaviour) n HapyuwieHuax cHa
(Sleep).

NMonoBsoe cospeBaHue
NHdopmaunm o neprope nosioBoro cospesaHud y geten ¢ WHSUS He Tak mHoro. HekoTopble poautenu,
BOCMUTbIBaOLLME [OYEPEN C XPOMOCOMHbBIMU U NOBEAEHYECKUMU OTKIOHEHUAMMW NN TPYAHOCTAMMU B
06y4yeHnn, o6ecnokoeHbl cnocobHOCTbIO UX pebeHka yxaxuBaTb 3a cobon Bo BpeMA MeHcTpyauun. B
TakKnX cUTyaumax MoxeT ObITb NoJsie3HbIM 06CYyANTb C NegmMaTpPoOM BO3MOXHbIE CrOCOObI perynaumum
MEHCTpPYasibHOro Luka.
«Bo BpemAa nonoBoro cospeBaHnA oHa Havyana HabupaTb Bec, NpuyYeM NPenMyLLecTBEHHO B nneyax. [pu
3TOM Mpegnfieydyba U KUCTU OCTaBannucCb HopManbHOro paamepa. OQHOBPEMEHHO Pa3BUNOCb XPOHUYECKOE
3aboneBaHune Kkoxu — rugpagenunT (Hidradenitis Suppurativa)».

Y Unique ecTb oTaenbHaA 6poluiopa, NnocBALleHHaAa nososomy co3peBanHuio (Puberty).

B3pocnas XusHb
Ka4yecTBO X13HM BO B3POC/IOM BO3pPacTe MOXET 3HAaUYNTENbHO Pa3finyaTbCA N 3aBUCUT OT Pa3HbIX
¢akTopoB. K HUM oTHOCcATCA cTeneHb YO, BO3MOXHblE XpOHUYECKMe 3a6osieBaHUA U YCMeLwHOoCTb
paHHEro BMeLLaTeNnbCTBa U NevYeHus.
CteneHb camocToATenbHocTH B3pocsbix ¢ WHSUS Bapbupyetca. HekoTopble ntogu ¢ 3TM CUHAPOMOM
paboTaloT, caMu yxaxKmBaloT 3a coboi 1 co3aaloT cembu. [lpyrne npoaosixkaloT U BO B3POCTIOM Bo3pacTe
XXUTb C POAUTENAMU UMM B CNELUANbBHBIX YYPEXAEHMAX, FPYNNOBbIX [OMaX U UHTEPHATaXx, rae um
obecneunBaeTca HeEOH6X0AUMBIN yxo4 U NopaepXKa.
Y Unique ecTb oTaenbHaa 6poliopa o B3pocneHuu (Transition).
«B 35 neT oHa Bce ewe yunTtea B konneaxe. OHa HEOObIKHOBEHHO [0OOPbINA, BHUMATENbHbIN 1 3a060TNNBbLIN
YyesioBeKk. YMeeT NpAMO BbiCKa3blBaTb CBOE MHEHWE U HE TEPNUT HecnpaBeanneoctTv u 3na. OgHako en He
XBaTaeT coumalibHbIX HaBbIKOB. IHOrga ncnbiTbiBaeT TPEBOXHOCTh, NIOOUT pyTUHY. Cenyac oHa XMBET B
COMpPOBOXAEHUN coumanbHoro paboTHUKa, Tak kak en Heo6xoauma noapepskka B pasBUTUN HaBbIKOB
camoobcnyxuBaHua, BegeHuna GlogxkeTa u rotoekn. OgHako cosfaeTca BreyaT/ieHMe, YTO OKasblBaeMas
en nopaep>ka morna 6bl 6bITb MHTEHCMBHee. OHa Takoke NAaTUT 3a yCAyry JIMMHOIO NOMOLLHUMKA,
KOTOPOro 3HAET yXe HEeCKOJIbKO NeT, Ha 3 Yaca B Hefento 1 3a BpemeHHbIN yxon. OHa npogosxkaeT
HaxoauTbeAa nof HabnogeHem JIOP-Bpaya. B getctBe cTpagana oT Kocornasuva v HapyLeHUsa 3peHuns
(manbHo30pKOCTb NpaBoro rnasa). Cenyac 3peHne B Hopme».

8
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NMpo6nembl co 340poBbEM

Y petenn ¢ WHSUS moryT Habnogatbea cnefyiowme npobiembl co 30pOBbEM. DTN HapyLLeHnsA
BCTpeYvatloTcA He Y BCEX MNaLMeHTOB C 3TUM CUHOPOMOM.

= [nasa un 3peHue

Ona peten ¢ WHSUS xapakTepHbl npo6nembl ¢ rnazamu n apeHnem. CyuiectesyeT LUMPOKNN CMEKTP
Takux npobnem. MNpn 3TOM y OAHOIro NauneHTa MoXeT ObITb Cpa3dy HECKOJIbKO OTKJIOHEHWI, CBA3AHHbIX
CO 3[J0POBbLEM r/1a3 U 3pEHMNEM.

K yncny nseectHbix Ham Npobnem oTHocATCA: 6M30pyKOCTb (MMONUA) MU [aNbHO30PKOCTh
(runepmeTponua), koTopble 06bIYHO NIEFKO KOPPEKTUPYIOTCA oYkamu; Hebonbluaa nedopmauma
¢dopmbl rnasa, 4To BEAET K pa3MbITOMY 3peHUto (acTurmaTnam); kocornasue (ctpabusm), Npyu KOTOPOM
nmb6o oanH, Nn6o oba rnasa OTKNOHATCA BHYTPb, HAPYXY, BHU3 UM HAaBEPX — JIEYMTCA C MOMOLLbIO
OKKJIIO3UM, HOLLEHMWA 0YKOB, CMELMNaNIbHbIX YIPaXXHEHUA UIN XUPYPTrU4eckoro BMeLaTeNbCTBa;
onyLieHne BepxXHero Beka (NTo3); HenpousBosbHble KonebaHnA rnasHbix AGNOK (HUcTarm);
He[opPa3BUTOCTb (rMnonnasuva) 3puTeNIbHOro HepBa; aucTpoduA ceTyaTKu rnasa (pAag XpPoOHUYECKNX n
nporpeccupytoLmx 3abonesaHnin, BeayLmnx K yxXyaLweHuio 3peHun.)

= [onoBa u MO3r

OTHOCUTENbHO YacTo BCTpeYaeTcA MaleHbKUI pasaMmep ronosbl (Mukpouedanua) u y HeKoTopbIX
MOXeT 6bITb MPUMNIOCHYTbIN 3aTbINOK (6paxuuedanus).

