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Ecnu Bbl YnTaete Ty 6p0|.u}0py, BEPOATHO, YTO HEAaABHO Bbl CTOJIKHYJIMCb C CUHOPOMOM ReNU. 3Tot
CMHOPOM BO3HMKAET U3-3a MNATOr€HHbIX BapnaHTOB B reHe RNU4-2, KOTOpbIE NPMUBOAOAT K HApyLUEeHUN HEPBHO-
NCUXNYECKOIo pa3BUTUA U (byHKLl,I/IOHI/IpOBaHI/IFI Apyrmx opraHoB 1 CUCTEM. Hapeewmca, yto gaHHas 6p0LLn0pa
NMOMOXET BaM p3306paTbcsl B 3TOM 3aboneBaHuu, NnoACKaXeT, KaK CBA3aTbCA C APYTMMU CeMbAMMU,
CTOJIKHYBLUMMUCA C 3TUM CUMHOPOMOM, U KaK NONyyYnTb NOOOEPXKKY. I'IOHaqany KONMM4YeCTBO MaTepunalia MoXeT
cbuneatb C TOJIKY, NO3TOMY HE cnewunTe, BbiNMnTe BOMPOChI U BOSBpaLLI,aIZTer 3a OoTBE€TaMu, Korga 6yneTe
rOTOBbI.

Yto Takoe cuHgpom ReNU?

CuHapom ReNU— aT1o pefkoe reHeTndeckoe 3aboneBaHue, Bnepsble ynomsaHytoe B 2024 roay.

OTO paccTponCTBO HEPBHO-MCMxmyeckoro passutusa (HIMP), koTopoe BknoyaeT HapyLleHne paboTbl MO3ra,
o6y4yaemocTu, NoBeaeHNUs], peun 1 aAsuratenbHblX QYHKUMIA. Takke B cOCTaBe CMHAPOMA MOryT ObITb Takme
NPU3HaKM Kak HU3KNIA pOCT, Marbli pasmep rofiosbl (MUKpouedanms), noTepsa 3peHns U HapyLleHne
OBVKEHUI rnasHbiX 900K, MTOMKME KOCTU 1 Cyaoporn. Y naumeHToB ¢ cuHgpoMmom ReNU moryT 6biTb 1 gpyrmue
CUMNTOMBI.

Kak n npun apyrnx reHeTn4ecknx 3aboneBaHusIx, nposasneHna CMHopomMa BapbUpPYHOTCA Y pa3HbIX niogen.
BaxHo nopaepxmBatb CBOEro pe6eHKa, He CpaBHMBATb €ro ¢ oCtalibHbIMAU N MOMHUTbL O TOM, YTO BCe J1I0Oun
YHUKalbHbI.

YTo BbI3bIiBaeT cuHapom ReNU?

Cungpom ReNU Bo3HMKaeT n3-3a onpeneneHHbIX U3MeHeHN (KOTopble Takke HasbliBalOT NaTOreHHbIMN
BapunaHTtamun) B nocnegoBatensHoctn JHK ceHa RNU4-2.

B reHax cogepxutcsa nHdopmaunsa o ToM, Kak ByayT npoxoantb hopMmnpoBaHue, pocT 1 passutune
opraHmama. OHu npeactaensoT cobon ydacTkm OHK, n3 koTopbix hopMUpPYOTCS OpraHM3oBaHHbIE CTPYKTYPbI
noA HassBaHWeM «xpomocombly. CregoBaTenbHO, XPOMOCOMbI COAEPXKaT reHeTUYECKY MHAopMaLUuio.

OHK coctonT n3 HykneoTnaoB, COCTABHOWM YaCTbIO KOTOPbIX ABMSATCS a30TUCTbIE OCHOBaHMSA. CyllecTByeT
yeTblpe BMAa a30TUCTbIX OCHOBaHU: ageHuH (A), umtosuH (C), ryadnH (G) u TumuH (T). OHn 06beamnHstoTea
B Mapbl OCHOBaHWI B CTPyKType monekysnbl [IHK (cMoTpeTh nsobpaxeHue Huxe). MonHasa
nocnegosartenbHocTb [AHK coctomT 13 6onee Tpex MmnnuapaoB nap OCHOBAHWUN.
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BonbLIMHCTBO reHeTMYeckux 3aboneBaHnini BO3HUKAOT 13-3a MyTaLl,VII7I B reHax, otBe4vyaloLlimnx 3a CUHTE3
OenKkoB; Takue reHbl HasbiBalOT CTPYKTYPHbIMMW. benok — ato MOJieKyna, CoCtosAwan 3 AJIMHHbIX Leno4Yek
XUMWYECKMX COEANHEHWI, HAa3blBAEMbIX aMUHOKUCIIOTaMN. OTU MONEKYInbl UrpakoT BaXXHYHO POJib B OpraHn3me.
,El,eno B TOM, 4YTO Benku y4acCTBYOT BO MHOXECTBE NpoueccoB, TaknX Kak paclienneHne niuun, CokpawieHmne
MbILUL, NPpU OBWXEeHUN, pa3BUTUE BHYTPEHHNUX OPraHoB U obecneyeHune mx (*)yHKU,VIOHI/IpOBaHI/IFI.

CyulecTByeT TakKe MHOXECTBO reHOB, KOTOPbIE HE Y4aCTBYIOT B CUHTE3e BENKOB (perynsaTtopHble reHbl).
BMecTOo 3TOro oHM garT KoMaHay KreTkam cos3gasaTth ApYrne Monekynbl, B ToM ynucne monekynsl PHK,
KOTOpble perynupytoT npouecc cnHtesa 6enka. MNpnynHa Bo3HMkHoBEHMSA cuHapoma ReNU - B MyTaumsax
OLHOrO 13 perynsTopHbiX reHoB nog HassaHveM RNU4-2, koTopbI 0CO00 akTMBEH B KNeTKax
pasBuBatoLLerocs ronosHoro mo3ra. l'eH RNU4-2 He oTBeyvaeT 3a koanpoBaHue Gernka, BMECTO 3TOro

OH BOBJIEYEH B CITOXHbIV NPOLECC crniancunHra, bnarogaps KOTOpoOMy GOMbLUMHCTBO CTPYKTYPHbIX FEHOB
CVHTE3UNPYIOT HYXHbI 6enok. Ecnu aToT npouecc npotekaeT HenpaBuIibHO M3-3a MyTauun reHa RNU4-2, To un
B Npouecce cuHTe3a 6enkoB NPONCXOAAT UBMEHEHMS, YTO HapyLlaeT hopMMPOBaHNE N pasBuUTUE MO3ra u
NPUBOAUT K NOSIBNEHMIO Npu3HakoB cnHgpoma ReNU. bonee nogpobHyto MHAOPMaLMIO MOXHO HAUTW 30€eChk.

RNU4-2 — HebonbLuom reH, coctodawmi n3 141 napbl OCHOBaHUIN, KOTOPbLIA PacnonoXeH Ha AMHHOM
(q) nneye 12-n xpoMoCOMbI Ha y4acTke 12024.23 (kak nokasaHo Ha N306paXeHnn cHU3Y).

12-a xpomocoma

KOpOoTKOe nneYyo (p) ANvHHOe nneYyo (q) 024.23
| x J
reH RNU4-2

B kneTkax yenoeeka HaxoguTcs no Aese konum 12-o XpOMOCOMbI U, COOTBETCTBEHHO, ABE Konuu reHa RNU4-2
(ogHa oT maTepu, gpyras ot otua). CuHgpom ReNU Bbi3BaH NOMIOMKOM O4HOWM 13 ABYX konun reHa RNU4-2,
npu 3TOM BTOpasi KONUs PyHKLUMOHUPYET NOSTHOLIEHHO. OTO 3aboneBaHne Ha3biBaeTCHA ayTOCOMHO-
OOMVHaHTHbLIM, MOCKOSIbKY BCE MapHble XPOMOCOMbI HA3bIBalOTCA ayTOCOMaMU, a reHeTuyeckne 3abonesaHus,
BO3HMKaOLWME NMPX MyTaLMn O4HOM N3 KONUIN ayTOCOMHOMO reHa — AOMUHaHTHeIMU. Y Unique ecTb oTaenbHas

6p0Lu+opa, NocBsALLEHHAs MOHOreHHbIM 3a6on1eBaHmsam ¢ AYTOCOMHO-AOMWUHAHTHbIM HAcneaoBaHMem reHoB.

B nogaensiowem donblumHcTBE cnyvaeB cuHapoM ReNU BO3HMKaeT cnopaguyecku, To eCTb BNepBbie U
TOSbKO Y OAHOrO YfieHa cembh (CMOTPETL CTp. 17).

Pe3yn bTaTbl reHETUYECKOIro aHasin3a

PesynbTaThbl reHeTU4ECKOro (rEHOMHOMO) aHanmsa 4Yalle BCero npeaocTaBnsieT Ha3HaYMBLLMA €ro Bpau,
O0ObIYHO 3TO reHeTUK, KOHCYNbTaHT MO FEHETUYECKUM BONPOCaM UI APYron cneunanmcT. YYeHble BbISICHUMNN,
4yTo cuHapom ReNU BbidbiBatoT MyTaummn reHa RNU4-2. Ha gaHHbI MOMEHT BCE BbISIBfIEHHbLIE NATOrNEHHbIE
BapuaHTbl HAXOOATCS HA HEDONbLIOM KPUTUYECKOM Y4YacTke reHa, coctosawem ns 18 nap ocHoBaHuI, XOTH
BapuaHTbl MOTyT BCTpeYaTbCs M 3a npeaenamMmm 3Toro yyacrtka.

Ha cnepnytouwen ctpaHuue npueeneH npumMep pesynbTtaTta reHeTUYeCcKoro aHanmsa — reHOMHOro
cekBeHupoBaHus (GS), KOTOPbIN NO3BONNI BbIABUTL Hanbornee pacnpoCTPaHEHHYIO HA AAHHbLIN MOMEHT
MyTaumio reHa RNU4-2. 3To nHcepums, Npu KOTOPOWN OAWMH NULLHUA HYKNeoTua BHeApseTcs B
nocnegoeartenbHocTb AHK reHa RNU4-2. OHa siBnseTcsa npuymMHon nosieneHunsa cuHgpoma ReNU

y 60nbLIMHCTBA NALMEHTOB.


https://www.whiffinlab.org/blog/rnu4-2-the-small-gene-with-a-very-big-impact
https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf
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Bepcus pedpepeHCHOro reHoma 4YenoBeka, KoTopasi UCnosib3oBanach
anga cpaBHeHUA.

aHanus BbisiBUN nameHeHne JHK, Haxogsweecsa Ha 12-0 XpOMOCOMe.

nonoxexHume napbl OCHOBﬁHI/II;I, roe npon3owio naMmeHeHmne B nocnenoBatesibHOCTU
OHK.

n3meHeHue B nocnegosatensHocty [HK: B aaHHOM cny4yae, gobasnexHve
HykneoTuaa A nocne HykneoTtnga T*

M3meHeHne B nocrefoBaTenbHOCTU reHa: B Hekogupyowmi (n) yyactok OHK
mMexay 64- M 1 65- M HykneoTuaammn BCTaBrieH (insS) AONONHUTENbHbLIA HYKNeoTna,
T

nHcepums npousowna dn unm de novo (To ecTb «Bnepsble»): aHanus JHK obomnx
Bronornyecknx pogmTtenen He BbIIBU Y HUX NOAOBHOro N3MeHeHus,
cnepoBaTesibHO, OHO He BbINo yHacnegoBaHo.

* 'eH RNU4-2 HaxoauTcs Ha oTpuuaTensHon (o6patHon) uenu [HK. MoaToMy npu onvcaHumn BapuaHTta
ykasbiBaeTcs, 4To B [AHK gobasnseTcs Hykneotng A, Torga Kak B nocrieqoBaTefnibHOCTU reHa ykasaH
Hykneotua T. B ctpyktype OHK Hykneotug A Bcerga obpasyeT napbl ocHoBaHUW ¢ T Ha Apyron uenw.

Opyrue Tvnbl n3aMeHeHnn, BKNoYas o4HOHYKNeoTuaHble BapuaHTel (OHB) — korga ogvH Hykneotug
3ameLllaeTcsa gpyrum B onpeaeneHHon todke nocnegosatensHocTn [HK reHa RNU4-2 — Takke onuncaHsbl,
HO BCTpeYalnTcsa 3HauMTensbHO pexe. [NprMep Takoro BapuaHTa NnpuBeaeH HNXeE:
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BEpPCUs pedpepeHCHOro reHoma YernoBeka, KoTopasi ucnonb3oBanach
ANS CpaBHEHMS.

aHanus ebisBun nameHeHne JHK, Haxogsaweecsa Ha 12-01 XpOMOCOME.

NOJIOXXEHME Napbl OCHOBAHWUN, rAe NPOU30LLII0 N3MEHEHNE
B nocnegoatenbHocTn [HK.

nameHeHue B nocnegosatenbHoctn [HK: B gaHHoMm cniyyae, gobasneHne
HykneoTtnga G nocne Hykneotuga T*

N3MeEHeHMe nocnenoBaTeNbHOCTU reHa; Hykrneotua A 6bin 3ameHeH
Ha Hykneotua C Ha noauuun 78 *.

* 'eH RNU4-2 HaxoauTcs Ha obpaTtHon uenu OHK. MoaTomy npu onvcaHumn BapraHTa ykasbiBaeTcs
KomnnemeHTapHas 3ameHa: T>G B [1HK cootBeTctByeT A>C B TpaHCKpMOMpyemon nocrnegoBaTenbHOCTH
reHa. B ctpykrype OHK Hykneotna A Bcerga obpasyeTt napbl ocHoBaHwu ¢ T Ha apyron uenu, a G — ¢ C.

Y Unique €CTb OTAelibHadA 6pomropa, nocBdALllEeHHada udrepnpeTtaLmny pe3yrbTaToB reHeTUYeCcKoro adannaa.


https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf

Kakne KnmHn4yeckue nposiBfieHNs U CUMNTOMbI HabnogarTesa y
noaeun ¢ cuHapomom ReNU?

Kak n npun Opyrnx reHeTn4eCknx 3aboneBaHusix, aeTn ¢ CMHOpPpoOMOM ReNU MOTYT UMETb Pa3Hbl€ KIMNHN4YeCKune
npoAaBIiEHNA. YBenuyeHus Yncna ANarHoOCTUpPOBaHHbIX Clly4daeB U HakonneHue I/IH(bOpMaLI,VIVI no3BONINT
BblOEJINTb Hanbonee xapaKTepruZ CMNeKTp CMMnTomMoB 3aboneeaHns n OaBaTb bonee onpeneneHHble
NPOrHo3bl And AaHHOro cMHgpoma.

Pasnnunin B npoAaBeHnAX y Malib4nMKoB U OeBOYEK (I/IJ'II/I MYXYUH U )KeHLLI,I/IH) He Ha6mo,1:|,aeTc;|.

