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AnarHos nocrassieH. YTo ganbwie?

BalueMy pebeHKy noctaBneH AnarHo3 XpoMOCOMHOM MK reHHoWn natonoruun. CKkopee Bcero, cenyac Bbl
nepeXxuBaeTe pa3finyHble sMmouun. Bel MoxeTe
UCMbITLIBaTb LIOK, FHEB, NeYvanb, YyBCTBO BUHbI, NOTEPW,
HeyBEpPEHHOCTW B 3aBTPalLUHEM AHE, OANMHOYECTBA MK
Aaxke obneryeHust OT TOro, YTO Tenepb Bbl HAKOHEL-TO
3HaeTe, NoYeMy Ball pebeHOK «He TaKOoW, Kak BCe».
Celtyac BaM MOXET 6bITb CTpalUHO; Balle byayluee
MOXET Ka3aTbCs BaM aMepPUKaHCKMMK FOpKaMu Co
MHO)XECTBOM pe3KNX NMOBOPOTOB, NMOABLEMOB M CMYCKOB.
TeM He MeHee, Bal pebeHOK OCTaeTcsl BallMM U, Kak U
nobon apyron pebeHok, HyxaaeTcs B nobsu n 3aboTe.
Ero ycnexu 6yayT AOCTaBnsATb BaM pafloCTb, KaK U yCrexu
noboro apyroro pebeHka. BpemeHaMn BaM MOXET bbITb
rPYCTHO, @ BpEMEHaMM Bbl byAeTe OLlyLlaTb HEBEPOSTHOE CYACTbe. BaXKHO MOMHMUTDb, YUTO KaXKAbIH
pe6eHOoK YHMKaJIeH, U, BO3MOXXHO, 3Ta MH(OopMaLMsa NpUroguTca He BceM ceMbsiM. Ho, ecnu
poAUTENsAM Hy)XXHa NoAAEPIKKA, OHU AOJ/DKHbI 3HaTb, YTO OHU HE OQUHOKU U MOryT
06paTUTbCA 3a NOMOLLbIO.

CMUPUTBLCS C 0COBEHHOCTBIO BalLero pebeHka 1 NpucnocobuTb Noa HEE CEMENHYIO XU3Hb MOXKET ObITb
HenpocTo. Kaxabli poanTenb CTPEMUTCS CAENATb ANsi CBOEro pebeHka BCE BO3MOXHoe. Ho kak
MOHATb, C YEro Ha4vaTb, €CIN Y MasieHbKoro pebeHka AnarHOCTMpoBanu obLLYIO 3a4epXKKy pa3BUTUS?
[lnarHo3 pekoro XpoOMOCOMHOMO MM FEHHOrO CMHAPOMA, NOCTaBNEHHbIV pebeHKy 1 B 6onee cTapLieM
BO3PacTe, CTAHOBMTCS HACTOSILLUMM UCMbITAaHWEM AN er0 poauUTeNeN.

Mpouecc AMarHOCTUKM 3a4acTyl0 OKa3bIBAETCS HEMPOCTbIM. PoanTenu BUASAT, YTO YTO-TO He TakK, U
HOMBLUMHCTBO M3 HMX XOTST 3HaTb, MOYEMY. TOYHbIM AMArHO3, MO KpanHen Mepe, O6bSACHUT, NoYyeMy
pebeHOK pa3BMBAETCS HE TaK, KaK ero CBePCTHUKKM, @ B HEKOTOPbIX C/ly4Yasix NO3BOSIUT Y3HaTb, C
KaKMMW TPyAHOCTSIMM MOXET CTOSIKHYTbCSA Ball pebeHOK B AanbHENLLEM U Kak eMy MOMoYb. Kpome
TOro, MMes TOYHbIV AMarHo3, Bal pebeHoK CMOXET rnosyyaTb 601ee HanpaBNeHHY MeANLMHCKYIO U
obpazoBaTesnibHyt0 NOMOLLb.

MepBbI BbINYCK HAcTosILLEN BpOoLLIOpbI NpeaHa3HaYvancs Ans poanTenein ManeHbkux aeten oo 4 net. B
06HOBNEHHOW BepcumM nNpeacTaBneHa nHgopMauuns ans ceMen ¢ AeTbMK1, KOTOPbIM AnarHo3 6bis1
rnocTasneH B 1toboM Bo3pacTe. bpowiopa byaeT Takxke nosesHa poauTensaM, KOTopble elle He 3HatT
TOYHbIN AMArHO3 cBoero pebeHka.