HecMoTpA Ha To, 4YTO 3TO He NocToAHHbIV NpusHak WHSUS, nouytn y geyx Tpeten (y 2 ns 3) neten
MMELOTCA CTPYKTYPHbIE aHOMAJIN MO3ra, KOTOPblE MOXHO BblABUTb ¢ nomMoLlblo MPT (marHuTHO-
pe3oHaHcHou Tomorpacdum) unu KT (komnbloTepHon Tomorpaduu). Habniogaemble nameHeHun
pasfnyHbl, HO MOTYT BK/l04aTb B ce6A HapylleHne pa3BUTMA MO3Xe4dKa (QucreHesnsa Mmosyeyka),
MCTOHYeHMe 6eNoro BeLLecTsa, CoOeANHAIOLWEro ABa nonylwapma Mo3sra (Mo30nMcToro Tena), CUHAPOM
LaHaon — Yokepa (o6nacTtb B 3a4HeN 4acTu Mo3ra (Mo3>e4oK), OTBe4atloLLas 3a KOHTPOJIb ABUXEHWI U
paBHoBecue, HOPMUPYETCA HEMPABUIbHO).

«denann MPT n Tomorpaduio mo3sra. PesynbTaT B npegenax HopMbli». 8 net

«MPT nokasana aHomanuio mo3xe4ka». 6 net
= CI/I.ﬂbHaH pBOTa U MUITpPeHb

PBoTa — LOBONBHO pacnpoCcTpaHeHHbI CUMNTOM, 0COBEHHO Yy AeTen mnagwero Bo3pacrta. Y
HEeKOTOPbIX OHa HOCUT NOBTOPAIOLIMNIACA, LUKINYeckuin xapaktep. C Bo3pacTom pBOTa, kak NpaBuo,
NpoABnAeTCA pexe unun npoxoant Boobuie. Kak HM CTpaHHO, HEKOTOPbIE POAUTENN OTMEYAlOT, YTO
TOLWHOTA 1 PBOTA Y UX AETEN XOPOLLO NoA[AloTCA JIEYeHMIO NpenapaTamMmm oT «abaoMUHaIbHOM
MUTPEHUY.

«PBOTa Havyanacb B Bo3pacTe O4HOro-ABYX JIET M 3TO NMPUCTYMbl ANUANCE OKOO 2 AHeN. B nepBble
HECKOJIbKO pa3 Mbl OCTanuCb JoMa 1 nevnnu ero camu. [1oTom Mbl NOrOBOPUAN C HALLIUM NMeanaTpoMm 1
Xoaunu B 60NbHULLY NPU NePBbIX NMPU3HaKkax npobrem ¢ XXnMBoToM. B 60nbHULLE eMy nocTaBuIm
KanenbHuLy oT o6e3BoXxmnBaHNA. bnarogapa aTomy pBoTa octaHoBunach cnycta 3-4 yaca. B BospacTe
OoT 2 1 go 5-6 neT NpuUcTynbl PBOTbI C/yYanncb yTPOM, KOra oH TOJIbKO Npocbinanca. Yxe oKoJsio AByX
NeT 3TO cjlyvyaeTcA HEMHOMO Henpeackasyemo 1 Yawe Bcero 6aumxe k Bevepy. OgHako B nocnegHue
JBa roga yactoTa NpuUCTYMNoOB coKpaTunach A0 ABYX pa3 B rofd no cpaBHeHuto ¢ 8-10 paHee. Ho 6onu B
XXMBOTE N MUTPEHb CTanu BO3HMKATb 3a 3TO BpeMA valle». 9 net

«bonu B xuBoTe ¢ Tpex net. Cenyac, B Bo3pacte 23 neT, NpUCTyNbl CTanu pexe Ha hoHe npuema
nekapctB». 25 net

=  3anopbl

Y petent ¢ WHSUS yacTo 6biBatoT 3anopbl, YTO MOXET ObITb CBA3AHO C HU3KUM MbILLEYHBIM TOHYCOM,
He,ﬂOCTaTOLIHOI;I d)MSMLIeCKOVI adKTUBHOCTbIO, CKYOHbIM MTaHNEM, MasnblM n0Tpe6neH|/|eM XNAKOCTU N
opyrumm aktopamu, KOTopble eLle He 40 KOHLA n3y4veHbl. Bo3aMoXHbie Npu4nHbl 3aN0pOB BaXKHO
obcyxpaTb ¢ NaTPOHaXHbIM paboTHUKOM My BpavyomM. OHU MOTyT NOpeKoOMeHA0BaTb NU3MEHUTb
nuTaHne pebeHkKa v NpPeanoXuTb pasMArdyuTeNu cTyna unu cnabutenbHbie cpeacTsa. B ocobo
TAXENbIX Cy4Yaax HEKOTOPbIM [EeTAM Ha3Ha4yaloT KIU3Mbl.



= Cnyx

Y HekoTopbIx Aeten npobnembl co cnyxom. MoxeT HabnogaTbcA KOHAYKTUBHAA TYroyXxocTb, Npu
KOTOPOW 3aTpPyAHEHO NpoBeAeHMe 3BYKOBbIX CMITHaNOB BO BHYTPEHHEE YXO0, N HeMpoceHcopHan
TYroyxocCTb, MPU KOTOPOWN MOTYT ObiTb HapyLLeHbl MYHKLUM BHYTPEHHErO yXxa, MHoraa yanTku nnm
C/yXOBOro HepBa (3TOT HepB NepenaeT 3ByKOBble CUTHAJIbl B MO3T); BO3MOXHa KOMOMHaunA
KOHAYKTUBHOW U HEMPOCEHCOPHOW TyroyxocTu. Bo MHOrux cutyaumax ona yny4dweHua cnyxa moryT
NPUMEHATLCA C/TyXOBble anmnapaTbl.