Y niogen c CMHOPOMOM ReNU Ha6J'II'OLI,aJ'II/ICb NPpU3HaKn HapyLweHuna pa3snTtnd n I'Ip06J'IeMbI CO 340poBbEM,
npmBegeHHbIe HUXe. BakHO NOMHNTb, YTO HK Y O4HOro 4yernoBeKka He OblBaeT Bcex nepevncrieHHbIX
NPU3HAKOB, N B Ka)XOOM Cliy4ae Ha6ﬂ}0ﬂ,aeTCﬂ pa3HbIl7I CNeKTp I'IpOFIBJ'IeHI/II;I.

OcCHOBHbIe npoAaBJsieHUsA CUHOPOMa

3agepkka pasBuUTUA OT CpedHen A0 TSKENOW CTeneHn
MHTennekTyaneHasa HegoctaToudHOCTb (MH) OT cpegHen 0o TshKenon cTeneHn

3ap,ep>|<|<a pe4eBoro pa3BnUTUA: OONbLUMHCTBO NALNEHTOB He rOBOPAT, HEKOTOPbIE MOIYyT MPONU3HOCUTb
oTAaeribHble CroBa

PacctpowncTtso aytuctmnyeckoro cnektpa (PAC)
Mpobnembl ¢ noBegeHMEM

HW3KNiA MbILEYHbIA TOHYC (TMNOTOHNSA)

PasnunyHble Tunbl cygopor

AHOManun ronoBHOro Mo3ra, BbidBrneHHble Ha MPT
XapakTtepHble YyepTbl nuua

Hwnaknn poct

Manbin pasmep ronoBbl (MrKpouedanus), Yyalle BCero ¢ poxaeHns (BpoxxaeHHas)
Mpobnembl co 3peHnem

TpyaHOCTU Npy KOPMITEHNN

HepgocTtaTouHbIi Habop macchl Tena

3anop n ractpoasodareancHbi pedntokc (M3P)
AHOManuu KocTen n ckeneTta

Opyrve Bo3MOXHble NPOABNEHUA:

Y MeHbLUEro 4nicna nogen Habnoganuce n gpyrme npusHaku. K Hum otHocartcs:
HapylweHune cnyxa
HecnocobHOCTb X0auTb UK HapyLUEHUS MOXOOKM
"opmoHarnbHble (3HOOKPUHHBIE) HAPYLUEHNS
AHOManMM KOHEYHOCTEN, B OCHOBHOM KUCTEN U CTON
Mpo6nembl co CHOM
AHOManuu NoYeK 1 NOsIoBbIX OPraHoB (YpOoreHnTanbHble aHomManumn)
CtomaTtonormnyeckve 3abonesaHus
MaTonorna cepgua
KoxHble nposiBneHns
"pbbKM



BepemMeHHOCTb

B psige cnyyaeB npu BoiHalwmBaHum pebeHka ¢ cuHapomom ReNU 6epemeHHOCTb npoTekana 6e3
ocnoxHeHun. OgHako y MHOrMx 6epeMeHHbIX 0TMeYanmcb 0COGEHHOCTM pa3BUTUSA Nnoga, KoTopble
BbISIBMSINNCH NPU yNbTPa3ByKOBOM UCCNEAO0BaHNK: 3amesieHne pocta nnoga (3agepkka BHyTpUyTPOOGHOro
pa3sutuga (3BYP)) unm manein pasmep onga rectaumoHHoro sospacta (MIMB)), paclumpenune »xenygovykoB Mo3ra
y nnofa (BeHTpUKynomeranung), ManeHbkun pasmMep ronosel U Mo3ra nnoga(mukpouedanus). MHorga
OTMeYanucb MaxyLime KPOBAHUCTLIE BbIAENEHNS U CHUKEHUE ABUraTesnibHOM akTUBHOCTM nroaa.

«PocTt nnoga sameanuncs npuMepHo Ha 28-11 Hegeney.
HoBopoXxaeHHbIe

Y HeKoTopbIX AeTeln Habnoaanck onpeaeneHHble Npodnemsl B Nepuopa
HOBOPOXAEHHOCTU, Y APYIMX — OH npoLuen 6e3 OCNOXHEHUI. Y HEKOTOPbIX
HOBOPOXAEHHbIX Cpa3y BO3HUKANM HapyLUEeHUs, Yalle BCero CBA3aHHble C
KOPMMNEHMEM 1 ObIXaHNeM. Y HECKOSbKUX AeTen BnocrneacTsmm bbin noctaBneH
AnarHo3 «aeTckuin uepebpanbHbii napanuy». Y MHOrMX B HeOHaTanbHOM
nepuoae oTmedvanach BANocTb. Bpaun HasbIiBalOT 3TO COCTOSIHME

MMNOTOHNEN — CHUXKEHMEM MbILLEYHOIO TOHYCa, YTO MOXET Bbl3blBaTb
TPYOHOCTK C COCaHMEM, rrioTaHnemM n/nnmn saxsaTom rpyan. 'MnoToHms Takke
MOXeET ObITb MPUYNHOW 3a0EPXKKN Pa3BUTUS KPYNMHOM MOTOPUKU: YMEHUEe
nepeBopayvMBaTbCA, CUAETh, NON3aTb U XO4UTb. HEKOTOPEIM HOBOPOXAEHHBIM 4 Hepenu
TpeboBanacb JONONHUTENbBHAA Nodava KMCNopoaa, B CBA3U C YeM UX

nepesoaunun B otaerneHnsa UHTEHCUBHOM Tepanmn ana HoBOPOXAEHHbIX
(OUTH).

«BbINn 04eHb BANbLIM K Noxo cocan. CHavana TpeGoBanock AONOMHATENBHOE BBEAEHWE rPYAHOro MOoKa
Yyepes 30H[, HO MOCTEeMNEeHHO OH NPUCMNOCOBUINCS K rPYyAHOMY BCKAPMITMBAHWIO, U €70 YAAnocb COXpaHUTb A0 2
neT napannensbHo C BBEAEHWEM B paLVOH TBEPAON MULLINY.

«OTMeyvanach rmnoTOHWS, CAOXHOCTU NPU KOPMITEHUN TPyablo, NOTepPs Beca (OTCTaBaHWe B (OM3NYECKOM
pasBuUTUN)».

BHewHoOCTbL

OnpegeneHHble YepThl NiMua 04eHb XapakTepHbl ansa geten ¢ cuHgpomom ReNU. HekoTopble 13 HUX CBA3aHbI
C MbILIEYHOM cnabocThbio, N3-3a YEro NMLO KaXXeTCA Maro3aMoLMOHarnbHbIM («MMonaTnyeckoe nmuo»). N3-3a
3TUX cneyndrnyecknx nuueBbix ocobeHHOoCTen aeTn ¢ cuHgpomom ReNU noxoxu gpyr Ha gpyra.

CambiMK pacnpocTpaHEHHbIMIN XapaKTePHbIMU YepTamMm SABMAOTCS BbITSHyTas oopma nmua ¢ KpynHbIMK
LeKamMu 1 LUMPOKOKW NepeHocnuen, rmyBboko (Mpy 3TOM LUMPOKO MIn BNN3KO) NOCaXKEHHbIE rMnasa, CKITaaKu
KOXXM BO BHYTPEHHEM YTOJIKe rnasa (3MmKaHT), LUMPOKas NepeHocuua, B3AEPHYThIA KOHYMK HOCA, OTKPbITbIE
Brnepeq Ho3apu, HeJopasBUTble HO3OPK (TMMONNIa3unsl KPbINTbEB HOCA), a Takke bonblune «4aleobpasHbie»
yLn (MHOr4a pa3BepHyTbIE K3aaK). Y AeTen YacTo BCTPEYAETCSA KPYMHbIA POT, MOSTHbIE LLEKU U MOSIHbIE ryObl C
ONyLLEHHLIMWN Yrofikamu, BbICOKOE apkoobpasHoe HEGO 1 BOMbLUOW MK BbICTYNAKLWMIA A3bIK.

«Korga oHa 6bina mnague, To YacTo BbiCOBbIBana A3blK, HO Tenepb, B 4 roaa, oHa AenaeT 3TO 3aMeTHO
MEHbLUEY.

Pa3Burtue
PasBuTtue obLuen n Menkom MOTOPUKMU

Ta vnu nHasa cteneHb 3agepxka pas3snTusa OGbina oTMeYeHa y Bcex aeten ¢ cuHapomom ReNU (2025 ropn).
Pas3Butre Takmx HaBbIKOB, KaK CMOCOBHOCTb NepeBopaynBaTbCs, CUAETb, XOAUTb, UrpaThb C UrpyLLUKaMu,
nonb30BaTbCsA CTONOBLIMU Npubopamu, 3actermBaTb MOSTHWIO U MYrOBULbI, NOMb30BaTLCA TyaneToM 4acTo

OTCTaeT B YMEPEHHON UIn TSKenon cTeneHn. Y HEeKOTOpPbIX AeTel 3agepka B pa3BuTUY NPoSBNSeTCs B
MeHbLUEN CTeNeHu.



Yacto oTMeyaeTcsi TMnoTOHNUSA (HU3KUIA MbILLEYHBIA TOHYC), KOTOpasi HapyLIaeT ABUraTenbHble OYHKUMUM, HO
06bI4HO OHa CTaHOBUTCS MEHEE BbIpaXXeHHOM ¢ Bo3pacToM. K nsaTv rogam GonbLIMHCTBO AeTen ymenu
X0OWTb, HO HEKOTOpPbIE NPK XoAbbe LUMPOKO pacCcTaBnsAnN HOMM U UMENN HapyLUEHWE KoopauHaumn. YacTtb
AeTel, BO3MOXHO, HUKOr4a HEe CMOXET XOAWUTb CAMOCTOSITENBHO.

PaHHee BMmellaTenbCTBO C npunMeHeHnem d)VI3VI‘-IeCKOIZ Tepannn n protTepannm MOXeT OKa3aTbCA MNMOoJiIE3HbIM.
Mcnonb3oBaHne opTonegn4eckmnx cpenctB, TAKMX Kak O6be Cc yCVIJ'IeHHOI7I nopp,ep>|<K0|7|, opTonegnyeckune
CTEJIbKM U LUNHbI, TAKXKEe MOXET yNydLllInTb ABUraTelibHY0 akKTUBHOCTb. HeKOTOpre NCNOsNb3yrT
BeEpPTUKann3aTop, ApyruMm rnomMoraeT TpeHaXkep And XOD,b6bI NN KOJTACKK OnA ManomMoOunbHbIX nogen.

MpuyyeHne K TyaneTy Takke GbiBaeT C 3a4ePXXKON, HO HEKOTOPLIM YAaeTCsl AOCTUYb ycrnexa B 3TOM BOMPOCE.

Y Unique ecTb oTaenbHble GpoLLopbl, NOCBSALLEHHbIE TEPANeBTUYECKMM METOAAM M NPUYYEHWIO K TyaneTy 1

KOHTPOI1b @I/I3I/IOJ'IOFVI‘-IGCKVIX OTI'IQaBJ'IeHI/IIZ .

«["MNOTOHNIO HE 3aMEeTUNN HU MeaULMHCKME PabOTHUKK, HU Mbl.
Tonbko korga en Oblfio 0KOSo 4 MecsueB, Mbl 3aMeTUIN, YTO OHa C
TPYOOM OEPXKUT rofloBy, HE TAHETCS K UTPpyLLKaM U Tak garnee.
OfHaKo HU3KMIA MbILLEYHbIV TOHYC HEe MeLuan en ablwaTb U eCTb,
Koraa oHa Oblfia HOBOPOXKAEHHOM» .

«Fm,u,pOTepanvm 3HAYNTENBHO MOMOrfia NOBbICUTb €€ MbILLEYHbIN
TOHYC B MJlafeH4YeCcTBeY.

«CamocTodaTenbHo cena B 3 roga (B Poxgectso — nyyumi
nogapok!). B 4 roga Havana nonsaTtb No-nnacTyHckn, B 6 net —
JenaTtb Wwarv ¢ nogaepXkon 3a pyku. B 7 net Hayana xoguTb
camocTosTenbHo (Mo NpucMoTpomMm); B 15 neT gocturna nosiHoro
KOHTPOJIS MOYeuncrnyckaHus (MHorga gaxe Hoyblo). B HacToswee
BpeMs, B Bo3pacTe 28 neT, ee pa3BuThe COOTBETCTBYET YPOBHIO
pebéHka oT nonytopa 4o Tpex neT. MbIleYHbIN TOHYC CHUXEH,
MOXET MPOWTU KOPOTKNE OUCTaHLMK, OKOMO 25 M (An1a 6onbLimnx
pPacCTOSAHMI NCNOSb3yeT UHBANUOHYO KOMSCKY) — npeanoynTaeT
nepegBuraTbCsa CUAsS Ha nony, NoaTsarmeas cebsi pykamu n Horamu. C
pagocTblo 3aHMMaeT cebs urpyikamm goma Ha nony; Ha QHEBHbIX
nporpaMmMmax cuguT 3a CTonamu ang 3aHATUA UK nepeaBuraeTcs, kak
en xo4yeTcs. YcTtanocTtb 6biBaeT npobnemon — obbIYHO B Takmx
Crny4asix OHa HanpaBnAeTCs B CNanbHI0, YTOObI MOKa3aTb, YTO CHOBA
X04eT cnaTb, — 3TO MPOUCXOAUT HEe TaK YacTo, HO CAYXUT AN MeHs
3BOHOYKOM, YTO OHa 3aborieBaeT unm NpocTo ycTana».

«Ha paHHuX aTanax Habnwganach 3agepXka pasBuUTUS peyun un
xoabbbl. OTMeYanacb CH/KEHNE MbILLEYHOrO TOHYCa BO BCEM TEfeE.
K BoCbMM rogamM OHa Havarna XoauTb B XO4YHKaX ¢ MakcMmarbHOM
NoaOePXKOMNY.

«PaHHee npumeHeHue rmgpoTepannmn NoMorso CnpaBUTbCA C HU3KUM 18 nert
MbieYHbIM TOHycoM. Cenvac, B 16 neT, oHa Kpenkasi AeBoYKa, U
NPEXHASA MbllleYyHas "BANOCTb" MOMMHOCTLIO Ucyesnay.

MHTennekTyanbHoe pa3Butue n oby4yeHue

Y Bcex geten ¢ cuHgpomoM ReNU HabntogaeTcsa Ta unm nHas cteneHb MHTENNEeKTyarnbHOW He4OCTaTOYHOCTM
(MH), n um ckopee Bcero NOHagoObMTCA paHHASA 1 NOCTOSAHHAA noaaepkka B 0byveHun. HekoTopble M3 HUX
CnocobHbI YnTaThb M NcaTb. PaHHee BMelaTenbCTBO MOXET AaTb 3aMETHbIN MONOXUTENbHbLIN 3 dEKT.
Takke pekomeHayeTCa NPOBOANTbL TECTUPOBAHWNE ANSA OLEHKN MHAMBUAYanNbHbIX NOTPebHOCTEN pebeHka.


https://rarechromo.org/media/familyguides/English/Therapies%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Toilet%20training%20and%20continence%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Toilet%20training%20and%20continence%20FTNW.pdf

Y Unique ecTb oTgenbHas cepusa 6poLutop, NOCBALWEHHbIX 00yYeHWIO U AanbHeremMy 00pa3oBaHUIO.,
npodreccroHanbHOWM NOAroTOBKE U TPYA0BOW AEATENBHOCTY.