Bpowwtopa coaepxuT nHdopmauuio 06 opraHu3aumsx, Kyaa MoryT 06paTuTbCs CeMbU C AETbMM,
MUMEIOLLMMM OCOBEHHOCTM NCUXMYECKOro M/Unn GU3NMYECKoro pasBmuTust Nt0bON CTENEHN BblPaXKEHHOCTU
— OT NIErKoM A0 TSHKENon. B koHUe 6poLtopbl nepeyncrieHbl CCbIIKU Ha pecypchbl, Fae Bbl MOXeTe
HanTn 6onee noapobHyro MHpopMaumio. aHHas bpolutopa npeacTasnsieT cobon MexayHapoAHYHO
BEPCUIO OPUIrMHaNbHOM BpoLUtopbl, KOTopas bbila OpUeHTMPOBaHA Ha ceMbk 13 BennkobputaHuu.
MO3TOMY B Hee TakxXe BK/IHUYEHbI CCbISIKM Ha HEKOTOPble BpUTaHCKME UCTOYHMKK, U OHW MOTYT 6bITb
none3Hbl CEMbAM M3 Nt060oM ToUKM MMpa. MOMHUTE, YTO B pasHbIX CTPAHaX CUCTEMbI OpraHM3aunm
NMOMOLLUM AETAM C OCOOEHHOCTAMU pa3BUTUS MOMYT UMETb Pa3/inyns.



XpOMOCOMHbIe U reHHble CMHAPOMbDI
XPOMOCOMHbIE M FeHHbIE CUHAPOMbI MOMYT 6bITb HAaCTONIbKO PeAKUMU, YTO H6ONBLUIMHCTBO
NIOAEN AaXe He CNblWanm 0 HuX. M3-3a 3Toro BaM MOXET 6biTb 04EHb HEMPOCTO FOBOPUTL C
APYTMMM NIOABMU O CBOEM pebeHke.

[lnarHos
NMOCTaB/EH B
1 ropn

Nocne ycraHOBNEHMS AMAarHO3a MHOIME CEMbM
NpOAO/MKAOT YyBCTBOBATb Ce651 OANHOKMMMN 1
noTepsiHHbIMK. Nopol AaXke Ha3BaHWE AMarHo3a COCTOUT
13 Habopa umdp n 6ykB, YTO CNOXHO MOHSATb CAMUM N TEM
6onee 06bACHUTL ApyrMM nioasM. BpemeHammn BamM MOXET
Ka3aTbCs, YTO Bbl Kak 6yaTo npobupaetech Yepes aebpw.
Bbl He NpeaCTaBnsSANIN TaKyH XWU3Hb, U K HEW OYEHb C/TOXHO
aanTMpoBaTbCs. MOXET Ka3aTbCsl, UTO Balll €XeAHEBHUK
OT KOPKM 0 KOPKW 3abuUT HAaNOMMHAHNAMM O BU3UTAX K
BpayaM, 0CObeHHO ecnn pebeHOK OYeHb Man 1 elle He
MONy4YyaeT Crneumanm3npoBaHHyO NoMoLlb. BO3MOXHO, KTO-
TO U3 Apy3€ei 1 YNIEHOB CEMbM FOTOB BaC NOAAEPXKMNBAT,
KTO-TO HE MOHMMAET, YTO NMPOM30LW/IO0, @ KTO-TO HE 3HAET,
YTO CKa3aTb, U U3-3a 3TOr0 NMOCTENEHHO OTAANSETCS.

“He TpatbTe Bpems Ha 6ECrIOKOUCTBO O 6yAYILEM, OHO
HACTYIUT O4YeHb CKOPO. XXuBute HacTosumm! >

Bonpochbl

B 3aBMCMMOCTKM OT TOro, YTO Bbl YXXe 3HaeTe O FEHETNYECKOW 0COBEHHOCTY BaLLEro pe6eHKa n
Ha KakoM 3Tane ee NnpuHATnUA ceilvac HaXoAMUTECh, Y BaC MOXXET BO3HUKATb MHOXECTBO

BonpocoB. CHayana, BEpOSITHO, BOMPOCHI 6yAyT TakUMM:
Bce n1 ¢ MomM pebeHKoM ByaeT XopoLuo?
YTO 03HaYaeT pesynbTaT reHeTMYECKOro aHaimsa?
Mo4yeMy 3TO NPOM30LLNO?
BO3MOXHO N1 3TO BbIIEUNTL?