Y HeKoTOopbIX AeTel BO3HUKAET 9KCCYAaTMBHbIN CpeaHuin OTUT, Npu KoTopom 3a 6apabaHHoON
nepernoHKoWn ckananeaeTca XuUakocTb. [laHHoe 3a6oneBaHne MOXET yCcyrybuTbCA N3-3a CIMLLKOM
Y3KNX Hapy>XHbIX YLWHbIX KaHaN0B UM U36bITKa cepbl B HUX. IKCCYAaTUBHbIN cpegHUN OTUT — 3TO TUN
KOHAYKTUBHOW TYroyXoCcTu, KOTOPbI/A Ne4YnTcA, Kak npaBuso, ¢ NoMoLLblo BBeaeHns B 6apabaHHylo
nepenoHKy aspaunoHHbIX Tpy6oK. ITO onepaTUBHOE BMELLATENIbCTBO MOXET noTpebGoBaTbeA
noBTopHO. He Bcerga BO3MOXHO BOCCTAHOBUTbL CIyX NMyTeM aspauuu npocTpaHcTBa 3a 6apabaHHbIMK
nepernoHkamu (cpegHee yxo), NO3TOMY, XOTb U [OCTAaTOYHO PeAKO, B KA4eCTBe BPEMEHHOMW UK
OONTrOCPOYHOW Mepbl MOTYT UCMOJIb30BaTbCA C/yX0Bble annapatbl. [TockonbKy AeTu NoaBepXeHbl
pUCKY 3aQep>XKN pevyeBoro pasBuUTuA, poanuTeNnaM cnedyeT NnpMHUMaTb onpeaefieHHble Mepbl Ha
paHHMX cTaguAX: 3aHMMaTbCA PasBUTUEM peyn pebeHKa oMa UKW B creunanbHOM yuYpexxaeHun.

Y Unigue ecTb oToenbHana 6poltopa, noceaweHHan cinyxy (Hearing).

= 3y6bl

Y neten yacto HabnwogaloTca Nnpobnemsbl ¢ 3ybamu. Poautenn onuvcbliBaloT pag npobnem, Bkioyasn
aHomanuu pas3suTtua 3y60B, Takne Kak LUMPOKO paccTaBieHHble 3y6bl 1 YacTbi Kapuec (KapnosHble
nonoctu). Y1o6bl CHU3NTb PUCK BO3HUKHOBEHWUA OCNIOXXHEHUI, CBA3AHHbIX C KAPMECOM 1 3po3unen
amanu B pesynbTaTe ckpeXeTaHuA, Heo6X04MMO BbICOKOE KaYeCTBO CTOMATOJIOTMYECKUX YCIYT.

Y Unigue ecTb oToenbHble 6poLtopbl, NOCBALLEHHbIe yxoay 3a 3ybamu pebeHka (Looking after your
child’s teeth) n ocHoBHbIM Npo6nemam ¢ 3yb6amu (Teeth: common concerns).

= Cypoporu

Y ogHoro n3 natn (20%) neten ¢ WHSUS HabntogatoTca pasnmyHble hopMbl Cyaopor (BHe3arnHoe u
HEOXNOAHHOE U3MEHEHMWE 3NTEKTPUYECKON aKTUBHOCTU rONOBHOIro Mo3ra). B 3aBucumoctn ot
Nopa>xeHHbIX 06s1acTelt MO3ra CUMMNTOMbI MOTYT pa3nnMyaTbcA, HO 0ObIYHO BK/IOYAOT BPEMEHHOEe
3aMeLlaTeNnbCTBO, HEKOHTPONMPYEMblE NOAEPTNBAHUA U MOTEPIO CO3HAHUA UMW ACHOCTU MbILUNIEHMA.
Bo3spacT, B KOTOpPOM MOABNAOTCA Cy[0OPOrn, MOXET BapbMpoOBaTbCA, HO 0ObIYHO OH CcOCTaBnAET OT
0OHOro [0 YeTbipex net. AnekTpoaHuedanorpadua (33l n BugeoanekTpoaHuedanorpadusa (suaeo-
33l') — aTO MeOMUMHCKME UCCNIeq0BaHUA, KOTOPbIe UCMOJb3YIOTCA AJ1IA NU3MEPEHUA N 9N1eKTPUYECKON
aKTMBHOCTM FOJIOBHOIo Mo3ra. B coueTaHum ¢ gpyrummn uccnenoBaHMaMU OHU MOMOratoT onpeaennTb
TUMN CYAOPOXHbIX MPUCTYMNOB.

Cynoporu Bbi3biBaloT 6€CNOKONCTBO Y 61M3KMX, M 3a4acTyio NyraioT OKpyXXaloLwmx. TeM He MeHee,
NPUCTYNbl MOTYT ObITb KyNMpoOBaHbl MOCPEACTBOM MeANKAMEHTO3HbIX NpenapaTos. Ecnn y pebeHka
BrNepBble Clly4aeTcA Cy[opPOXHbIN MPUCTY, BaXKHO y6paTb BCe TpaBMOOMAacHbIE NpPeaMeThl,
HaxopAwmecA No6An3ocTn, u 06paTUTbLCA K Bpayy.

= Cepaue

Mo nMerwmmeca naHHbIM, BpPpOXAEHHbIe NMOPOoKK cepaua BblABJIAOTCA NPUMEPHO Y OAHOIo N3 BOCbMU
(12,5%) yenoeek ¢ WHSUS. Uccnenoeanume Duan et al. (2023) noka3sano, 4To BEPOATHOCTb
BPOXXAEHHOIO NOpoOKa cepALa HAMHOTO BbilE Y JIIOAEN C HaNN4YneM BapuaHToB B reHe POGZ, yem y
OoCTalibHbIX NOAEN.

3aboneBaHua cepaua 6bIBalOT pasHbIMU, HO BK/OYAIOT B cebA HapyLweHNA pasmepa U CTPoeHUA
cepaeyvHol MbllLbl M KnanaHoB. Yaule Bcero BcTpeyaetca aedekT MexnpencepaHon neperopoaku
(OAMTIM) — oTBepcTMe Mexay ABYMA BEPXHMMU Kamepamu cepaua. Takxe BCTpe4valoTca U3aMeHeHuA
0HOr0 N3 cepAeyHbIX KnanaHoB (4BYCTBOPYaTOro aopTanbHOMO KflanaHa) u oTKpbITOe OBaJibHOE OKHO
— OTBEPCTME MeXAY ABYMA BEPXHUMU KaMepamu cepAaua, KOTopoe He CMbIKaeTcA Ha MepPBOM roay
XKN3HU, Kak 3TO 0ObIYHO MPOUCXOAUT NP HOPManNbHOM pPa3BUTUN.
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https://rarechromo.org/media/familyguides/English/Hearing%20Loss%20FTNW.pdf
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https://rarechromo.org/media/familyguides/English/Teeth%20Common%20Concerns%20FTNW.pdf

Y neten ¢c BO3MOXHbIMM Npobnemamu cepaua 3abosieBaHUe MOXHO BbIABUTb MPU MOMOLLN
anekTpokapguorpammbl (3KI, nccnegoBaHmA aNeKTPMYECKON aKTUBHOCTM ceppALa), aXokapAnorpaMmmbl
(ynbTpa3BykOBOro uccrnefoBaHuA cepaua) unmn peHTreHa rpygHon knetku. Hekotopble us atnx
3abo0neBaHnn He3HAUYUTENbHbI U MPOXOOAT CO BPEMEHEM eCTECTBEHHbIM NyTeM. [pyrue moryT
noTpeboBaTb MeAULIMHCKOIO JIeYEeHUA NN XMPYPTruYeckoro BMeLlaTenbcTBa.