«Korga s BUXKy, KaK Halla A04Yb Kaxablid AeHb YYUTCS YEMY-TO HOBOMY, MeHs1 6epeT ropaocTb. Kaxabivi AeHb
Mbl BCEV CEMBEN TOXE YEeMY-TO YYUMCS. Bbinu n Tsxkenble AHW, HO Mbl BCerga ux npeogonesanu, U 3To
nokasbiBaeT MHe, CKONbKO BOMW M curbl y Moel o4vkn. OHa MHOroro ZocTurna ¢ Tex nop, kak Havana
nocelaTb SICNK, U Mbl MOCTOSIHHO CrbILUMM 06 ee ycnexax, Koraa XoauM Ha poAMTENbCKME COBpaHNs nnm
FOBOPUM C €€ YYUTENSAMMY.

OcBoeHMe A3bIKa U peyn

,D,eTI/I C CMHOPOMOM ReNU o6bI4HO He FOBOPAT. KTo-TO MOXeT Hay4YnTbCA roBOPUTb OTAES1bHbIE CIOBa, a
HEeKOTOopbie (KaK MWHMYM OBa nNauueHTa ¢ OAHOHYKNeoTUuaHbIM BapnaHTOM B reHe) roBopAaT CBO60,EI,HO. MouTtn
BCe poaunTenun CHMTaroT, 4YTO UX pe6eH0|< NOHMMaeT HaMHOro 6OJ'IbLIJe, 4yeM MOXET Bblpa3nTb.

O6cnenoBaHuve y noronefa noMoraeT BbIABUTb UHAMBUAYANbHbIE TPYAHOCTM pebeHka n nogobpath
Nnoaxo4sALLYI0 UMEHHO eMy nporpamMMmy 3aHATUn. B cnydasx, korga peyvb OTCYTCTBYET UMM OrpaHMyeHa BCero
HECKONbKUMM CNoBamu, BblpaxkaTb MbICIIU U NOTPEBHOCTM MOryT NOMOYb METOAbI anbTEPHATUBHON U
gonosnHuTensHon kommyHukaummn (AOK). K HUM oTHocATCA ykasaTenbHbIe XXeCTbl, MUKTOrpamMMbl,
XKECTUKYNALNSA, MUMMKKA, YNPOLLEHHbIN )XECTOBbIN A3blK, @ TaKKe BbICOKOTEXHOOMYHbIE KOMMYHUKALNOHHbIE
cucTeMbl (BCroMoraTenbHas KOMMYHUKaLUKUS).

Y Unique ecTb oTaenbHas 6polutopa, NocBsLEeHHast QBLLIEHNIO.

«PekomeHayem HanTu noronega, cneyunanuaupyrowieroca Ha ALK (anbTepHaTMBHOM 1 AONOMAHUTENBHOM
KOMMYHMKaLUN), MOCKOSbKY 3TO HanpaBfeHne HaMm O4YeHb NOMOTIO».

«B MnageHyecTBe nenetana — npousHocuna «ba», «na» 1 «na» — HO K nonyTopa rogam 3T 3ByK/ nponanm
nocre Heo4HOKpaTHbLIX 6ONe3Hen 1 Tak 1 He BepHynuch. [Npn 3ToOM oHa o4eHb ronocuctas! Yacrto ObiBaeT
OYeHb FPOMKOWN, NbITAaeTCA «NepeKkpuyaTby TENEBU30P UMM pa3roBapuBatoLnX PSAOM NIO4EN; HAYMHaeT
LWYyMeTb, KakK TOSIbKO MamMa pPs4oM C Heu nblTaeTcsl MO3BOHUTL MO TenieOHY Uin OTBETUTb Ha 3BOHOK! Y Hee
[OBOJSBHO XOpoLlee NOHNMMaHMe pedn — Ha NPoCTble CioBa-KoOMaH4bl BpoAe «LarHny», « MOAHUMUCHY» UM
«CAOb» OHa pearmpyeT, 0COBEHHO eCn HY>XHO NPefoCcTepeYb €€ OT KOYKM UK CTYNEHbKU. AKTUBHO
NCNOSb3yeT MUMUKY».

«A ewe oHa nbuTt netb. Cnosa, KOHEYHO, BbIrOBAPUBAET HESICHO, HO MENOAMS U PUTM Takme y3HaBaeMble,
4YTO Cpasy MOHSTHO, KaKyt NECHI0 OHa HaneBaeT. bnarogapsa SToMy S TOYHO 3Hat0, YTO OHa NMIOOUT My3bIKY
N UCKPEHHE HacnaxmnaeTtcs en».

«B 4 ropa ee peyeBoe pa3suTue 3HaUNTENBLHO OoTcTaeT. OHa NPOAOIMKAET 3aHATUS C TOroneaoM, U HeJaBHO
el ganun yCTpoMCTBO anbTEPHATMBHON U JONonHUTENbHON KoMMyHuKauun (AOK). Ons 6a3oBbix npockb oHa
ncnonb3yeTt dpasbl OT OAHOIO A0 TPEX CNOB. TakKe OHA UCMONb3YEeT yKa3aTerbHbIE XECTbl U 3BYKU, YTOObI
AOHECTU CBOK MbICHb. YacTo neneyeT, noBTopsieT opasbl U3 NECEH U MyNbTHUIILMOB, NOET».

«OHa MOXeT NPON3HOCUTbL 3BYKU, 060XaeT NeTb; Cpeayn NPOM3HOCUMbIX CITOB — «May, «nay, «aa».
B wkone oHa ncnonb3yeT BCoMoraTeribHble TEXHONOorMm, Bblbupas cpeam 6 CrioB Ha aKpaHey.

«O4YeHb COBETYEM 3aHATUSA MO Pa3BUTMIO KOMMYHUKaLUMK 1 peyu, BKtoYasa ocsoeHne AIK n gpyrux
KOMMYHUKaTMBHbIX cpeacTB. Yem paHbLue, Tem nydwe. Mbl Hayanu ¢ ucnonb3oBaHusi cuctembl Key Word
Sign — coyeTaHne 3BYKOB U XXECTOB, 3aTeM — 0O6LLIEHNE C NoMoLLbo KapTodek PECS, a nocne nepewwnm K
NPUOXeHMSIM Ha NnaHweTe — cHavana Touch Chat, a 3atem Proloquo2Go. Pa3BuTre HaBbIKOB 00LEHUS
CTano OCHOBHOW 3aJa4yel Ans Hallen ceMb, Tak Kak Halla [oYb O4eHb 0bLmMTeNbHAsA 1 TpeboBaTenbHas K
BHMMAaHWIO, 1 NOMOYb €l B 3TOM ObIfo Haluen rnaBHom uenbto. Cenyac e 16 net. [inga obweHnsa oHa
Ncnonb3yeT XecTbl, NpunoxeHue Proloquo2Go Ha nnaHLweTe, a Takke UCNonNb3yeT 3ByKOMNoApaXkaHne ans
HEKOTOPbIX CIOB, KOTOPbIE NMOHMMAIOT TOMNBLKO TE, KTO C HEW 3HAKOMY.

KopmneHune

prD,HOCTI/I C npnemMom nnn — pacnpocTpaHeHHoe ABneHne aAnda HoOBOpPOXAEeHHbIX U neten B paHHEM
BO3pacTe, HO MOryT NoABUTBLCA B I'IOD,pOCTKOBbII7I nepnoa n CoOXpaHATbCA Ha BCeX 3Tanax pa3BuUTuA.

Y OeTei ¢ HU3KMM MblLLEYHbIM TOHYCOM YacTo HabnoaaeTca cnaboe cocaHue, U3-3a Yero KopMeHue rpyabto
U1 13 BYTHINOYKN CTAHOBUTCA AN HAX OYEHb YTOMUTENbLHBLIM. Takue ManbilLin MOryT eCTb OYEHb AONTO, UMK
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https://rarechromo.org/media/familyguides/English/Education%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education,%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education,%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Communication%20FTNW.pdf

NX NpnxognTcAa KOpMUTb Halle 0ObIYHOrO. MHorga ans Ha60pa BeCa npmxogntca ncnosib3oBaTb
BbICOKOKaJ'IOpI/lIZHbIe MOJIOYHbIE CMECMU.

MHorvne getu Takke cTpagaroT OT racTpoasodaransHoro pedntokca (M3PE), npu KOTOpOM coaepxnumoe
Xenyaka nogHMmaeTcs o6paTtHO B NyweBoa. [Npu 3ToOM COCTOAHUM MOXeT noTpeboBaTbCsl MeANKaMEHTO3HOe
neyveHne, KOpPeKLUUs NonoXKeHns Tena BO BPEMSI KOPMINEHUS, BBEAEHNE OOMNONTHUTENbHbIX NMUTATENbHbIX
cMecen, Unu, B HEKOTOPLIX Cyyasax, yCTaHOBKa HasoracTpansHoro 3oHaa (HIM3) nnu ractpoctommyeckon
TpyOkun. B HEKOTOPBIX CriyYasx BO3HWKana acnupaums, TO eCTb nonagaHne XUAKoCTU, NALLM UIN CROHbI

B AblXaTenbHble NyTU UNK Nerkme.

Mo Mepe B3pOoCeHnda AeTAM MOXeT ObITb CMOXHO nepe|7|TV| Ha mopeo6pasHy+o, a 3aTtemM 1 TBepayro nuLly.
HeKOTopre poaunTenn otMe4arsu, 4To Ux peGeHOK npueepennmne B eae; ApyruMm He HpaBunacb TEKCTypa NnLLn
unu 6binn TPYAHOCTU C XXeBaHUEM. HeKOToprM OeTAM No-npexXHemy Tpe6yeTc;| n3mMesrnb4yeHHasa, Markaa nnu
MEJKO Hape3aHHada efa.

KopMneHune mnageHueB u aetein 0ObI4HO SiBNsSieTCA NPUSTHBIM npoueccoM. OgHako Ans mMarbillen, Y KOTopbIX
paHO BO3HUKIN TPYAHOCTU C MPUEMOM MULLM, OHO MOXET CTaTb UCTOYHUKOM cTpecca. HekoTopble aetu, gaxe
npeoaoneB NPoGrembl € roTaHMeM, PedrtoKCOM UMW XXeBaHWeM, BNocneacTBMmn npuobpeTaroT CToMKoe
oTBpaLLeHue k ege. O6paTmTech kK CBOEMY CEMEeNHOMY Bpady, NaTPOHaXXHOW MeacecTpe, foroneay unm
AETCKOMY Bpayy 3a HanpaeeHMeM K creumanucTy no BonpocamM NuTaHus Ansi npoeeaeHnst obcneaosaHms u
nony4YeHnst pekoMeHaaLUunn No NpeoaoneHnio TPYAHOCTEN C NPUEMOM MULLIM U KXUAKOCTW.

Y Unique ecTb oTaenbHasa 6polutopa, NocBsLWeHHas KOPMIIEHUHO.

«OHa ecT pa3HoobpasHyo MArKYH NULLLY, OAHAKO MOXET NoAaBUTLCS, U NO3TOMY el TpebyeTcsa NnpucmoTp,
nomolLLb 1 ocoboe npurotoBreHne eabl. OHa MOXET eCTb CaMOCTOSATENTbHO pyKaMu B COMETaHUM C
KOPMFMEHMEM C MOXKM, HO 3TOT NPOLIECC ANNTCS OECKOHEYHO — [0 TPEX YaCoB OAMH MPUEM MULLIN.

«Ee npmxoamnnocb kopMUTb M3 BYTbINOYKKN, CENYac OHa UCNONb3YyeT creunanbHy Nocyay U ecT NULY TONbKO
B BuAe nopey.

3anopbl

Y peteit ¢ cuHapomoM ReNU yacTo GbiBatoT 3aropbl, YTO MOXKET ObITb CBA3AHO C HU3KUM MbILLEYHbIM
TOHYCOM, HEOCTATOYHON (PM3NYECKON aKTUBHOCTLI, CKYAHbLIM NMUTaAHWEM, ManbiM NOTPeGNeHneM XNOKoCTH
N OpyrMMu paktopamm, KOTopble eLle He A0 KOHLA U3y4YeHbl. BO3MOXHbIe NprUMHbI 3aropoB BaXkHO
obeyxaaTb ¢ BpadoM. OH MOXeT NopekoMeHaoBaTh U3MEHUTb NUTaHMe pebeHka Unu NpeanoXnuTb
pasMaryuTenu ctyna unmu cnabutenbHble cpeacTea. B 0cobo Tskenbix cnyyasx AeTsM HasHavanu Knusmbi.

«BHes3anHo Havanucb 3anopbl B 15 ieT — MOXeT, 13-3a CKayka pocTa Ui ropMOHOB? »
PocT n TenocnoxeHue

MHorvne getv ¢ cuHgpomom ReNU oTnnyarTcst HU3KMM POCTOM M Pa3MepPOM rOJfI0Bbl MEHbLLE OXNOAEMOro
(Mukpouedanus). OBbIYHO 3TO NPOABMSIETCA NMPU POXAEHNN (BPOXKAEHHASA MUKpouedanus), HO MOXeT
pPa3BUTLCA U C TEYEHNEM BPEMEHW.

«Hwmxe cBoux CBEPCTHUKOB C POXOEHUNA».
XapakTep

MoBeneHve geten ¢ cuHapomom ReNU, kak npaBuio, COOTBETCTBYET MX 0OLLEen CTeNeHn 3aaepXKKu
B pasBUTUM, a POOUTENN FOBOPST, YTO OHN OYEHb NPUBSA3aHbI, MIIOOAT 0OHUMATBLCS, AePXKaTbCA 3a PYKn
1 UuenoBaTb ONIM3KMX.

[leTsam ocobeHHO HpaBATCS CEHCOPHbIE Urpbl. OHM NOMy4arT OrPOMHOE YAOBOSLCTBUE OT MY3bIKY,
My3blKarnbHbIX UIPYLUEK, LymMa MaLUWH U CaMONEeTOB, UIP C BOAOW U OLLYLLEHUS YHOBEHMS! BETPA.
BonbLUMHCTBO M3 HMX 060XatOT aKTMBHbIM OTAbIX, BKIKOYAs Kayenu 1 kapycenu.


https://rarechromo.org/media/familyguides/English/Feeding%20FTNW.pdf

«B uenom oHa x13HepaooCTHA, OYeHb NMacCUBHAs, HO NP 3TOM
AO0BOMbHas 1 cyactnueas geBoyka. CBoe pasodapoBaHue unm obuagy
OHa BblpaxkaeT PU3NYeCKM — HanpsiraeTcsl BCeM TENOM, PbIYuT,
XnonaeTt unu KycaeT cebsa 3a pyky. "Henogxoasuwasa" necHs ee
paccTpamBaeT U Jaxke MOXET Bbl3BaTb Yy HEE Crnesbl».