“ flymavite TosIbKO O
CBOEV CEMbE, BaM HE
HYXKHO HUKOMY HUYEro
ZI0Ka3bIBaTh.”

OTBeTbl Ha 3TN BOMpPOCHI Bbl NOJIy4UTE OT Bpaqeﬁ'reHeTMKOB. Kpome Toro, Bac MoryT

WHTEpPECOBATb U APYrne Bonpochl:

Mbl eLle He 6bin y reHeTuKa. Kak noaroToBuTbCs K npuemy?

KTO noMoXeT MHe C pa3BUTHEM Moero pebeHka?

B Kakylo wkony nonget Mov pebeHok?

Kyaa s Mory o6paTntbCsl 3a MOMOLLbIO B CBOEW CTPaHe?

S paboTato. Tenepb MHE NPUAETCA OTKA3aTbCs OT Kapbepbl, YTOObI yXxaXK1BaTb 3a

pebeHkoM?

Nmeto nn g npaBo Ha KaKYIO-J'IVI6O (bMHaHCOBYPO MOMOLLb, YTObbI coaep>Katb CBOEro

pebeHka?

OTBeTbl Ha 3TW BOMPOCHI Bbl HalaeTe aganee...

HacTosiwas 6powtopa coaepXXuT 0CHOBHYIO MHGOPMaLMIO O TOM, rae Bbl MOXETE MOy4YnTb
AOMOJTHUTESbHYIO MOMOLLb B BOCMUTAHMKN pebeHKa C reHETUUYECKUM HapYLLEHUEM.
MpaBunbHas noaaepkka Heobxoamnma BalleMy pebeHKy 1 BCel ceMbe anst bonee c4acTIMBOM

M NONMHOLEHHOW XXU3HW.




Pa3BuTue pebeHka n paHHee BMelLaTe/1bCTBO

Pa3BuTue: rae MHe Nosy4yuTb NOMOLLb AN Moero pebeHka?

NMpueM y Bpaya-reHeTuka
MbI ewye He 6bi/in y reHeTvka, Kak rnogrotoBUTLECS K rpuemy?

Bpaun-reHeTMKM KOHCYNbTUPYIOT 0AEN C PEAKUMUN FEHETUYECKMMM 3a00/1EBAHNSAMM MO
BOMpPOCaM NeYeHns U MEAMLMHCKOrO HabnoaeHNs, Ha3Ha4YaloT reHeTnyeckoe obcneaoBaHme
MauMeHTaM 1 YnieHaM MX CEMeN, BXOAALMX B Fpynny pucka. Mocneaytowee HabnoaeHne
MOMXET OCYLLECTBNATLCA B BaLLEN MOSIMKIMHUKE MO MECTY XUTENbCTBA. [Na nocelleHms
FEHETUYECKOro LieHTPa 06bIYHO TpebyeTcsl HanpaBieHME OT Y4acTKOBOrO Bpaya WM Bpaya
CTaumoHapa. Bo3aMOXHO, oXxuaaHue npyveMa reHeTnka 3aMMeT Kakoe-To BpeMsl, 1 BaM
MOHaAobMTCS MOCETUTbL 3TOr0 Bpaya TOSIbKO OAMH pa3.

Y Unique ectb oTAaenbHas 6poLutopa 0 TOM, Kak NpoxoauT NpUEM Yy Bpayva-reHeTunka
(Ha aHrnuiickoM sa3bike — A Clinical Genetics Appointment). OHa Takxe MOXeT 6bITb
BaM none3Ha. Ee MoXHO ckayaTb Ha HalweM caiTte B pa3aene Families («CeMbn»).

PaHHee BMeluaTeNbCTBOo

PaHHee BMeLLaTeNbCTBO - TEPMUH, MPUHSITLIN B
BenukobputaHumn ansi 0603HaueHUs Mep NoAAEPXKKN AeTeN
A0 NATU NET C OrPaHNYEHNSAMM MO 340POBLIO UK C 0CO6LIMU
noTpebHoCcTAMU. B Apyrux cTpaHax 3TOT TEPMUH MOXET
3ByYaTb TaKXXe UM HECKOSIbKO MHade. Mo HUM NOHUMaEeTCs
KOMMNIEKC MEPOMPUATUIA, OCYLLECTBASIEMbIV PA3NINYHBIMUI
OpraHv3auusiMmM 1 NOMOralLmin ceMbsiM 06ecneynTb nx
AeTel MeAMUMHCKON NMOMOLLbIO, peann3oBaTh UX
obpa3oBaTesbHble U coumnanbHble NOTPEOGHOCTK.