" [103BOHOYHUK

B HekoTopbIX cny4Yanax BCTpevaeTca MCKpUBJiEHUE NO3BOHOYHUKA (Mo gaHHbIM GenlDA), koTopoe
MOXeT 6bITb 60KOBbIM (CKONMMO3), ¢ N3rM6oM BepxHel YacTu cnuHbl (kndo3) unm coyetatb ob6a aTu
Bupa (kngockonnos). UckpmeneHne No3BOHOYHMKA MOXHO UCNpPaBuTb (pmnsmotTepanmen u
yrnpaxHeHUAMU, nHorpa TpebyeTca KopceT naun onepaumn.

=" [pbbhku

HekoTopble MnageHLbl POXAAOTCA C FPbIXEN, MPU KOTOPOW OpraH Uun XUpoBas TKaHb BbICTYNAlOT
Yyepes cnabyio MbILUEYHYIO CTEHKY UM COEOMHUTENDBHYIO TKaHb. TakXe rpbi>ka MoXeT 6bITb
aunadparmanbHoii. B aTom cnyyae nopaykaeTcA MbiliLa, OTAENAOLWAanA rpygHYyo NonoCcTb OT 6GploLWHON.
pb>KM MOTyT NPONTK camu, He NoTpeboBaB BMeLLATEeNbCTBA, HO B GOJMIbLUMHCTBE CNy4YaeB Hy>XHa
onepauus.

= Héb6o

Mory 6biTb BbiABJIEHbI NATONOTMN HEGA — BEpPXHEW 4YacT! POTOBOM NonocTu. HekoTopbie U3 HUX
OblBalOT HE3aMETHBbI, KakK, Hanpumep, BbiIcokoe apkoobpa3Hoe HEGO, HO BCTpeyatoTcA u 6onee
o4yeBuAHble NpobBaEMbI, Takue Kak pacliennHa Heéba. MaTonornmn HEGa, 0coOBEHHO pacliennHa, MoryT
npuBecTU K NpobsieMmam ¢ KOPMIEHUEM, CITYXOM, Npope3biBaHNEM 3y60B 1 peydbio. Onepauua He
TOJIbKO BO3BpaLllaeT HEOY nNpaBuibHY1O0 GOpPMYy, HO M YMEHbLUAET 3TU Npobnembl, BNJIOTb 4O UX
MOJSIHOTO YCTPaHEeHMUA.

= MoueBbigenuresibHaA cMctemMa

MHorpa peTtu poxpatoTea ¢ NaTonorMaMmn novyek ninm MoYeBblgenTenbHon cuctembl. K HUM oTHocuTCeA
noyeyHasa gucnasusa, KoTopana pa3BuBaeTcA y pebeHka B yTpobe maTepu B CBA3M HENPABUIBHO
cchopmmpoBaBLIMMUCA NoYKamu. N3-3a 3TOro NoYKM MOryT UMeTb HecTaHAapTHble (hOPMYy UK pa3mep.
YacTo B noykax BO3HUKAIOT HAaMNOJIHEHHbIE XNAKOCTbIO 06pa3oBaHmA (KUCTbI), KOTOpble MeLlatoT
HopManbHoun paboTe noyek. Ewe ogHa natonorna — ysenuveHue noyek (rugpoHecdpos),
BO3HMKAaIOLLEE N3-3a CKOMJIEHNA B HUX MO4YU. Takxe BCTpeyaloTcA yABOEHUA, TO eCTb BMECTO OLHOM0
MOYETOYHUKA ANIA BbIBOAA MOYM Y OLHOM UM ABYX NMOYEK NPUCYTCTBYET cpa3y ABa MoYeTo4YHMKa. [pun
3TON 0COBEHHOCTU NOBbILLAETCA PUCK UHDEKLMN MOYeBbIBOAALLMX NyTen. MHdeKLMN MOYEBBIBOAALLMX
nyten (MMBI1) BcTpeyatoTca 4OBOJSIBHO YacTo M NoA4aloTcA ie4eHuno aHTubunoTtukamu. B cnyvae
yacTtbix MBI moxeT noTpeboBaTbcA NpodunakTnyeckoe nevyeHne aHTMbnoTukamm.

" [lonoBblie opraHbi

MHorpa y manb4mkoB BblABNAOTCA HEGOJIbLLUME OTKNOHEHUA B Pa3BUTMN NOJIOBbIX OPraHoB, B TOM
yucne HeonyueHne AMYek (KpMNTOpPXM3M), O4eHb MaJiIeHbKUIM NeHnc (MMKporneHuc) n HegopassuTme
(rMnonnasuna) andek unm Mo oHKU. MHorue n3 aTux NaTonornunm MoryT ObiTb U Yy AeTen, He NMeloLLnX
WHSUS, u He Bbi3biBaTb 6ecnokoiicTBa. [Ipn HEO6X0ANMOCTU KPMATOPXM3M MOXHO CKOPPEKTUPOBATb
onepauuren, B Xo[e KOTOPOM NPOBOAAT onyckaHue AnYyek (opxunekcuio).

= Koxa

Y HeKoTOopbIX AeTeln pa3BuBaloTcA KOXXHble 3aboneBaHUA, Takue Kak ak3ema, npu KOTOpoun Koxa
CTaHOBUTCA KPacHOW, Ha4YMHaeT YecaTbcA M BocnanAeTcA. Baw nevyawmm Bpay MoxeTt
NoOpeKoMeH40BaTb YXO40BbIe MpoLeaypbl, CMArvalowme cpeacTsa aNa KOXu U apyrue sugbl

NleyeHmnn, KoTopbie MOMOryT 061erynTb CUMMATOMbI.
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Hackonbko pacnpoctpaHeH WHSUS?

Onpepenutb 310 HenpocTto. B 2025 roay nssectHo 6onee 4yem o cta cnydaax WHSUS. OgHako oxunpaeTcs,
4YTO YMCJIO NALMEHTOB C TakKMM ANArHO30M YBENUYUTCA, Tak Kak MHdbopmauum o 3aboneBaHnm CTaHOBUTCA
OGonblle, a reHeTU4Yeckme UccnenoBaHa NPoOBOAATCA Yalle.