«OHa nobut rynaTb Ha CBEXXEeM BO34YyXe, Ka4aTbCA Ha Kadendx, rynatb,
nnaeaThb, 6pr3FaTbCFI, nrpatb CO CBETALLMMUCA UTPYLLUKaMU, NeTb,
0OHMMAaTbLCHA N CMeATbCS OT Ayuwn — O4YeHb 3apa3|/|Teano»!

«OHa nbut cMoTpeTb unbMbl. EN HpaBuTcsa cnywaTb My3biKy U1
TaHueBaTby.

«OHa — ynblbunBas geBoyka. YBUOEB ee YnblOKy, Bbl TOXE Ha4YyHeTe
ynblbatbea!l En HpaButca myasblka, oHa YacTto noet. OHa niobut
NPOBOANTb BPEMSI CO CBOMMM BNU3KUMUN, HO TaKKE OYEHb LIEHUT BPEMS,
npoBeaeHHOe 3a Urpon B ceoen komHate. OHa oboxaeT Bce, YTo
CBSA3aHO C XXMBOTHbIMKU! OcobeHHO ¢ AoMalUHUMK XNBOTHbIMU. OHa

C pagoCTbio pacCTaBngaeT UrpyLIKN U OUTYPKX Ha NOMy UNu
packnagbiBaeT nx no kopobkam. OHa Hecnella paccMaTpuBaeT Kaxaoe
XMBOTHOE 1 FOBOPUT, YTO 3TO 3a XKMBOTHOE U KaKMe 3BYKU OHO U3LaET».

«OHa nobuT KayaTbCcsa Ha Kavensix, npbiraTb Ha 6baTyTe, NnaeBaTb

B 6accenHe nnu npuHMMaTh BaHHY. EN HpaBUTCS KaTaTbCa Ha MalUnHe
nnun TpexkonecHom Berocunene n rynate. OHa oboxaeT MynbTOUILM
"IMio6onbITHBIN [xopax". JTIoOUT YnTaTb KHUMMY.

«JlackoBas n niobeseobunbHas. J1lobuT Bogy, OFOHLKM 1 BpaLLaroLLmMecs
urpyLku. Jitobut cnywaTtb My3blKy U TaHLEBaTb, Ka4asiCb U3 CTOPOHDI
B CTOPOHY. Y Hee eCTb YyBCTBO IOMOpa, OHa MOXET pacCMesiTbCs Aaxe
Hag menoybto. O4yeHb oOLWKMTENBHAA — He BonTcsa He3HakoMLEB

N He YyBCTBYET ONaCHOCTM».

OcobeHHOCTU NoBeAeHus

He y Bcex aeTten unu B3pocrbix ¢ cuHgpomom ReNU ecTb npobnemMbl ¢ noBeaeHneM, 0g4Hako MHOrMe nu3 Hux
NCNbITBIBAKOT CAOXHOCTM B coumanbHOM agantaumMm n MoryT 4eMOHCTPUPOBaTb Ype3MepHble HeraTvBHbIE
peakummn. HYacto aTo CBA3aHO C TPEBOron 13-3a TPygHOCTEN B OOLLEHNM 1 NOHMMAaHWK OKpy>KatoLmx. Kak
npaBuIio, YeTKNA pacrnopsaoK AHS, cMcTeMa OrpaHUYeHu U NOOLWPEHNA U ApyrMe MeToAbl KOHTPONS
noBeAeHnsa nayT AeTsaM Ha nonb3y. Takke NoMoraeT BHeOPEHME pasnnyHbIX CrnocoboB NpeogoneHns
KOMMYHUKaTUBHbIX Npobnem.

Y nonosuHbl aeten ¢ cuHapomom ReNU gnarHoctupyeTcs paccTponcTBo aytuctudeckoro cnektpa (PAC)
nnNn HabnJaTCA OTAENbHbIE €r0 NPOSBIEHNS. AYyTU3M HENb3SA AMArHOCTUPOBAaTh KakKMMU-Nnbo
aHanMsamn — guarHo3 CTaBuUTCs CneumanbHO 0OyYeHHbIM Bpa4YoM M MCUXONOroM No pesynbTatam
HabnaeHns 3a noBeaeHneM. OTo obcrneaoBaHue YacTto bbiBaeT KOMMMEKCHbIM U BKMNOYaeT B cebs
KOHCyNnbTaumm noroneaa v aprotepaneBTa, a Takke agantupyeTcs nog Bo3pacT pebeHka. B 3aBucumoctn ot
ntToroB ob6crnenoBannsi pebeHka MoryT HanpaeuTb K 4eTCKOMY AedeKTONOory, HEBPOSIOry, NCUXNATPy Unn
ncuxornory.
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Y Unique ecTb oTgenbHble BpoLLIOpbI, MOCBALLEHHbIE CIOXHOMY NOBEAEHUIO.
«AyTn3m ObIN AMarHOCTMPOBaH NPUMEPHO B BO3pacTe 3-X NneT».
«AyTUYHbIE YepPTbl: ABMKEHUSA PYK, CEHCOPHAsA CTUMYNAUUS, ABMKEHUS rONOBbI U BCEro Tena.

«OcobeHHOCTUN NoBeAeHNS NPOABMSKOTCS TONBbKO M3-32 FOPMOHAsbHbIX HAPYLLUEHWUIA U NePEXOAHOro Bo3pacTa,
a Takke 13-3a TPYAHOCTEN B OOLLEHUNY.

CoH

MpyvMepHO Yy NONOBUHBLI MraaeHUEB U AeTel ¢ cuHgpomoM ReNU HaGntogatoTcs npobremMbl CoO CHOM.
MpUYMHBI GECNOKOMHOTO CHa He BCeraa NoHATHbLI, NPU 3TOM aHarnormyHble NpobnemMsl Hepeako
AVMarHOCTUPYHTCA U Y 300POBbIX CBEPCTHUKOB. Koraa pebeHok He MOXXeT HoOpMarbHO YCHYTb UMK BbicnaTbes,
3TO CTaHOBUTCS HACTOSALLMM UCMbITAHMEM HA NPOYHOCTL ANs BCel ceMbW. HanaamTb COH MOTyT NOMOYb
PEXUM U CHOTBOPHbIE, OAHAKO UX 3dhheKTUBHOCTL Npu cuHapome ReNU He usyyanacb, NoaTomy ux
NPUMEHEHME HYXXHO 06CYXaaTb C Bpa4oM.

B otaenbHomn 6polutope Unique MOXHO HanTu GonbLue nHdopmaumumn no Bonpocam cHa.
«TpebyeTcs uernbin "KOKTENnb" N3 YCNOKOUTENbHbIX, UHAYe OHa MPOCLINAETCs BCIO HOYbY.

«CoH cTan HamHoro XyXe, Korga y4actuiinCb CyaopOXKHble NPUCTYNbl N YBETTUHUITUCE OO3NPOBKU JTIEKAPCTBY.
B3apocnas XuU3sHb

Bapocnas xu3Hb nogen ¢ aTuM CMHAPOMOM MOXET CUMbHO PasnnyaTbCs U 3aBUCUT OT MHOMMX (pakTopoB:
€CTb 1 Npobnembl ¢ 06y4YeHneM 1 CO 34OPOBLEM, HA CKOMBbKO CHMXXEH MHTENNEKT, bbina nu addekTneHa
paHHASA Tepanus.

Y Unique ecTb oTaenbHas 6polutopa, NocBsilLeHHass NepexoaHoMy BO3pPacTy.

«Kaxgyro Hegento Halla AoYb C yOOBONbCTBMEM XOAUT B MECTHbIN BacCenH nnmn cna-LueHTp, a 4Tobbl en 6bIno
KOMMOPTHO 1 ee He nyran JIMWHWUI LWYM, OHa 3aHMMaeTCH C HAHEN NHOMBUAYaNbHO B CaMble CMOKOWHbIE
yacbl. OHa 04YeHb NOOKUT BbiCKa3biBaTb CBOE MHEHME, N YaCTO €€ rofioc 3BYy4MT rPOMYE BCEX B KOMMAHUMU.

Euwe ogHa ee bonbluasa cTpacTb — perynsipHble 3aHsATUsS] BepXOBOW e3001. BepxoBasi e3ga Bcerga boina
OAHMM N3 ee caMbiX NIFOOMMBbIX 3aHATUI — KaK B LLUKOSIbHOM BO3pacTe, TakK 1 B NepBble rofbl B3POCbIX
nporpamMm.

Mocne aBeHagLATMMECAYHOro NepepbiBa OHa NepeLunia B MECTHbIN LIEHTP BEPXOBOW €34bl, rAe o4eHb ObICTpO
BOCCTaHOBMIa CBOW HaBbIKU.

En HpaBnTCcAa 06WaTbCa CO CBEPCTHMKAaMM Ha OHEBHbIX 3aHATUAX YeTbIpe pasa B Hegento. [o3gHee Havano
3aHATUI e naeanbHO NOAXOOMT, TakK Kak oHa NbuT nocnaTb nogonbLue. [locne 3aHATUI 3@ HEW NPUXoaaT
CUOEIKKN, KOTOpble OTBOASAT €€ Ha Maccax, B MarasuH, NorynsaTb Mo ropony (Ha KOMsicke) unm cpasy 4OMON.
Ytobbl AaTb Mame HEMHOIO OTAOXHYTb, pa3 B HEAENI0 BEYEPOM CUAENKA TAKKE KOPMUT €€ U yKaabiBaeT
cnaTb.

Mapy pa3 B MecsL, Ha BbIXOOHbLIX OHM NPOBOAAT BECb AEHb BMECTE 3a ropoaoM — el HpaBATCH yxabuctole
O0pOorK 1 SipKO ropsiwme dapbl Apyrmx aBToOMoounen.

Tpun HOUM B MeCSILL OHa OCTaeTCs B OTAENIEHNM BPEMEHHOIO NpebbiBaHUS — Takum o6pa3om, oHa MOXeT
OTAOXHYTb OT JOMa, @ Mbl OT KPYrfI0CYTOYHOIO NPUCMOTPa 3a Hel. YacTo Tyfa Takke npuesxaroT ee Apy3bs
CO LLUKONbHbIX BpEMEH — A1 HUX 3TO OTNIMYHAsS BO3MOXHOCTb NMPOBECTU BPEMS BMECTEY.
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npoﬁ.ﬂeMbl CO 340pOoBbLEM
H Cypoporu

Yacto y geten c cnHapomom ReNU HabnogaoTca pasnuyHble opMbl Cy40pOr (BHE3AMHbIX U HEOXKMAAHHbIX
N3MEHEHWI ANEKTPUYECKON aKTMBHOCTM FOfIOBHOrO Mo3ra). Ha MOMeHT Hayana npuctynoB pebeHKy MOXeT
ObITb KaK rog, Tak U A4ecsTb net. B 3aBUCUMOCTUN OT NopaKeHHbIX 06racTten Mo3ra CUMNTOMbI MOTYT
pasnnyaTbCH, HO 0OObIYHO BKINHOYAKOT BPEMEHHYIO 3aTOPMOXEHHOCTb, HEKOHTPONUPYyEMbIe NOAEPTMBAHUA U
NnoTepio CO3HaHUSA UMK HapyLUeHUe OpUEHTaLMN.

OnekTpoaHuecdanorpadus (93l n BugeoanekTpoaHuedanorpadma (Buaeo-33I7) — aTo MeguLmMHCKme
nccneaoBaHus, KOTopble NCNONb3YTCS AN U3MEPEHUS U 3aNUCK ANEKTPUYECKON aKTUBHOCTM rOSIOBHOIO
Moa3ra. B couetaHunn ¢ gpyrumm nccneaoBaHMAMM OHM NOMOTatoT ONpeaenuTb TUMN CyAOPOXKHbIX MPUCTYNOB. Y
HEKOTOPbIX Ntogen MoryT HabnaaTbCs ANUNEeNTUYeCcKne NpUNaakM cpasy HeCckonbkMx TMnoB. Ha
CEerofHsLWHNI AeHb Yy NaunmeHToB ¢ cnHapoMoM ReNU Obinuv onncaHbl cneaytowme Tunbl Cya0pPOXKHbIX
NPUCTYNOB:

dokanbHble CyI0pOrv — cYnTaloTCa Hanbornee pacnpocTpaHeHHbIM TUMOM CyA0POr Y MoAen ¢ anunencuen,
paHee HasbiBanucb napumanbHbiMy. MNpUCTyn HaYMHAEeTCA B OAHOM MOnyLapu Mo3ra.

VHdaHTuRbHbIE CcriadMbl — CyQOPOXHbIE NPUCTYMbI, NPOoTEKatloLWme cepusamM 1 06bIMHO BCTpevaroLmecs y
OeTen oT Tpex Ao gecsatn mecsaues. Yalue Bcero Habnogarotea npy npodyxaeHum pebeHka, MoryT 6biTh Kak
SIPKO BbIpaXXEHHbIMK, TaK N e4Ba 3aMETHbIMMU.

®ebpurnbHble cyaoporn — BO3HUKAKOT UCKIMIOYMTENBHO NPY BbICOKOW Temneparype.

eHepanv3oBaHHble TOHUKO-KIMOHUYECKe CyAopOory — Kak NpaBuio, UMEHHO 3TOT TUM Cyaopor Moan yalle
BCEro accouuvpyoT ¢ anunencueir. B Hayane npuctyna aHoManbHas anekTpuyeckas akTMBHOCTb
3aTparvBaeT o6a nonyLapusi ronoBHOrO Mo3ra. Takue NpuUCTynbl HAYUHAKOTCS C PE3KOr0 HANPSKEHNST MbILLILY,
3a KOTOPbLIM CrieayT NoAepPrnBaHNS KOHEYHOCTEN.

3nunenTryecknin ctatyc — COCTOsIHME, NPY KOTOPOM MPUCTYN AnuTcs 6onee nNaTv MUHYT, Nnbo koraa
NpUCTYNbl MAYT APYr 32 OPYroM, U YeNoBEK MexXay HUMWU He NPUXOOUT B CO3HaHWe.

BonbLe nHbopmauumn Ha cante www.epilepsysociety.org.uk/

Cygoporu moryT Bbi3biBaTb 605bLLIOE 6ECNOKOMCTBO Y CEMEN U BbIMMSIAETh NyraroLwe, Ho B 60MbLLIMHCTBE
Crny4yaeB OHM NPOXOAAT CaMOCTOATENbHO, NMMBO KynnpyoTCst NPy BBEAEHWUN NIEKAPCTBEHHbIX NpenapaTos.
YCneLwHo KOHTPONMPOBaTh ANMIIENCUIO YacTo yaaeTcst npenapatom «Kennpa» (neesetupauetam). Ecnu y
Baluero pebeHka BnepBblie BO3HUKNN cyaoporn, Heobxoammo ybpaTtb onacHbele npeaMeTbl No6nmn3ocTu, YTobbl
OH HE MOT MOPaHUTLCA, N 0OPaTUTBLCS K Bpayy.