NMouyemy Bo3Hukaetr WHSUS?

Bo Bpemsa 3a4aTtuA reHeTudeckuin matepuan pogutenen (AHK) konupyetca. MNpun 6mMonoruyeckom
KOMMPOBaHUN MOTYT clly4aTbcA c6ou, MOITOMY B FEHETUYECKOM KOZe BCEX AETEN MOTYT MPOU3OUATH
cllyyalHble U3MeHeHUA, KoTopble He HabnogaloTea B JHK ux poautenen. MameHeHua npoucxonAT
aBTOMAaTUYECKU M HE CBA3aHbl C MUTAHUEM, OKPY>XXEHUEM U 06pasom Xn3HU popguTenei. bonbwnHeTBO
Takux nameHenmn B JHK Hukak He npoasnatoTcA. Ho B peakux cnyyasax OHU Bbi3biBaloT Npobnembl co
3[0POBbEM UMY BANAIOT Ha pa3BuTue pebeHka. Ecnu cnyyanHoe nameHeHue nospeguno reH POGZ,
pebeHok pogutca ¢ cuHgpomom WHSUS. Ha momeHT 2024 ropa y 60nblIMHCTBA NALNUEHTOB C CUHOPOMOM
WHSUS reHeTu4yeckoe n3MeHeHWe Npou3oLsio cnyyYalHo, unu «de novo». 3To 03HAYaeT, YTO B CEMbE
HabnopaemMoro nauMeHTa MU3SMeHeHMe Npon3oLwno Brnepeble. bbiBaeT u Tak, 4To BapuaHT reHa POGZ
NMPUCYTCTBYET TOJIbKO B HEKOTOPLIX ANLIEKNETKAX UK CrepMaTo3omaax poanuTessa, KOTopbI He MeeT
npuaHakoB. Takoe ABNeHNe Ha3blBaeTCcA repMUHanbHbIM MO3anuLU3MOM. BaXHO MOMHUTB, YTO B MyTauuMaAx
OHK He cnepyeT HUKoro BMHUTL. Pogmutenn He BuHoBaTbl B ToM, 4To B [1IHK nx pebeHka nmeetcna
N3MEHEHME.

Mo>xeT nu 3T0 NOBTOPUTbLCA?

BepoAaTHOCTb poXaeHuA elle ogHoro pebeHka ¢ peakMm reHeTUYeCKUM OTKITOHEHUEM 3aBUCUT OT
reHeTu4yeckoro koga pogutenen. Ha cerogHAawHuin geHb (2024 rog) novtun y Becex naumeHTos ¢ WHSUS
reHeTu4yeckne n3aMeHeHus BoO3HMKanu de novo (dn). 3To o3HavyaeT, YTO HU Y OAHOro poauTena He 6bino
obHapyxeHo Takol xe myTauumn B reHe POGZ, kak y ux pebeHka. Takum o6pa3omM, BEpOATHOCTb
poXAeHMA elle oaHOro pebeHka ¢ 3TUM CUHAPOMOM 0ObI4YHO cocTaBnAeT MeHee 1%.

OpfHoM 13 BO3MOXHbIX MPUYMH NOBTOPHOMO POXAeHUA pebeHka ¢ CUHAPOMOM MOXEeT cTaTb peakoe
ABNEHNEe NoJ Ha3BaHMEM «repMMHaNbHbIN MO3anLM3M», KOTOpoe 6bIN1o YNOMAHYTO Bbilwe. B aTom cnyyae
poauTenb ABNAETCA HOCUTENEeM reHeTMYeCcKon MyTaLum, 04HaKo OHa COAEPXMTCA NNLWb B HEKOTOPbIX
ANLeKkneTkax unu kneTkax crepmol. [1o aTon NpUYMHE MyTaLMiO HEBO3MOXHO BbIABUTb C MOMOLLbIO
aHanusa KpoBM POAUTESIEN.

Y Unique ecTb KpaTkaa obuiaa 6poluiopa, nocBalleHHaa Mo3anumsmy (Mosaicism).

B cembsax, roe BapuaHT reHa POGZ 6bin yHacnefoBaH OT poauTenaA, BEPOATHOCTb POXAEHMA elle OQHOro
pebeHka ¢ WHSUS BHe 3aBucumMocTun OT nona Bo3pactaeT Ao 50% npu kaxgnon 6epeMeHHOCTU. TeM He
MeHee, TOYHO ONpenenunTb, Kakoe BAMAHNE CUHOPOM OKaXeT Ha pasBuTue, 340POBbE N NOBeAEeHNE
pebeHka, HEBO3MOXHO. [ToaToMy Npu NaaHMpoBaHUM cnenyowen 6epemMeHHOCTM POAUTENAM criegyeT
ob6paTuUTbCA 3a KOHCYbTauMel B FeHETUYECKMIN LEHTP.

Ecnu Baw pebeHok ¢ BaprnaHToM reHa POGZ 3axo4eT 3aBeCTN COOCTBEHHbIX [eTEN, BEPOATHOCTb
nepepayun aToro BapuaHTa ero pebeHky coctasnaeT 50% npwu kaxpon 6epemeHHocT. CnocobHOCTb
Balwero pe6eHka 3a60TUTbCA 0 cBOeM CO6CTBEHHOM pebeHke B ByayLieM TECHO CBA3aHa C ero
CO6CTBEHHbIMU CNOCOBHOCTAMU K 06y4eHUIo U NoOBeaeHUEM.

Kaxpgana ceMmbA MOXET NPOKOHCYIbTUPOBATLCA C BPAYOM-TEHETUKOM UJIM KOHCYIbTAHTOM MO
reHeTu4yeckum Bonpocam un noapobHee y3HaTb O BEPOATHOCTU poXAEHMA cneaytowmnx geten c WHSUS. Y
Unigue ecTb oToenbHble 6poLuiopbl, NOCBALLEHHbIE NaaHupoBaHuto cnefyiouiero pebeHka (Planning your
next child), npeHatanbHomy reHeTuyeckomy obcnegoBaHuio u auarHoctuke (Prenatal genetic testing and
diagnosis), koHcynbTauum ¢ knuHudeckmum reHetvkom (A clinical genetics appointment) n noggepxke
OpaTbeB U cecTep AeTel ¢ pefkum reHeTudeckum 3abonesannem (Supporting siblings of children with a
rare genetic condition).