«B paHHeM peTcTBe (B TpU-YeTbipe roga) y Hac cny4mroch Asa nepBblix pedpunbHbIX NpUCTyna, no3xe
(B WecTb NeT) elle 0auH Ha hoHe MeTaboNMYECKOro aLmao3ar.

«B yeTblpe roga y Hee cnyuunca cunbHbii npuctyn. OHa Obina rocnutanna3npoBaHa, 1 en notpeboBanach
KpaTKoBpeMeHHasi MHTy6auus gbixatenbHbiX nyTen. [py NocTynneHnn y Hee yxke He pernctpupoBanach
anunenTndeckasa akTMBHOCTbL Ha O3, HO oKa3anock, YTO y Hee BbiCOKad TeMnepaTypa u ageHoBUpYyCcHas
MHdEeKUNNA.

«CvHppom JleHHokca — MacTo B OCHOBHOM XapaKTepu3yeTcsi TOHMKO-KIOHUYECKMMM NPUCTYNamMu, HO Takke
BCTpeyvatoTcs abcaHebl M dhoKanbHble NPUCTYNbI C MOTEPEN CO3HAHUSY.

«®dokKasbHble, reHepann3anpoBaHHbIE TOHUKO-KIMOHUYECKME MPUCTYTbI, aBCaHChl U 3NUMENTUYECKME CTaTyCbiy.
B AHOManuu pasBUTUA rOSIOBHOIO Mo3ra

MarHuTHo-pe3oHaHcHas Tomorpadusa (MPT) ronoBHOro Mo3ra — 370 METOA, NO3BONSIOLMIA BU3yannm3npoBaTb
ronosHomn moa3r. o pesdynstatam MPT y 6onblunHcTBa AeTen ¢ cuHapomom ReNU, 6binv o6HapyXeHbl
CTPYKTYpHble aHOManuu mosra. Habniogaemble n3amMeHeH1s BapbUPYOTCS U BKIIIOYaKOT: YMeHbLUeHe obbema
6enoro BewecTBa; HeOPa3BUTOCTb (TMNOMMAa3uno) NN YacTUYHOE/NOoMHOEe OTCYTCTBUE (areHes3unio)
MO30MMCTOro Tena, CoOeAMHAILLEro ABa nonyLlapusa Mo3ra; ymeHblUeHne obbema mosra (aTpoduto
MO3XeuyKa); yBennYeHHbIe XXenyaoukn (BEHTPUKYIOMEranuio); 3agepxky MMenvHu3aummn; Hanuume
3anoMHEHHbIX XNOKOCTbIO MELLOYKOB (KUCT). T aHOManumn AuarHoCTUPYHTCA HEBPOSIOrOM U, Kak NpaBuIio,
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He TpebyloT cneumpunyeckoro neyveHus.
«YBernmyeHune xernygodukoB U UICTOHYEHUE MO3OMUCTOro Tenay.
«B pBa roga 6bina nposegeHa MPT, pe3ynbTaTbl B Npegenax HopMbl».

«CHWXeHne obbema Oenoro BellecTsay.
B [nasa u 3peHue

Y pneten ¢ cuHgpomoM ReNU yacTo HabnogaeTcs LWMPOKUA CNEKTP HapPYLLEHUA 3peHns 1 natonorum rnas. Y
opfHoro pebeHka MOXeT BO3HUKHYTb Cpa3y HECKOMbKO Taknx npobnem.

Y GonblUMHCTBA AeTen OTMeYaeTCsl HapyLleHne 3peHnst - GnnM3opykocTb (MMOMUSA) Unn 4anbHO30PKOCTb
(rvnepmeTponus). O6bIMHO 3TO KOPPEKTMPYETCSA C NOMOLLbIO 04KOB. OQHAKO Y HECKONbKUX AeTen 3TO NpMBENO
k cnabosuaeHuto. Okono 50% peTen cTpagatoT Kocornasmem (cTpabuamom), Npu KOTOPOM OAUH Unn oba
rnasa CMOTPST BHYTPb, HAPYXKY, BBEPX UM BHN3. DTO COCTOSAAHME MOXET KOPPEKTUPOBATLCA crneumanbHbIMu
Haknagkamu (OKKnogepammn), 04KaMm, yrnpaKHEHUSIMU UK NYTEM XMPYPrMYEeCcKoro BMeLlaTenbcTBa. Takke
Hepeako HabngaeTcs HeNPOU3BOMbHOE ABMXEHWE rmas (HucTarm). B pegkux cnyyasx 6bino BbiiBAEHO
Heopa3BUTUE 3pUTENBHOrO HepBa (rMnonnasns) U Kopkosoe HapyleHue 3peHuns (KH3) — cocTtoganme, npu
KOTOPOM HapyLueHue 3peHus obycnosneHo npobremon B roioBHOM MO3re, a He B CaMOM Masy. Y HEKOTOPbIX
AeTen HabngaeTcs NOBbILWEHHAsA YYBCTBUTENbHOCTL K CBETY, M3- 3a Yero Ux rnasa MoryT 3akaTbiBaTbCs
BBEPX.

«KopkoBoe HapyLLeHne 3peHNs B 3HAYMTENBHOW CTENEHM YCTPaHEeHO, AN nevyeHns asotponun (BuA
cTpabuama) 6b1510 NpoBEAEHO ABE onepaumn, atpodmst 3pUTENBHOTO HEPBA NErkOn CTEMEHM,
rOpM30oHTanNbHbIN MAATHUKOOOPA3HbIN HACTArM COXpaHsieTca».

«OkynomoTopHas anpakcusa (OMA) — ¢ poxgeHus He MOXeT coBepLUaTh BbICTPbIE TOPU3OHTASIbHbIE
OBvxKeHus rnasamu. Ctpaburam NpucyTCTBOBAS C POXOEHUS, HO BROCNeaCcTBMM Obin ycTpaHeH. Huctarm —
rnasa 3akaTblBalOTCA BBEPX M COBEPLUAIOT pe3KMe Cakkaamyeckme OBMKEHNSY.

«HocuT o4ku ¢ roga.
H M03BOHOYHMK U KOCTH

Y peten ¢ cuHgpomoM ReNU vacTo HabntogaeTcs HU3Kasi MIIOTHOCTb KOCTHOW TKaHW (OCTEONEHUs),
N3-3a Yero y HMUX NoBbILLEH PUCK MOBTOPHLIX NEPENIOMOB.

Y HekoTOpbIX AeTen HabnoaaeTcs Ancnnasus TazobeapeHHOro cycTtaea, Npy KoTopon 6eapo nerko BbIXoauT
n3 cyctasa. OHa MoXeT ObITb 3aMeTHa cpasy nocre poXAeHUs Unun nposiensieTcs noxe. B nobom cnyyae,
CYLLECTBYIOT pa3fmyHble Cnocobbl NIeYEHNsI STOFO COCTOSIHMS: UCMONb30BaHNE LWNHbI, UMMOGMNM3aums
TMMNCOM, B OTAENbHbIX CNy4Yasix — XMpYpruyeckoe BMeLLaTenbCTBO.

[loBONbHO YacTO BCTPEYalTCA U HapyLUeHWs, 3aTparmsaroLLme No3BOHOYHUK: BPOXKAEHHOE Unn
npuobpeTeHHOE UCKPUBINEHNE NO3BOHOYHMKA - BOKOBOE UCKPUBNEHUE (CKOMNMNO3), OKPYITIEHNE BEPXHEN YaCTh
cnuHbl (Kndo3s), kndockonnmos — codetanne kngosa u ckonmosa. MickpmeneHme no3BoHOYHMKA fleyaT ¢
NoMoLLb0 PN3NYECKON Tepanuu, nevyedbHom ousKkynbTypbl, HOWEHUS KopceTa. B oTaenbHbIX cnyyasax MoxeT
NOHagobuTbCA XMpypruyeckoe BMeLwaTenbCTBO.
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«Mbl gBa roga gymanu, genaTb N Jodepu onepaumio

Ha TazobegpeHHOM CyCTaBe M HaknagblBaTb S FMNCOBYIO MOBA3KY.
OuyeHb BONHOBaNUCb, 4YTO NpMaeTcs nogsepratb pebeHka Takomy
ucnblTaHWio. Ho oHa cnpaBunack U NpekpacHo nepeHecrna naTb
Hedenb B runce. A BOT BOCEMb HeAeNb peabunutaumm B cTaumoHape

1 oBa roga, kotopble noTpeboBanmch Ansi BOCCTAHOBIEHUSA NPEXHEN
NOABWXHOCTU, BbInn A51s BCEX HAC NO-HACTOALLEMY TsKenbIMU. TeM He
MeHee pesynbTaT CTOUN YCUNnM — yxXe BCKOpe nocne onepauumn goYb
nepectana ucnblTbiBaTb 60S1b NpU CUOEHUN Y.

«[ducnnasus TazobegpeHHOro cycrasa, HO BbIBUXOB He ObIfno, No3ToOMy
onepauuto He npegnaranu. MHoro neT Habnoganucs B
opTonegmyeckom LieHTpe. BbisBunmM octeonopos, korga B 5 net ynana
C KOJEH cecTpbl M cnomana crony, nposenu Y3W n nposepunu
MUHepanbHy NAOTHOCTb KOCTHOM TKaHW. Takke BbiSBMEHa pasHuua B
OTTVHE HOm».

27 net

«Jlerkas oBYyCTOPOHHASA Ancnnasusi TasobeapeHHoro cycraea,

Ha OaHHbLI MOMEHT XMPYPruyeckoe BMeLLATENbCTBO He TpebyeTcs».
«BbIT 0AnH cnyYyanHbIn Nepenomy.

«[pu poxxgeHmn Bbina gucnnasmsa TazobenpeHHOro cyctaea, Ho ee
yaanocb UCNpaBUTb C NOMOLLIbI OPTONEeANYECKON LNHBLI B NEPBbIe
MecsiLbl XXN3HW. [TNOTHOCTb KOCTHOWM TKaHM Oblnia CHUXKEeHa, HO NOMOr0
BBeAEeHME 30M1e4pOHOBON KUCIOTbIY.

B JHAOOKPUHHbIE (FOPMOHalbHbIE) HapyLUeHUs

Y peteit ¢ cuHapomoMm ReNU MoryT BCTpeyaTbesi FopMoHarbHble HapyLlleHUsi. K HUIM OTHOCSITCS CHKEeHHas!
YHKLMS LMTOBMAHON Xene3bl (TMNnoTupeos), HeJOCTaTOK rOPMOHa POCTa, a Takke AedULUT BCEX TOPMOHOB
runodusa (NaHrmnonuTymuTapuam). [1ns oLeHKn ypoBHsi TOPMOHOB M OnpeaeneHnst Heo6XoAMMOCTY NeYeHnst
peKoMeHAyeTCs NPOKOHCYNMbTUPOBATLCS C 3HAOKPUHOIIOMOM.

H CTonbl

Poautenn moryT 3ameTuThb y pebeHka rnybokmne cknagku Ha CTynHsx. Takke MoxeT HabnogaTecst HeoOblYHOE
NONOXEHWNEe CTOMbI, TaKOe Kak NIOCKOCTONMNE UM KOCOManocCTb, KOraa CToMbl BbIBEPHYTbI BHYTPb U CTYMHU
HanpasneHbl gpyr K apyry. Manbubl HOr MHOrAA HakNaablBaKTCA APYr HA ApYra, a HOrTX GbiBatoT
Hegopa3BUTbIMKM (rMNonnasvsa) unu 4eopMmMpPOBaHHbIMUK. Y HEKOTOPbIX AeTen 3TN 0COBEHHOCTU COBCEM
He3HaunTenbHblE, MO3TOMY NeveHne He TpebyeTca. OcTanbHbIM MOXET MOMOYb Maccax, opTe3bl 1
dmsmyeckasa Tepanus. JleyeHrne HasHavyaeTCsl kKaxxaoMmy pebeHKy MHOMBMayansHo, 1 B psige criyYaes
Hauny4wmmM cnocoboM NOBbLILLEHMS ABUIaTENbHOM aKTUBHOCTM SBMSAETCS XMPYPruyeckasi KoppeKkums.

«lMnockocTonue 1 BbICTynarLwasi KOCTodka Ha 6onbLuMx nanbuax. Heckonbko neT oHa Hocuna opTesbl Ans
ronieHocTomnHbIx cyctaBoB (AFO), HO Co BpeMeHeM OHU CTanu Bbi3biBaTb AMckomdopT. Cenyac ncnonbsyet
MSITKUE CUIMKOHOBBIE pasnennTenun-koppekTopbl Anst nansues. O6yBb NogbupaeTcs ¢ y4eTom ee
nepekpeLLMBaoLLMXCA nanbLes, NPY 3TOM Ha NPaBoOW CTenbKe HEOOXOAMMbI HaKNaaku, YToObI
KOMMEHCUPOBATb Pa3HULY B AJNIMHE HOT U CKOPPEKTUPOBATL MOJNOXKEHUE U ABWXEHUE HOT (XOOUT Ha
MOMYCOrHYTbIX HOrax n uMeeT X-06pa3Hoe NCKPUBIIEHME B KONMEHHbIX CyCcTaBax)».

«CpefHuit nanew cTonbl NOAOTHYT MOA COCeAHUEN.
B Cnyx

Y HeKkoTOpbIX AeTen HabnaaeTcs HapyLeHne criyxa Uinm ero notepsi, ogHako y 6onblMHCTBA CIyX OCTaeTcs
B HOpMe. MoxeT HabnoaaTbCa KOHAYKTUBHASA TYroyxoCTb, MPU KOTOPOW 3aTpyAHEHO NpoBeaeHNe 3BYKOBbIX
CUrHanoB BO BHYTPEHHEE YXO, UM HEMPOCEHCOPHAA TYrOyXOCTb, MPU KOTOPOW MOryT BbiTb HapyLUEHbI
PYHKUMM BHYTPEHHETO yXa, YNUTKN UK CITyXOBOro HepBa (3TOT HEPB NepefaeT 3BYKOBbIE CUTHAmbl B MO3r),

a TarkKe BO3MOXHO coveTaHue KOHOYKTUBHOW U HEMPOCEHCOPHOW TYrOyXOCTH.

Bo mHorux CUTyaunax angd ynydeHua criyxa MorytT npuMeHATbCA CrliyxoBble arnnapaTbl.
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Y Unique ecTb oTaenbHas 6poLutopa, NocBsiLLLEHHAs CIVXY.