Mo>xHo nu Bbinieunts WHSUS?

Bbineunte WHSUS HeBO3MOXHO, Tak Kak reHeTU4eckne n3ameHeHuA NponcxXoafT eLe Ha cTagum
dopmuposaHua n pasentua nnoga. OgHako, 3HaA AMarHo3s, crneymanucTbl MOryT NogobpaTth noaxoaduiee
obcnepoBaHMe U nevyeHue.
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TepaneBTu4yeckmne pekomeHaauumn

Cpa3y nocne nocTaHOBKM AnarHosa
Ecnu 310 He GblsIO NPpoOBEAEHO B paMKaxX ANArHOCTUKMK, CeayeT NpoBecTy oueHKy npru3Hakos WHSUS,
KOTOpble NMPUCYTCTBYIOT Y pebeHka unmn B3poc/ioro, y KOTOporo 6b1510 ANarHOCTMPOBAHO 3TO FrEHETUYECKOEe
3aboneBaHue. OueHnB, MOXHO ByneT onpenennTb, kakme uMeHHo npusHaku WHSUS npucyTtcTBytoT 1
HacKOJIbKO OHWU Cepbe3Hbl.

JononHntenbHana noaaepxka
XoTa petn ¢ WHSUS 6yanyT HaxoguTbea nog HabnogeHneMm MHoronpoduibHOM KOMaHabl CNeunanmcTos,
METO/[ NIeYeHMA MOXET MEHATbLCA B 3aBMCMMOCTU OT NOTpebHocTen onpeneneHHoro peberHka. B aton
KoMaHge 06A3aTesibHO A0JI)XEH NPUCYTCTBOBATb NeauaTp, KOTopbI 6yaeT ocyLecTBAATb KOHTPOJIb 33
YyX0O4O0M, cneguTb 3a POCTOM, PasBUTMEM M NOBEOEHUEM, a TaKxKe MoaAepXnBaTb CBA3b CO CMEXHbIMU
cneunanncTamu.
B komaHpe cneumnannucToB AnA okasaHuA nogaepxkun yenoseky ¢ WHSUS moryT 6biTh:
Mepuatp — Bpay, cneymanusnpylowmmnca Ha Guan4eckom, NCMXNYECKOM U coLManbHOM 300POBbE AeTen
OT POXAEeHWUA 4O IOHOLLIECKOro Bo3pacTa.

FacTpoaHTeponor — Bpay, cneumanmsnpyowmninca Ha 3abonieBaHNAX XeNyaka U KALeYHuKa.
OdTanbmonor — Bpay, cneunanmsnpylowmninca Ha sabosesaHunAx rnas.

Ayauonor — crneuuanncT, KOTopbl ANAarHOCTUPYET, NEYUT U NOMOraeT CrpaBiATbLCA C HApPYLUEHUAMM
clyxa unu paBHOBeCUA.

Heeponor — Bpay, cneuunanmsnpyowminca Ha 3a6osieBaHMAX roJIOBHOrO MO3ra, ClIMHHOrO Mo3ra u
HEepPBHOW CUCTEMBbI.

Kapmnonor — Bpavy, cneumanmsmpylou.ml?lcn Ha 3aboneBaHUAX cepgua.

YPOIIOF — Bpa-, CﬂeLl,I/IaﬂI/I3I/IpymLL|,I/IﬁCF| Ha OnarHoCTuke n nedeHnun 3aboneBaHumn MOLIeBbI,D,eJ'II/ITeJ'IbHOIZ
CUCTEMBDI.

Hedponor — Bpay, cneuymannampytowmiica Ha 3aboneBaHmAX NoYex.
McuxmwaTtp — Bpay, cneunanmM3anpylowmninca Ha NCUXMYECKOM 340POBbE.

dproTepanesT (AT) — cneynanucT, NPUMEHAIOLLNIA onpeaeneHHble BUAbl AeATeNbHOCTU AJ1A NOMOLLM B
CaMOCTOATEJIbHOM yNpaB/ieHUN COCTOAHUEM, U COCOOHbIN NpeaocTaBnATb Heob6xoanmoe o6opyaoBaHme.

®usunortepanesT (PT) — cneunanuct, NpuUMeHAOLWMIA hU3nMyYeckue yrnpaxHeHuaA, ABUXKEHNE, MaHyaNbHYIO
Tepanuio, 06y4yeHue 1 KOHCYNIbTUPOBaHWE ANA YKPENNEeHWA Tesla 1 MoBbILEeHNA MOABUXKHOCTU.

Jloroneg — crneunanucT, NOMOTaloLWWiA ¢ Pa3BUTMEM pPeydn, A3bIKOBbIM 06LLEHNEM U UHOTAA C
TPYAHOCTAMU NPU KOPMIIEHUU/TNoTaHUM.

MeauumHckue CecTpbl U gpyrue cneyuanunuctbl MOryT y4acTtBoBaTb B CUCTEMATNHECKOM U BCECTOPOHHEM
nevyeHnmn pe6eHKa ninwn B3pocnoro.

MeTtopgbl neyeHun
PaHHee BMeLLaTeNbCTBO MOXET 0Ka3aTb 3aMeTHbIN NoNoXxuTenbHbi addekT. PekomeHayeTca perynapHo
NpPoBOANTb TECTUPOBAHNA ANA OLLEHKN KOHKPETHbIX MHAMBUAYaANbHbIX NOTpebHocTen pebeHka.
MNHpueuayanoHaa obpasoBaTtenbHana nporpamma (IEP) B CLUA, nnaH no nogaepxke B o6paszoBaHum,
MeOVLUMHCKOM 1 coumnanbHor nomoly (EHCP) B BennkobputaHum unmn skBUBaneHTHbIV JOKYMEHT B
Opyrux ctpaHax MoryT OblTb Bbl4aHbl MOC/e NPOXoXAeHUA pebeHKOM OLEeHKN 340POBbA ANA rapaHTUmn
yAOBNeTBopeHnsa ob6pa3oBaTesibHbIX, MEAULMHCKUX U cOLManbHbIX NOTpebHocTen, Heo6XoANMbIX AnA
noagep>XXkKn passmutna pebeHka.
Bbi6bop meTofa ie4eHnA 3aBUCUT OT KOHKPETHbIX 0OCOOEHHOCTEN M CUMMNTOMOB, C KOTOPbIMU CTankMBaeTcA
yenosek ¢ WHSUS, Ho moxeT Bk/loYaTb:

®usnueckyio Tepanuio (PT): BknoyaeT B cebA ABMXEHUA U (hU3MYecKne yrnpax HeHUA, MaHyasbHYIO
Tepanuio, o6y4yeHne n KOHCynbTauun gnsa nioaen, nepeHeclunx TpaBmbl, 60J1e3Hb UK NMEIOLWMX
MHBaAaNNOHOCTDb. Tak>xe MoXeT MoMoYb Hay4YnUTbCA ynpaBnATb 6onblo.
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Aprotepanwuio (3T): nogpasyMeBaeT 3aHATUA CO CMELMANIUCTOM C NMOMOLLbIO OnpeaeNeHHbIX BUAOB
OeATeNbHOCTHN, CMOCOBCTBYIOLLNX YKPENEHUIO 3A0POBbA U XOPOLLUEro CaMo4YyBCTBUA U
NOMOraloLmMx CaMOCTOATESIbHO CNPaBNIATbLCA ¢ 3aboneBaHneM. proTepaneBTbl NMOMOraioT NgAM C
reHeTU4YecknmMm 3ab6osieBaHUAMU B Pa3BUTUN KPYNHOW N MEJIKON MOTOPUKY C MOMOLLbIO
cneumnanbHoro o6opyaoBaHuA.

Jloroneaunyeckyio Tepanuio (JIT): nomoraet cnpaBuTbCA C PpeYeBbIMU, A3bIKOBbIMU U
KOMMYHUKaTUBHbIMU TPYAHOCTAMM.

MoBepeHuYecKyI0 Tepanuio: paHHee KOHCYIbTUPOBaHUE N obpalleHne K TepaneBTUYECKMM MeTOoAaM
MOFyT MOMOYb AETAM NPEOAONETb TPYAHOCTU C MOBEAEHUEM.

JlexapcTBa: AnAa nevyeHNs LMKNNYECKON PBOTbI U pecNioKCHOW 601e3HN UCNonb3yoTcA
cTaHAapTHble NpenapaTbl; AnA NPodUNakTUKM N Ne4YeHNA CyJOPOXHOIro cuHapoma —
NpPOTUBO3NUNENTUYECKUE.

Ha6niogeHue y ctomaTtonora: anAa noanep>aHua 300poBbA NOJIOCTU pTa.

MutaHwue: gnAa nevyeHun 3anoposB AeTAM MOryT nponncatb ANEeTy C BbICOKMM coOep>XaHnem
KneT4yaTkun, pasmMmardymnTenun ctyna mnaun cnabuTtenbHble cpenacTea.

Ha6niopeHne
Lna otcnexuBaHmA nmetoLwmxca n notTeHumanbHbix cumntomoB WHSUS y pebeHka, a Takxke peakuumn ero
opraHvM3ma Ha nekapCcTBEeHHble cpencTBa, PeKOMeHOYEeTCA:
OTcnexuBaTb npoLecc pa3BuTuA
OTcnexuBaTb 06pa3oBaTesibHble MOTPeObHOCTH
OTcnexuBaTb NoBegeH4Yeckne NoTpebHoOCTU
OTcnexuBaTb POCT U Bec
OTcnexuvBaTb 3anopbl U NPUCTYMbl PBOTbI
MponTtn o6cnenoBanHmne y odTanbmornora
MponTtn obcnepoBaHue y ayanornora
MponTtn obcnepoBaHne y coMmHoJI0ra
MponTtn obcnepoBaHne y kapanonora

MponTtn obcnepoBarHue y Hesposora (caenatb MPT 1 336 npu Hanuuum y pebeHka cy[opoXHOro
cuHgpoma)

MponTtn obcnepoBaHue y yponora
HoBbie meToabl neueHna WHSUS

FeHeTMYeckoe N3MeHeHUe, Bbi3biBatoLllee cnHapom Yanta — CaTToHa, BnmAeT Ha (hopMupoBaHue
roJIOBHOIO MO3ra 1 ApYyrux Yyactemn Tena ewle Ao poxaeHunsa pebeHka. Takum o6pas3om, NONHOE U3nevyeHne
MaNioBepoATHO Aaxke B byayuiem, Beob K MOMEHTY MOCTaHOBKM AnarHo3a Mo3r pebeHka yxe
cchopmmpoBaH. Tem He MeHee, ceroHA NPOBOAATCA UCCNEeAOBaHNA, HanpasB/ieHHble Ha
COBEpPLLUEHCTBOBAHME NeYeHmnna passindHbix npoasneHnn WHSUS, nanpumep, PAC. Kpome Toro, xoTa
WHSUS BcTpevaeTca 4OCTaTOYHO Penko, yYeHble MPoOBOOAT akTUBHbIE nccnegosaHua reHa POGZ,
KOTOpble MOTyT MOMOYb HAaUTU HOBblE METOAbI IeYEHMA 4AHHOIO reHETUYECKOrO OTKIOHEHUA.

Bonee nogpo6Hy0 MHPOPMALUIO O KIMHUYECKUX UCTbITAHUAX, CBA3AHHbIX C TEM UMW UHbIM FEHOM UNKn
reHeTU4YeCcKUM OTKIIOHEHUEM, Bbl MoXeTe HanTu Ha ClinicalTrials.gov n EU Clinical Trials Register.

NcTouHuKN

JaHHaAa 6polopa coaepXXnT nHpopmaLuunio 3 MeaAnLNHCKON NUTepaTypbl, CBeAeHNA, NpeaoCcTaB/ieHHble
HernocpeacTBeHHO YneHamu Unique, a Takxe flaHHble OHNalnH-onpoca, nposegeHHoro GenlDA, B koTopom
npuHAnu yyactue 38 cemen (https://genida.unistra.fr/). B 2024 rony cpenun cemen uneHoB Unique 6bi5o 11
yenosek ¢ WHSUS. AHHOTaumMu nnm opurnHanbl ctaTe MOXHO HaNTK B MHTepHeTe B 6a3e JaHHbIX
MeOMLUMHCKUX 1 bruonornyecknx nyonukaumn PubMed no nepsomy HasBaHHOMY aBTOpy U gaTe
ny6nukaumm (https:/pubmed.ncbi.nlm.nih.gov/). Bonblie cTaTen Bbl MOXeTe HaUTW Ha canTte Unigue.
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https://clinicaltrials.gov/
https://www.clinicaltrialsregister.eu/ctr-search/search
https://genida.unistra.fr/
https://pubmed.ncbi.nlm.nih.gov/

Cnucok nutepartypbl
*Assia Batzir N, White J, Sutton VR (2021) White-Sutton Syndrome. GeneReviews® [Internet].
Ccbinika Ha cTaTblo

*Murch O et a/(2022) Further delineation of the clinical spectrum of White-Sutton syndrome: 12 new
individuals and a review of the literature. Eur J Hum Genet 30 (1): 95-100. Cchbinika Ha cTaTbio

*Duan J et a/ (2023 White-Sutton syndrome and congenital heart disease: case report and literature

review. BMC Pediatr., 23(1): 158. Ccbinika Ha cTaTblo

MpumMeyvaHme: * oTMeYeHbl CTaTbU, KOTOPbIE HAXOAATCA B OTKPbITOM AOCTYMNE U KOTOPble MOXHO
HanTu Ha canTe https://pubmed.ncbi.nlm.nih.gov

Cawnrtbl, rpynnbl B Facebook* n gpyrue ccbinkn:

*[leaTenbHocTb Meta (Facebook n Instagram) 3anpeweHa B Poccumn
White Sutton Syndrome Foundation Non-Profit Group www.whitesutton.org

White Sutton Syndrome Foundation Facebook Page www.facebook.com/WhiteSuttonSyndrome/
White Sutton Syndrome Parents Private Facebook Group
www.facebook.com/groups/WHSUSParents

POGZ Related Disorder / White Sutton Syndrome Facebook Group
www.facebook.com/groups/532193070301998/

POGZ: Simons VIP Connect Community Simons VIP Connect Facebook Group for POGZ Families

www.facebook.com/groups/POGZgene/
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https://www.ncbi.nlm.nih.gov/books/NBK573972/pdf/Bookshelf_NBK573972.pdf
https://pmc.ncbi.nlm.nih.gov/articles/PMC8738758/pdf/41431_2021_Article_961.pdf
https://pmc.ncbi.nlm.nih.gov/articles/PMC10071667/pdf/12887_2023_Article_3972.pdf
https://pubmed.ncbi.nlm.nih.gov/
file:///C:/Users/User/Downloads/www.whitesutton.org
file:///C:/Users/User/Downloads/www.facebook.com/WhiteSuttonSyndrome/
file:///C:/Users/User/Downloads/www.facebook.com/groups/WHSUSParents
file:///C:/Users/User/Downloads/www.facebook.com/groups/532193070301998/
file:///C:/Users/User/Downloads/www.facebook.com/groups/POGZgene/

NMHdopmauma n nopgaepxka

\\l‘! Mpynna nogaepXxkn gnAa poanTenen AeTen ¢ peaKkmmm
\ ’ XPOMOCOMHbIMWU OTKIIOHEHUAMU
The Stables, Station Road West, Oxted, Surrey, RH8 9EE, UK.
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UNDERSTANDING GENES
& CHROMOSOMES

MpucoeanHanTecb K coobwectsy Unique, 4To6bl NONYYNTb AOMOJIHUTEJIbHYIO
nHdopmaLunio, He06X0AMMYIO MOMOLLb U KOHTaKTHbIE JaHHble ceMeln C aHaIorM4YHON
npo6nemomn.

https://rarechromo.org/join-us/

Unique — 3To 6naroTBopuTefibHaA HerocygapcTBeHHaA opraHusauma. PMHaHcoBanA nogaepikka
OCYLLECTBIAETCA 3a CYET rPaHTOB U MOXepTBOBaHMI. Bbl MoXxeTe caenaTb NOXeEPTBOBAHME HA HaLLEM
oduumnanbHOM canTe:

www.rarechromo.org/donate/ lNoxanywcra, noMorute Ham NoMo4b Bam!

Bpoltopa cocTaBnieHa COBMECTHO C
e n GenlDA (www.genida.eu/home)

NHdopmauuna, npencrTaBneHHas B 9TON 6poLUiope, HE MOXET 3aMeHUTb NpodeccnoHanbHy0 MegULUHCKYIO

KOHcynbTauuto. No Bcem Bonpocam, kKacatlowmmMca 300p0oBbsA, ANAarHOCTUKN FEHETUYECKMX OTKIIOHEHUN 1
KOHTPONA NX Te4eHunsa, Heob6xoanmo obpalaTbea K cneunanncty. Ha MoMeHT Nybnnkaumumn cBeaeHus,
cogepyalwmeca B gaHHoun Gpolutope, cunTaloTcAa Hanbosee akTyanbHbIMU, HO B CBA3U C MOCTOAHHbIM
N3MEHEHNEM U MOMOJIHEHNEM UHDOPMaLMOHHOW 6a3bl O FEHETUYECKUX OTKJIOHEHWAX HEKOTOPbIE AaHHbIE
MOTYyT KOPPEKTMPOBATbLCA.
Hap coctaBneHnem 6powiopbl paboTtana opraHusauna Unique. MeguuMHCKyo peakunio OCyLLeCTBUIN
npodeccop B. Pug CatToH (QOKTOP MEQMULMHCKMX HayK), 3aMeCTUTENb AMpeKTopa no y4ebHo-
MeToaunyeckon pabote n npodeccop kadenpbl MONEKYSIAPHON FrEHETUKN MEOULIMHCKOIO Konenxa
Bannopa n Texacckon geTckon 60JIbHULLBI, @ TakXe [OKTOp MeanunHcKnx Hayk Hyput Accna baTtanp, Bpay
JeTckon 6onbHuubl LLHanpep, N3pannb. Bepcua 1 (CA) Bepcua 1.1 (CA)
[MepeBop BbiNnoONHEH B pamkax MexpgyHapoaHoro ctyneH4yeckoro BonoHTtepckoro npoekrta Unique. Kypatop
nepesogyeckoro npoekrta — Hatanba BuktoposHa HevaeBa, poueHT kadenpbl nepesoga PIT1Y nm. A. .
lepueHa, MNpe3ngeHT Accoumauunm npenogasaTtenen nepesoga, CaHkT-lMeTepbypr, Poccua. MeguumHckyio
penakuuio ocyuiecteuna 3aseBa EnunsaBeta EBreHbeBHa, K.M.H., Bpad-reHeTuk, ®rbY HMUL|
aHpokpuHonorum um. akagemunka N.N. leposa Munspgpasa Poccuun, MockBa, Poccua. Russian translation
2026 (EV/AP)

Copyright © Unique 2025

pynna noanep>ku ona poautenen oetTen ¢ peaknmm Homep B peecTpe 6naroTBOpUTENbHbIX
XPOMOCOMHbBIMUW OTKJIOHEHNAMU opraHuzaunn 1110661
3apernctpupoBaHa B peectpe KoMnaHuin AHrmMn un 5460413
Yanbca
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