«Jlerkas noteps cnyxa. MNonb3oBanucb CNyxoBbIMK annapaTtaMmu, HO OHW Bbi3biBann pasapaXkeHne KOXu.
MporaeHo 12 exxemecsa4HbIX OCMOTPOBY.

u Hapymeva pa3BUTUA NOJIOBbLIX OpraHoOB

Y HEKOTOpPbIX Manb4YMKOB OTMEYATCA He3HauYUTENbHble 0COBEHHOCTN Pa3BUTUS NOMOBbLIX OPraHoB, Yalle
BCEro — HeonylLleHne smyek (Kpuntopxmam). Takoe cocTtosiHue BCTpeyvaeTcs u y aeten 6e3 cuHgpoma ReNU,
B BONbLUNHCTBE Cy4aeB ero MOXHO UCMpaBUTb Xupypruyeckum nyteM. O HapyLleHUsaX pa3BuUTUSA NOMOBbIX
OpraHoB y AeBOYEK He coobLyanoch.

| HapymeHMﬂ pa3BUTUA NOYEK U MOoYeBbIBOAOALLUX HYTeﬁ

HekoTopble oeTn poxaalTcs C aHOManuMsaMuy pasBuTUS NoYek U/mnm MoyeBblBOAALWMX NyTen. [IoBOMbLHO YacTo
BCTpeyvatoTcsa nHdekumm moyesbiBoaawmnx nyten (MMBI). na nx nedeHns MoryT NpUMeHATLCH aHTUBUOTUKN.
[Mpn NOBTOPAOLLMXCA MHIPEKUMAX MOXET ObITb Ha3HavYeHa npodunakTnyeckas aHTubakTepuanobHas Tepanuvs.

Cpeam BbISBMNEHHbIX aHOManui — ruapoHedpos - yBenmyeHne ogHon unm obenx novek n3- 3a CKonneHns

B HUX MOYM. MIHOrga aTo HapyleHue yaaeTtca obHapyXuntb ewwé Bo Bpemsa 6epeMeHHOCTM Npu NpoBeaeHUN
yNbTPa3BYKOBOIo UcCrnegoBaHus. B nerkux cnyvasx neveHve He tpebyeTcs, OyaeT 4OCTaTOMHO HabnoaeHus
y Bpaya. B 6onee cepbesHbIx crnydasix nosbiwaetca puck MMBI, KoTopble MOXHO NeunTb NpU NOMOLLN
aHTMbunoTumkoB. Pexxe MmoxeT noTpeboBaTbCa yCTaHOBKa KaTeTepa A OTBEAEHMS MOYM U NpeaoTBpaLleHus
noBpexaeHnsa novek. Tarke coobLuanock 0 TakoMm 3aboneBaHn, Kak NoYeyHbIn (My3blPHO-MOYETOYHNKOBbIN)
peqsitoKe, MPM KOTOPOM NMPOUCXOAUT 3abBPOC MOUYM N3 MOYEBOIO NY3bIPs 0BPATHO B MOYKY, YTO MOXET
noBpeaunTb NoYKam u NnpueecTu kK yacteim IMBIT.

Takke onncaHbl cnyyam poXxaeHus aeTen ¢ KaMHAMKU (KOHKPEMEHTaMM) B MOYKaX, C OTNIOXEHNEM Kanbuus B
noyke (HeppokanbLMHO30M), C HAMONMHEHHBIMWN XXUOKOCTHHO MOSTIOCTAMM B NOYKaX (KUCTbl MOYEK), KOTOpble
dopMUpyrOTCS 0OLIYHO B MEPMOA BHYTPUYTPOOHOrO pa3sntnsa. OgHa Hebornbluas KUcTa MOXeT He MPMBOLUTb
K NOBPEXOEHMIO OpraHa, HO MHOXECTBO KUCT MOXET HapyLlaTb HOpMarbHyo paboTy noyku. Noyka ¢
MHOXXECTBEHHbIMW KUCTaMu MOXET ObITb yaaneHa.

«B peTtcTBe Npu MHPEKLUMAX MOYEBLIBOOALLNX NYTEW en nomMoranuy npenapatbl C 9KCTPaAKTOM KIHOKBbI.
'vnepkanbLunypus npveena Kk 06pa3oBaHUIO KaAMHEN B NMOYKax, KOTOPbIe NepeKPbINN NieBbIi MOYETOYHKK.
MpumepHo B 3 roga NpoBeniv onepawmio 1 yCTaHOBUN BPEMEHHbIN MOYETOYHUKOBLIN CTEHT. Takke y Hee
cemerHas NonnkncTodHasn 6onesHb noyek. [enanu perynspHele Y3 novek n caaBanu aHanuabl Ha
COOTHOLLEHWE Kanbuus/kpeaTuHnHa B Moye. Habnogaetca Hedponoroms.

B pbiXu

HekoTopble geTn poxaarTcs C rpblKen — aHOManmen, npyu KOTOPON NPOUCXOAUT BbiNSYMBaAHNE
Kakoro-nmbo opraHa unm XXnpoBown TKaHu Yepes criaboe MeCTO B OKPYKaOLWEN MbILLEYHOW UMM NHOW TKaHMW.
"pbiXkn MoryT 6bITb B 06n1acTy nynka (Myno4vHas rpbika) Unmn B naxoeow obnactu (naxosas rpbixa). EcTb
LLIAHChbI, YTO rpbiXKa 3aKpOETCs eCTECTBEHHbIM NyTEM, OQHAKO B 6ONbLUMHCTBE CryvyaeB He06XoaAMMO
XNpypruyeckoe BMeLaTenscTBo.

«Mpwv poxaeHun Bbina nynoyvHas rpbika, neyveHnst He TpeboBanochby.

«[1Be onepaumm No yaaneHuto rpbbkny.
B 3aboneBaHuA cepaua

Y HekoTopbIX Ntoaen ¢ cuHgpomoM ReNU BcTpeyaroTes 3aboneBannsi cepaua, OHU MOTyT ObiTb BPOXAEHHBIMM
nnu npnobpeTteHHbiMK. 3abonesBanns cepaua MoryT ObiTb AMArHOCTUPOBAHbI C MOMOLLBIO TaKUX
nccnepoBaHui, kak anekTpokapaunorpamma (OKIM) (3anncb anekTpnyeckon akTMBHOCTM cepaua),
axokapamorpamma (ynbTpa3BykoBOE UCCeaoBaHNe cepaua) v peHTreH rpyaHoON KNeTKu.

MaTonornn cepaua NoapasfensaTca Ha aHoManmm pasmMepoB M CTPYKTYPbl CEPAEYHON MbILLLbI U KanaHoB.
Hanpumep, Hannyne oTBepCTUSA Mexay ABYMS HWKHUMWU Kamepamu cepaua (aedeKkT MmexokenyaoykoBom
neperopogku (OMXXI1)); HapyLleHs ogHOro 13 KnanaHoB cepaua - AedeKkT MUTPanbHOro KnanaHa unm
ABYCTBOpYaTbIN aopTarbHbIf KranaH; COXpaHeHne OTBEPCTUS B CepALe, KOTOpoe B HOPME Nocre poXaeHUS
OOJIKHO 3aKpbIBaTbCA (OTKPbITOE OBasrlbHOE OKHO); YCKOPEHHOe cepauebuerve (cynpaBeHTpUKynapHas
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TaXI/IKapD,I/IFl). HeKOTOpre N3 3TNUX COCTOSAHUIN HEe ConpoBOXOaKTCAd Cepbe3HbIMU npo6r|emaM n, CO BpEMEHEM,
pa3pearTCcAa CaMOCTOATESIbHO. ,Elpyrme MOryT I'IOTpGGOBaTb MeOJNKaMeHTO3HOro Jie4eHunda nnun
Xnpyprmn4eckoro sMmellatenbCcTBa.

«Y Hee nogapTanbHasa okanbHasa runepTpoduryeckas KapanomMmmonaTusa Mexokenyao4KoBON Neperopoaku.
MHe roBopunu, YTo OHa He YBenU4Unach ¢ rogammn 1 He NPensATCTBYET TOKY KPOBU B ee cepaue. Tenepb Mbl
He TaK 4acTo nocellaeM Kapauorora, XxsaTaeT HabnoaeHN CeEMEeNHOro Bpaya.

«B atom rogy coenanun Y3W cepaua B pamkax nrnaHoBoro obcrnefoBaHns, 1 OHO B HOPME.

«Hwukakmnx cepaeyHbIX 3aboneBaHuin. XoTs Y HEe BbICOKad 4YacToTa cepeYyHblX COKpaLLI,eHI/IIZ B Nnokoe,
M nokas3aTesin HaxogAaATCA Ha BerHeI7I rpaHnue HopMbI».

B KoXHble 3a0oneBaHusA

Y HekoTopbIX AeTel ¢ cuHapomom ReNU HabnogaoTes KoxHble 3abonesaHus, B 4aCTHOCTU 3K3eMa, KoTopas
NpoSIBMAETCA B MOKPACHEHWUM, 3yaie U BocnaneHun Koxu. Ball Bpay NoackaxeT, Kak yxaxusaTb 3a KOXKeMn,
Ha3HA4YUT YBMAXKHSAOLLME CPeaCcTBa AN KOXM U Apyrue Buabl NeYeHnsl, KoTopble NoMoryT o6nerdyntb
CUMMTOMBI.

Takke coobLLanoch 0 TakKUX KOXHbIX MPOSABNEHUsX, Kak MMIMEHTHbIE NATHA LBeTa «kode C MONOKOMY;
y4acTKMN C He4OCTaTOYHON NUTMEHTALMEN KOXM (BUTUIUIO); CUHEBATO-KPACHOE CeT4aToe OKpaLLUMBaAHNE KOXM
(nvBeno); HebornbLUMe WepoxoBaTble BYropku UMK y4acTKn Ha Koxe (PONNUKynAapHbIN KepaTo3); N30bITOYHBIN
POCT BOJIOC Ha Tene (rMnepTpuxo3); a Takke NaTornornyeckoe CKOMmeHne KPOBEHOCHbLIX COCYA0B Ha
NOBEPXHOCTM KOXMN UMW MO HEWN, KOTOPOE MOXET BhIMMSAETh Kak KpacHOe poauMoe MATHO (remMaHrmoma).

«Po3aLea (po3oBble yrpun) Ha nuue. Kak B 4eTCTBe, Tak M BO B3POCIOM BO3pacTe Ha pykax uspeaka
NoABNAETCA TAXKenNbIn AepMaTUT».

«3JK3emMa Ha Horax, MHOr4a Ha nuue, ee KoXa 04YeHb YyBCTBUTEMbHAY.
B 3yObI

CoobuaeTcs, 4To NpUMEpPHO NONoBUHa geTen ¢ cuHgpomom ReNU nmvetoT npobnemsl ¢ 3ybamn. Pogutenu
onucbiBanu Takue Npobnemebl, Kak aHoMarnbHbIN pa3Mep YeNCTH, YTO MPUBOAMNT K CKYYEHHOCTU UMW LUMPOKO
paccTaBneHHbIM 3y6am; HeobbIYHO TOHKadA 1 criabasi amanb (rMnonnasvst aManu), paHee npopesbiBaHne
MOMOYHLIX U/NNN KOPEHHLIX 3y60oB. BaxkeH kauyeCTBEHHbIN yxog 3a 3ybamun, 4ToObl NpeaoTBpaTUTb Kapuec.
Kpome TOro, oetsm n B3pocnbiM MOryT NoHagobutbcst cneumanManpoBaHHble CTOMATONOrMYeckne yenyrm B
cTaumoHape, B TOM YMCre neveHne nog obwmum HapKo3oMm.

Y Unique ecTb oTAenNbHble GpOLLOpPLI, NOCBSLLEHHbIE yX0ay 3a 3ybamu pebeHka n OCHOBHbLIM NpobremMam
c 3yBamu.

«EcTb npobnemsbl ¢ amanblo BepxXHUX nepeaHnx 3yboB, kapueca HeT — OHa NO3BOSIIET MHE YNCTUTb el 3yObl,
HO OHaXObl OHA MEHS CUMNbHO YKyCcuna, U Tenepb 1 UCMOMb3yto cneumanbHble 3axBaTbl ANs
rOJIOBbI/MESIIOCTUY.

«3y6bl C MENOBMAHBLIMU NATHAMMU, Y NepeaHnX 3yH6OB KOPOTKNE KOPHUY.
B [vnepcanuBauus U CIIIOHOTEYEHUE

HekoTopble poanteny otMedanu, 4to y ux geten B 60nbLUEen Unn MeHbLlen cteneHn Habnogaetcs
n3bbiToYHas BbipaboTka CroHbI (rMnepcanueaums) u/mnm cnoHotedeHve (cnanopes). CrnroHoTeYeHNe MoXeT
BO3HUKaTb 1 6€e3 runepnpoayKLMmM CAOHbI, Hanpumep, ecny pebeHOK He MOXET NOSTHOCTLIO 3aKPbITh POT,

W Y HEro HapyLLEeHO rMmoTaHnda. 3TO MHOrAA BO3HUKAET NPWY HEBPOSTOMMYECKMX HAPYLUEHMAX, TaKNX Kak
uepebpanbHbIi Napanuy 1 yMCTBEHHas OTcTanocTb. CyLecTByOT pasnuyHble METOAbl NEYEeHUs, 1 Npu
Heo6xoauMOCTM MOTYT ObITb Ha3HaYeHbI NieKapCcTBa, HanpuMmep, rmocumHa 6ytTunépomua. OgHako HeKoTopble
npenapaTbl MOryT BbI3BaTb NO6OYHbIE ahdekTbl. PoauTtenu Takke roBopsT, YTO UX AeTU MOBAT rpbi3Th
npeameTbl UK TAHYTb UX B POT, NO3TOMY OHU PEKOMEHAYIOT UCMOMb30BaTb CUITMKOHOBBIE XeBaTeNbHbIe
TPYOKM nnun oxepenes.

«OHa 04YeHb 4acTo BbICOBLIBAET s3bIK, — 3TO ee Nnobnmas I'l/ll'pyLIJKa". B pes3yrnbTaTte 3TO NPUBEINO K CUIbHOM

16


https://rarechromo.org/media/familyguides/English/Looking%20after%20your%20childs%20teeth%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Teeth%20Common%20Concerns%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Teeth%20Common%20Concerns%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Teeth%20Common%20Concerns%20FTNW.pdf

Mauepaunn KOXnM Ha pyKax, KOTOPYHO yCreLwHO BbineYnsii C nNoMoLLbio crnped «KaBUMNOHY, 3aLlMTHbIX KpemoB
M HEONPEeHOBbIX NoJtynep4aTok. rlpVIHa,EI,J'Ie)KHOCTI/I and opaanoPl MOTOPUKN, XKeBaTeJlbHble pr6KI/I n apyrue
I'IOLI,O6HbIe TOBapbl TAKXKe NOMOITN yny4llnTb COCTOAHNE €€ KOXU PYK, TaK KaK nHa4ye OHa 6yneT rPbI3Tb
UIpyLKK, 3aCOBbiBaTb Nnaney B pOT ST BbICOBbIBATb A3bIK».

«En HPaBUTCA Ipbl3Tb NpeaMeETbl, TaKUe KaK XXeBaTellbHble pr6KI/I)).

Hackonbko pacnpocTtpaHeH cuHgpom ReNU?

TpyaHo ckasaTb HaBepHsika. B MmeguumHcKknx ctaTbsax, onybrmMkoBaHHbIX Ao stHBaps 2025r., npuBoasTcs
AaHHble o 6onee yem 250 cnyyaeB cuHgpoma ReNU. MiccnepoBaHue, nposeaeHHoe KOnsaHem YaHem u
coasmopamu B 2024 rogy, nokasano, YTo naToreHHble BapmaHTbl B reHe RNU4-2 moryT 6biTb npuynHon 1 13
250 (0,4 %) cny4aeB HapyLlEHWs1 HENPOMCUXMYECKOrO Pa3BUTUS, U NOTEHUMANBHO 3TO MOXET KacaTbCs
OECATKOB ThICAY CEMEN N0 BCEMY MUPY.

NMoyemy 3TO Npousowno?

Bo Bpems 3a4aTtusa reHeTudeckmun matepman poautenen (AHK) konupyeTcsa B anLekneTKky 1 cnepmarosouns,
npu CANSAHUM KOTOPbLIX pa3BmBaeTcst aMOpunoH. MeTo pennukaumm reHeTM4eckoro matepuarna
HecoBepLUEHEH, NO3TOMY B FreHEeTUYECKOM Koe AeTel BO3HUKAIOT CryvYanHble U3BMEHEHUS, KOTOPbIX HEeT

B poautenbckon [HK. Takne nameHeHns eCTeCTBEHHbI N HE CBA3aHbl C MMTAHUEM POaUTENEN, OKPYKatoLLEen
cpeaou unm obpasom XunsHu. bonbMHCTBO n3MeHeHu B cTpykType OHK 6e3BpeaHbl. Ho B peakux cnyyasix
nogo6bHbIe U3MEeHeHUs MOryT NPMBOAUTL K Npobrnemam co 300pOBbEM UMW BIIUATL Ha pa3Butue pebeHka.

Ecnu cnyyaiiHoe nameHeHne Bo3HUKHET B reHe RNU4-2 1 HapywnT ero pyHKkumo, Torga pebeHok poauTes
¢ cuHgpomom ReNU. B nogasnstoiem 00nbLUNMHCTBE BbISBNIEHHbIX 40 2025 1. cnyyaeB cuHagpoma ReNU
MyTauus B reHe BO3HUKINA CnyYarHOo U BrepBble B AaHHOM ceMmbe (Mnn «de novo» (dn)). B pegkunx crnyyasax y
OHOro 13 poauTenen MoxeT BbITb Takoe e N3MEHEHNe reHa B HEKOTOPbIX SnueKkneTkax unm
cnepmaTo3ongax. B npouecce 3avatna ata mytaumus nepegaetcs pebeHky (4aHHbIN heHOMEH Takxke
N3BECTEH KaK roHagHbI MO3anLu3m).

BaxkHO NOHMMATb, YTO B 3TOM HET HUYBbEWN BUHbI: POAUTENN HE HECYT OTBETCTBEHHOCTU 3a reHeTUYecKme
N3MEHEHWSI, KOTOPbIE BO3HUKIN Y HUX UNN Y NX OeTEN. Y Kax4oro U3 Hac CBOU yHUKanbHbIE BapuaHTbl B reHax,
OOMbLUMHCTBO U3 KOTOPbIX abcontoTHO 6e3BpeaHbI.

MoxxeT nu 3To NOBTOPUTLCA?

BepoATHOCTb poXaeHUs B CEMbe eLle 0AHOro pebeHka ¢ pegkmm reHeTU4YeCKMM CUHOPOMOM 3aBUCUT

OT reHeTUYEeCKOoro koga pogutenen. Ha cerogHsilwHnin geHb (2025 rog) noytn y BCeX NAUMEHTOB C CMHAPOMOM
ReNU naToreHHble BapuaHTbl BO3HMKIM de novo (dn), a 3TO 3HAYMT, 4TO HU Y OQHOro poauTens He Obino
oOHapyxeHo Takou xe mytauumm B reHe RNU4-2, kak y nx pebeHka. Taknm o6pa3omM, BEpOSTHOCTb POXKAEHUS B
cembe ele ogHoro pebeHka ¢ cnHgpomomM ReNU o6bivHO cocTaBnseT meHee 1%. OaHOM N3 BO3MOXHbIX
NPWYMH NOBTOPHOWN Nepeaayn aTon MyTaumMm MOXET CTaTb BbILLEYNOMSHYTOe peakoe ABfeHne nog Ha3BaHueM
rOHadHbIN MO3anLM3M, XOTS A0 CUX MOP O TakMX NOBTOPHbIX criy4vasx cuHapoMma ReNU He coobuianoch.

B aTom cnyyae y poavTtenst natoreHHbl BapyaHT NPUCYTCTBYET TOMbKO MULLb B HEKOTOPbIX SNLEKNeTKax unm
cnepmato3ongax. CnegosaTenbHO, ero HEBO3MOXHO BbISBUTb MO aHanu3y Kposu poautenen. Cpegm
mMaTepwuanos, onybnumkoBaHHbIx Unique, ecTb 6poLutopa 0 Mo3anumname, B KOTOPOM ONUCLIBAETCS 3TOT
deHOMEH.

YT106b1 06CYaMTb PUCK NOBTOPHOrO poxxaeHusa pebeHka ¢ cuHgpomom ReNU, ceMbsa MoxeT
NMPOKOHCYbTUPOBATBLCA C KITMHUYECKUM FEHETUKOM WM KOHCYSIbTAHTOM MO FrEHETUYECKMM BOMpPOCaM.

Y Unique ecTb oTAenNbHble OpoLUIOpbI, MOCBALEHHbIE M2HNPOBAHUIO creyioulero pebeHka, NpeHaTanbHowm
[EHETUYECKOW ANArHOCTUKE, KOHCYNbTaLUMN C KMMHUYECKMM reHETUKOM M NoMOoLLM BpaTbam u cectpam Tex. vV
KOrO BbISIBUNW PEAKUE TEHETUYECKME N3MEHEHWS.
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Mo>xHO nu Bbineuntb cuHapom ReNU?

Ha cerogHswWwHWI AeHb He cyuiecTtByeT nekapcrteBa OT CMHOPOMa ReNU. OgHako yCTaHOBII€HNE TOYHOIro
anarHo3da rno3sondeT nauneHTy n ero ceMbe nonyvYnTb bonee Sd)d)eKTI/lBHyI'O noanepxky u paspa60TaTb
TaKTUKy MeauUnHCKOro Ha6J'I}O,EI,eHVIFI.

PekomeHpauum no HabnwaeHuro

HenocpeacTtBeHHO nocrie NoCTaHOBKU AMarHo3sa

npOBeCTI/I o6cnenosaH|/|;| TEX OpraHoB N CUCTEM, KOTOPbIE MOryT CTpadaTb nNpu cMHOpomMe ReNU, ecnn paHee
Takada onarHoCTmka He npoBoaunnach. 370 no3sonnT onpenennTtb, Kakne CUMNTOMbI MPUCYTCTBYHOT U
HaCKOJ1bKO OHU CEPbEe3HbI.

CumMmnTomaTunyeckas Tepanus
MeauumHckoe HabnogeHWe naumeHTa ¢ cuHapomomM ReNU valle ocylecTBnseTcs MynbTUANCUMNIIMHAPHOW
KOMaHZOW CrneumanmncToB, B KOTOPYI MOTYT BXOAUTD:

- nepguaTp — Bpay, KOHTPONMPYOLWNIA (PU3NYECKOE, NCUXMYECKOE N CoLManbHOE 300POBbe AeTen
OT POXAEHWSA 1 OO NOAPOCTKOBOro Bo3pacTa.

— FaCTPO3HTepoOJsior — Bpad, KOTOprIZ neunt 3abonesaHusa Xenygo4yHO-KULWLEeYHOro Tpakra.

- HeBponor — Bpay, Cneunann3npyowmnincs Ha 3aboneBaHnsiXx HEPBHOW CUCTEMbI, B TOM YMCIE NATOMOrnsax
FONTOBHOMO M CIMHHOMO MO3ra, 3NUNencusx, HEPBHO-MbILLIEYHbIX DOMNE3HSIX.

- [OeTCKuW opTonen — Bpad, creumanmsanpyiowmnincs Ha 3aboneBaHnsaX KOCTHO-MbILLEYHOW CUCTEMBI.

- peHTreHomnor — Bpay, KOTOPbI NPOBOAUT ANArHOCTMKY, UCMONb3ysi METOAblI MEAULIMHCKOW BU3yanu3aumm,
BKITHOMAsA PEHTIEH U KOMMbIOTEPHYI0 TOMOrpaduio.

- 3HAOKPUHOSOr — Bpay, 3aHMMAKLLMIACA FOPMOHAsbHBIMU HAPYLUEHUSMW 1 X NOCNEACTBUAMU A4S
opraHuama (Hanpumep, Takumum 3abonesaHnsaMu, kak gnabeT n rMNOTMpPeos)

- yporor — Bpau, KOTopbli 3aHMMAaeTCs QUAarHOCTUKON U neveHnem 3abonesaHnii MOYEBbIOENUTENBHON
CUCTEMbI.

- odTanbMornor — Bpad, KOTOpbIN 3aHMMaeTcs 3aboneBaHNsIMK rnas.
- nopaornior — Bpad, 3aHMMaroLmiics 6one3Hs MM CTON, FONEHOCTOMNHBLIX CYyCTaBOB M HUXHUX KOHEYHOCTEN.

- CcypAonior — crneuuanucT, KOTopbli 3aHUMaeTCs AUarHOCTUMKON 1 fie4yeHneM NpoGrem Co Cryxom
N paBHOBECKEM.

- OTOpPMHONIAapUHronor — BpaY, KOTOpPbI 3aHNMaeTcs 3aborneBaHUsIMU yxa, ropna u Hoca.
- [Aepmartonor — Bpau, KOTOPbI 3aHUMaeTCs KOXKHbIMWU 3a60neBaHAMU.
- Kapauoror — Bpad, KOTopblii 3aHMMaeTcs 6onesHamMu cepaua.

- FeHeTUuK — Bpad, KOTOpbI 3aHMMAaEeTCs OMArHOCTUKOM 1 NPOUIAKTUKON reHeTU4eCcKnx 3aboneBaHni, a
TaKke onpegenseT TakTUKy OKkasaHUst MeAULMHCKON NOMOLLM NPU HKX.

B komnnekcHoM rneveHnn pebeHka MoXeT NoTpeboBaTbCsi MOMOLLL U APYrMX CheunanucToB, Hanpuvep,
AaveTorora.

INeyeHue u Tepanus

PaHHee BMellaTenbCTBO MOXET AaTb 3aMeTHbIN NONOXUTENbHbIN adhdekT. Takke pekomeHayeTcs NpoBoAnTb
TecTMpoBaHue 4115 OLEHKM nHanBMAyanbHbiX notTpebHocTen pebeHka. [ocne Takoro TecTtupoBaHus pebeHky
MOXeT ObITb BblAaH MHAMBMAYaNbHbIA NnaH obyyeHus (B CLUA), nnaH no nogaepxke B o6paszoBaHmm,
MeAMLMHCKON 1 coumanbHom nomowm (B BenmkobputaHumn) nnm paBHOLEHHbIN AOKYMEHT B APYrMX CTpaHax,
MO3BOSIAIOLLMI KOHTPONMPOBATL NPEAOCTaBEHNE eMy BCEX HEOOXOAUMbIX Mep 0Gpa3oBaTeNbHOM,
MeOULMHCKOM N coumnarnbHOW NOAOEPXKKN.

Ha paHHbIn MOMEHT He cylecTByeT cneumduyeckoro neveHnss cuHapoma ReNU. OgHako nposiBneHus
CMHOPOMa MOXHO 06nerymTb MeToAaMm Takux TepaneBTUYECKUX HanpaBneHun Kak:
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dusnyeckasn Tepanua (q)T) nomMoraeTt J1tioaaM rnpun TpasmMax u 3aboneBaHusIX ynyywnTb NX COCTOAHNE
C NOMOLLIbIO OBUXEHUIA, ynpa>i<HeH|/||7| n MaHyaanon Tepannn. Ba)KHy}O ponb urpaet 06y‘-IeHI/18 nauneHToB
N pekomeHgauunn cneunanncTtos, B TOM YUCHIE MNMpU boneBom CuHOpome.

Oprotepanua. 310 KOMMNNEKC MEPONPUSTUN, HAaNPaBMNEeHHbIX HA NOBbILLEHNE CAMOCTOATENBHOCTU U
agjanTtaumm nauneHTa, YTo No3BONSET YNyYlWnTb ero 340poBbe M COCTOsIHME. Hanpumep, y naumMeHToB ¢
reHeTndecknMmm 3aboneBaHnsaM aproTepanusi BKIOYaeT pas3BuTne KPYNHOM 1 MENIKON MOTOPUKM,
obecneyveHne naumeHTa HeobxoanumbIM 060pyaoBaHMEM B ObITY.

3aHATUA ¢ noronegom nomorarT CnpaBUTbLCA C npo6neMaM|/| peyn, A3blka 1 KOMMYHUKaLUN.

PoauTtenu Takke pekoMeHaylT My3blKaribHYH Tepanuio, unnotepanuio (¢ nowaabmu) n ABA —
Tepanuio (NpUKNaaHoOW aHanu3 noBeaeHus).

PeKOMeHD,yeTCFI aneta, 6oraTa;| KJ'IeT‘-IaTKOIZ, n/vnun pasMarduTenn ctyna un cna6V|Ter|be|e, l-IT06bI
n3baBuUTbLCH OT 3anopa. |_|pl/1 CTOVKUX 3anopax MoryT HasHa4daTb KIMU3Mbl.
HabnroageHune
PeKOMeHD,yeTCﬂ Ha6J'IPO}J,aTb 3a crnegyrwmMmm nokasatensamu, YyTOObI OTCNEXMBaTh ANHAMUKY CUMINTOMOB Y
yerioBeka ¢ CMHOPOMOM ReNU, €ro peakuuto Ha ne4vyeHne n nosaBrneHne HoBbiX CUMIMTOMOB:
OLI,eHKa pocTta 1 NoONHOUEHHOCTU NMNTAaHNA.

OueHka NCUXOHEBPONOIMYECKOro cTaTyca U BO3MOXHOCTM 00yyeHus. MpoBoanTcs pas B HECKOMNBKO neT
ANs oNTUMU3aLUMN MHOVBUAYANbHOMO NnaHa oby4YeHus.

PerynsapHas (exxerogHas) npoeepka 3peHus y odptanbmoriora.

Y3W mouveBbiaennTeENbHOM CUCTEMBI NS BbISIBIIEHUS NPU3HAKOB 3a005eBaHMs MOYEBbIBOAALLMX NYTEN
npu noctaHoBke gnarHosa cuHgpoma ReNU. o pekomeHgaumsim Bpayen nccrnegoBaHne MoxXeT ObiTb
Ha3Ha4YeHO MOBTOPHO.

HabntogeHne 3a dyHKUMEN NoYek, 0COBEHHO Npu OBHaPYXEHNN OTKINOHEHUIA Ha Y3U
MOYEBbIAENNTENBHON CUCTEMBI UNN NPU NOBTOPHbIX MHpeKkumax. Pekomengaumm no obecnenosanuio gaet
Bpay-Hedposnor B 3aBMCMMOCTUN OT XapakTepa NaToniornm noYek u Npu3HakoB NporpeccnpoBaHnm
3aboneBaHus.

OueHka perynsapHocTu cTtyna (He pexxe ogHoro pasa B rog). JleueHne 3anopoB B COOTBETCTBUU C
pekoMeHaaumaMn neguartpa unm ractTposaHTeponora.

lMpoBepka cnyxa

KoHTponb cOCTOsIHMS 3HOOKPUHHOWM CUCTEMBI, 0COBEHHO NPOSBIIEHN TMNOTUPEO3a.
AHanuna nokasartenen Kposu.

BbisiBneHne npmM3HakoB OCTeONEeHUN

KapOnoMOHUTOPUHT MO NoKasaHUAM

PerynspHbin oCMOTp Yy cTOMaTosora.
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TeKkywine uccrnenoBaHus

B HacTosee Bpemsi ponb perysToOpHOM YacTu HaLero reHoma, To eCTb TON, KOTopas He KoaMpytoT 6ernku,
npoaorPKaeT n3yvaTbCs ydeHbIMU. TOMNbKO coBceM HeaasHoO (B anpene 2024 ropa) 6bin obHapyxeHo, YTo
naToreHHble BapunaHThl B Hekoaupyowem reHe RNU4-2 npuBOAAT K HapyLUEHUIO HEeNPOMNCUXNYECKOro
pas3sutus. MiccnegosaTtenu no BCEMY MUPY M3y4aloT 3Ty NATONOrMI0, YTOObl MOHATL, HACKOMBKO YacTo
BCTpeyaeTcsa cuHapom ReNU, BbISACHUTL, kak 1 nodemy nameHeHve [1HK B reHe RNU4-2 npuBoauT K
cneunuyecknm 0CoBeHHOCTAM NauUeHTOB C 3TUM CMHOPOMOM, a Takke pa3paboTaTb apdPeKTUBHbIE
MeTOAbl TepanMn 1 NOBbICUTb KAYeCTBO XN3HN BOMbHbIX.

,D,OI'IOJ'IHI/ITeJ'IbHaﬂ npoBepKa BapnaHTOB B HEKOAMPYHOLLEM reHe RNU4-2 npun reHeTn4eCkomMm nccnengosaHnn
MOXeT NOMO4Yb NOCTaBUTb AMUArHO3 TbiCA4YaM nauneHTam no sceMmy Mmpy, mMmerLimm Heﬁponcmxmqecme
HapyLweHNA, Y KOTOPbIX B XO0A4€ CTaHOAPTHbIX ncecneaoBaHum 6eJ'IOK-KO,£|,VIpleLLWIX reHoB He HanaeHbl NPUYNHbI
NX COCTOAHNA.

CeMbMU paccKka3biBaloT...

«Bce B moelt go4ke ocobeHHoe. Yero Tonbko CTOUT ee CNOCOOHOCTb 00 aThbcs
TONbKO rnasamMmun 1 A3bIKOM Tena. Y Hee 0COBEHHbIN cMeX, 0COOEeHHbIE 0O BbATUS.
Bnarogaps et Mbl MHOroe y3Hanm o cebe, 0 CBOMX CUNbHbIX CTOPOHAX U cnabocTsX.
O0e ee cecTpbl NONYYNUM MOSE3HBIN OMbIT - HAGNOAEHME 3a CBOEN CECTPOW,
NoBOBb, KOTOPYIO OHW €1 AaBanu 1 nonyyanu oT Heé B OTBET, NoKa pocriv BMECTE.
MeCTHbI€ XXUTENN YacTo ee Y3HAT — OHU MOAXOANAT K HAaM 1 pacckasbiBatoT, YTO
NMO3HAKOMUIUCh C HEW Ha NraBaHUM UK BUOENW, Kak OHa ryrsna ¢ cugenkammy.

«ELLe oo Toro, Kak cMHApOMY Aanu Ha3BaHWe, 1 1 MO My>X MOCMOTPENM Ha
cokpaweHne RNU4-2 n npounTanu ero, Kak «renew» (aHes1. 06Ho8s1sime,
80300H08/151Mb). N5 HAcC 3TOT CMHAPOM Bcerga 6bin npo 06HOBNEHNE — XN3Hb
Halleln aodepu npueena k camblM pasHbiM OOHOBMEHMSIM B HaLLIEN CEMbE
Gnarogaps nobBKU, KOTOPYK OHAa B HAC NPOOYKAAET, U Hadexae, YTO MOCTaHOBKA
AnarHosa MOXeT MOMOoYb B byayLiem».

«Mos [oYb Hay4muna MeHst MHOTMM BeLLlaM, KOTOpbIE, Kak MHEe paHbLUe Ka3anocs,
MHe HuKoraa He npurogaTcs. bnarogaps en s no3Hakommnach C yanBUTENbHLIMU
nogbMmM — TeMU, KOMy cama CMOrsia MOMOYb, U TEMU, KTO MOMOT HaM Ha Hallem
nyTu. [lpyrne Mon JeTu TOXe MHOroe y3Harnm O XXM3HWU OeTel C OrpaHnyYeHHbIMN
BO3MOXHOCTSMM 300p0oBbsi. Mbl 30BEM €€ Hallen ManeHbKon 3Be3404Kon. Mol
Kaxxabl eHb 6rnarogapvm cyabby 3a To, YTO MOXEeM YyBCTBOBaTh cebs
CYACTIIMBBLIMU C HEW.

«OHa NpuHOCUT CTOMBKO pagocTn BCeM BOKpYr. B wkone ee oboxatoT, a Bpayu
NPOCTO AyLUN B HEW He YatoT. A Bceraa roBopto, YTO Y Hee eCTb MOKITOHHMKK MO
BCEMY MUPY: Mbl AENUITUCb €€ UCTOPUEN C APY3bsSMU U KOMNeraMmm B pasHbIx
CcTpaHax. ATOT CrOXHbIM, MOSHbIN UCNbITAHWIA MYTb NOAAPUI MHE BCTPEYM C
HEBEPOSITHBIMU, 3aMeYaTeNbHbIMU NIOAbMN. S Hay4Mnack pagoBaThCs KaXKOoMy,
Aaxe caMOMy MarneHbKOMy OOCTVXKEHMIO, U Hayana no-gpyromy CMOTPETh Ha XKU3Hb.
Mpongsa Takoe cTpallHoe AN POAUTENS UCTbITaHWE, Y)Ke He NepexnBaellb

n3-3a MeNoYen N y4mLbCsl COXPaHATb CMIOKOMCTBME B CTPECCOBbLIX CUTYaLIUSIX».

«OHa nomoraeT Ham 0CO3HaTb: XOTS €€ XM3Hb CIIOXKUnach He Tak, Kak Mbl Korga-To
oxXunagarnin n Mmevtarsnum, oHa co3gaeT CBOK CO6CTBeHHyl0 npeKkpacHyrw ncTtoputo,
KOTOpadA BOOXHOBIIAET BCEX BOKPYIr».
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NcTOYHUKK

[aHHas 6polutopa cogepXnt nHopMaumio N3 onybnnkoBaHHOM MeAULMHCKON NUTepaTypbl, a Takke
cBefeHus, rnostydyeHHble oT ydacTHUKoB Unique n cemein, CTONKHyBLIMXCA cuHapomoM ReNU. AHHOTaumm unm
opurMHanbl cTaTen MOXHO HaWTU B UHTEPHeTe B 6a3e JaHHbIX MeOULMHCKUX U Bruonormdeckux nybnukaumm
PubMed no nepsomy aBTopy un aate nybnukaumm (https://pubmed.ncbi.nlm.nih.gov/). BonbwMHCTBO cTaTen
MOXHO HanTh Ha canTe Unique.

CcbInkm

* Chen Y (2024) De novo variants in the RNU4-2 snRNA cause a frequent neurodevelopmental syndrome.
Nature. PMID 38991538.

https://www.nature.com/articles/s41586-024-07773-7

MpumeyaHue: 3Be3404KOM OTMEYEHbI CTaTby, KOTOPbIE HAXOASATCS B OTKPLITOM AOCTYNE U KOTOPblE MOXHO
HanTu Ha canTe: https://pubmed.ncbi.nlm.nih.gov

CanTtbl, rpynnbl B Facebook* n gpyrue ccbinku:

* DeatenbHocTb Meta (Facebook u Instagram) 3anpeweHa B Poccum
® Www.renusyndrome.org — nogaepxka u uHopmauns Ans poauTenen geTen ¢ 3afepXXKon passutns
HepBHOW cuctemsbl, cBsdaHHou ¢ HIMP n3-3a nameHeHun B reHe RNU4-2

m RNU4-2/ ReNU Syndrome Family Connect — rpynna nogaepxku Ha Facebook ansa pogutenen n onekyHos
neten ¢ cuHgpomom ReNU.

m RNU4-2 / ReNU Syndrome United — rpynna Facebook ansa cemei, gpy3sen, uccnegoBatenen, Bpaden,
TepaneBToB, OpraHM3aLnin 1 BCEX, KTO Xo4eT y3HaTb 6onbLue o cuHgpome ReNU.

m ReNU Syndrome United LinkedIn — cTpaHuua Ha LinkedIn.
m www.syndrome-renu.fr — ®paHuy3sckasa accoumaums cuHgpoma ReNU.
(an. nmoyuta: syndrome.renu.france@gmail.com)

m www.facebook.com/groups/1671427560388792 — rpynna Facebook gnsa cemen n KOHTaKTHbIX NnL,
B ABCcTpanuu (an. noyra: renusyndromeaustralia@gmail.com)

m www.sindromerenu.es/ — McnaHckasa accoupaumsa cnHgpoma ReNU
(anekTpoHHas noyta: asociacionsindromerenu@gmail.com)
(WhatsApp: chat.whatsapp.com/HndJbVAogx1GISKUhPMEVJ)
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UHdopmauma n nogaepxka

\ "pynna nogaepxku onga pogurenen geten ¢ peakMmMmm XpoOMOCOMHbIMU
OTKITOHEHMAMM

Appec: The Stables, Station Road West, Oxted, Surrey, RH8, 9EE, UK,
® Ten.: +44(0)1883 723356
U n | e info@rarechromo.org | www.rarechromo.org

Understanding Chromosome & Gene Disorders

MpucoeaunHanTechb k coobuecTBy Unique, 4ToObl NONYy4YnTb AONONHUTENbHYO MHOPMaLUo, Heo6XxoaUMYH
NOMOLLb M KOHTaKTHble AaHHble CeMeWN C aHarNormM4yHom npoGnemomn.
https://rarechromo.org/join-us/

Unique — aTo 6naroTBoputenbHas HerocyaapCcTBeHHasa opraHnsaums. drHaHcoBasa noaaepkka OCyLLECTBSETCS
3a CYET rpaHToOB N NOXepTBOBaHMN. [1okepTBOBaHME MOXHO caenaTb Ha ouumanbHOM canTe:
https://rarechromo.org/donate/ Moxanyncra, nomornte Ham NoOMoYb Bam!

[aHHas Bpolutopa He MOXET 3aMeHUTb NMPOGECCUOHANBbHYIO MEOMULIMHCKYH KOHCYbTaumo. 1o Bcem Bonpocam,
Kacarwwmnmca 300poBbA, ANarHOCTUKN reHeTU4YEeCKUX OTKITOHEHUN U KOHTPOIA UX Te4YeHus, HeO6XOp,I/IMO 06pau.|,aTbc;|
K cneunanucty. Ha MomMeHT nybnvkauum cBeaeHus, Cogepxalumecsi B AaHHOM BpoLutope, cumTtatoTcs Hanbonee
aKTyarnbHbIMU, HO B CBSI3N C MOCTOSIHHLIM Pa3BUTUEM FEHETUKN HEKOTOPbIE AaHHbIe MOTyT KOPPEKTMPOBaTLCS CO
BpEeMEeHeM.

Bpowtopy nogrotosuna komaHga Unique (CA) n nposepunu Hukn YndduH, goktop dunocodpumn MHcTutyTa 60nbLumnx
OaHHbIX YHuBepcuteta Okcdopaa, Bennkobputanus; OuH O’LoHHenn-Jypus, goktop dunocodmm n
OVNNOMMPOBaHHbIN Bpad OTaeneHns reHeTukn n reHommku Jetckon 6onbHuUbl BocTtoHa, CLUA; Mabpuane Jllemup,
OVNNoMMpPOBaHHbIN Bpad LleHTpa meHaeneBckon reHoMukn MHcTutyTa Bpoyaa, Kem6puax, CLUA; Capa J1. CTeHTOH,
OOKTOp domriocodmmn n aunnomMmpoBaHHbIn Bpad LleHTpa meHaeneBckon reHoMukn MIHCTuTyTa Bpoyana, KemGpuox,
CLUA; Ctedan CaHgepc, aoktop cunocodum n gnnnoMmMpoBaHHbIA Bpad VIHCTUTYTa pasBUTUsSt U pereHepaTnBHOM
MeauumHbl YHnsepcuteTa Okcdopaa, Benukobputanusa. Bepcua 1 (2025)

MepeBog BbINOMHEH B paMkax MexayHapogHoro CTygeH4eckoro BorioHTepckoro npoekta Unique. Kypartop
nepesogyeckoro npoekra — Hatanes BuktopoBHa Hevaea, goueHT kadenpbl nepesoga PITTY nm. A. L. lepueHa,
MpeangeHT Accoumnaumm npenogasatenen nepesoga, CaHkr-lNMetepbypr, Poccnsa. MeauumHCKyo pegakumio
ocywecteuna CymuHa Mapus 'eHHagbeBHa, Bpay-reHeTurK, 3aBedytoLLas OTAeNeHNneM MeaUKO-reHETUYECKOro
KoHcynbTupoBaHus, TAY3 Ceepanosckon obnactn «KnMHuko-gnarHoctnydeckmin LeHTp «OxpaHa 300poBbst Matepu u
pebeHka», EkaTepuHbypr, Poccus.

Russian translation 2026 (EV/AP)
Copyright © Unique 2025

"pynna noaaepxku aAna poautenen aeten Homep B peectpe 6narotBopuTenbHbIX OpraHU3auunin
C pPeaKMMU XPOMOCOMHbBIMU OTKMOHEHUAMU 1110661
PernctpauunoHHbI HOMep B peecTpe KOMMaHui:

3apeructpupoBaHa B AHIMuM 1 Yarbce 5460413
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