Ecnu Bbl TPEBOXWTECH 3@ pa3BUTME Ballero pebeHka, BaM cneayeT obpaTuTbCa K neanaTpy
WK ApyromMy MEAULIMHCKOMY PaboTHMKY M 06CyaAUTb C HAM Baluu onaceHus. Mpu
HeobXoAMMOCTN NeAnaTpP HaNPaBWUT Bac K APYrUM CreLuanmncTam.
K HUM MOryT OTHOCUTbLCS:

MeacecTpbl, YXaXXMBaloLLIME 3@ AETbMU C 0COEbIMM

noTpebHocTsMM (HanpuMep, 3a AETbMU C SMUNENCUEN

WK MONYYaKoLWMMM 30HAOBOE NUTAHUE)

MeacecTpbl Mo yxoay 3a 60/1bHbIMU C HEeAEPXXaHUEM

“[lomMHUTE, YTO AMArHO3 — 3TO MPOCTO
C/10BO, OH HE OINPEAENIIET BAC KaK
JIMYHOCTB. BAac orpefensoT Balll XapakTep
U HPaBCTBEHHbIE Ka4ecTBa.”

“)XuBute oaHUM AHEM. HACIAXAANTECH KaXbIM MIHOBEHNEM PSLAOM C
BalLIMM PEGEHKOM, [TOTOMY YTO Bbl M HE 3aMETUTE, KaK OH BbIPACTET, a
Bbl BY/IETE TaK CKy4aTb 10 TOMYy BDEMEHM, KOTOPOE YXKE HUKOIAA HE
BEPHYTB.




OueHKa pa3BuTusa pebeHka, noaxoabl K Tepanum

Balwero pebeHka MOryT HanpaBWTb B MHOOMPOMUIbHYIO KITMHMKY, B KOTOPOWN Bpauun
Pa3fIMYHbIX CNeunanbHOCTEN 0Ka3biBaloT MOMOLLb AETSAM C CaMbIMU Pa3HbIMK CUMMATOMaMM U
3aboneBaHnaMU. Kak npaBunio, HeobxoamMmble AMarHOCTUYECKME U TepaneBTUYECKNE
MEPOMNPUSTUS OCYLLECTBNSIET MYNbTUANCUMINIMHAPHAs KOMaHAa CneumanncToB.

B Takyro MynbTMAUCLUUIJIMHAPHYIO KOMaHAY 06bI4YHO BXOANAT:

MeawnaTp. 370 AETCKUIA Bpay, KOTOPbIN CrieuuanmsnpyeTcs Ha AeTckux 6onesHsax. MNeauatpsl
COTPYAHMYAIOT C AETCKUMU CafiaMu, LLIKOSIAMM, LUKOSIbHbIMM MeAMYyHKTAMKN U AenapTaMeHTaMu
06pasoBaHns, B TOM UMcsie Mo BornpocaM 06pa3oBaHusi AETEN C 0COBEHHOCTAMM Pa3BUTUS.

[eTckuii 3prorepaneBT. JproTepanesT NOMOraeT AeTSM pa3BuUTb 6a30Bble HaBbIKK,
HeobXxoAnMbIE B MOBCEAHEBHOM XM3HW (HAaNnpUMep, HaBbIKWU CaMOOBCTYXXMBaHWS, BKTHOYaSs
MPUEM MNULLM M OAEBAHUE), a TAKXKE HAayUUTbCS CAMOCTOSITE/IbBHOCTM AOMa, B LUKOJIE U BO BPEMSI
oTAbixa.

®dusnyecknin TepaneBT OLIEHVMBAET N MOMOraeT yNyylnTb hU3NYeCKMe HaBblKN pebeHka,
TaKMe Kak yaep>XaHue MonoXeHns Tena U ABUraTebHy0 akTUBHOCTb

Jloronep OLEHVMBAET M NOMOraeT yNy4ylinTb pedb pebeHka, B TOM YMCNE C UCNOb30BaHUEM
)KECTOB M CMMBOJOB. TakXxe noroneq y4acTByeT B Tepanum Npu HapyLIEHUM XKeBAHWUN UK
rnoTaHus.

Cypaosnor. 370 CreumnanucT, KOTopblii NOMOraeT NpeaynpeanTb, AMarHoCTMPOBaTh U
BbIIEUNTb HAPYLUEHUS CllyXa U HEKOTOPbIE BECTUOYNSIPHbIE PAcCTPONCTBA. AyAUOCKPUHUHE
NO3BOJISIET BbISIBUTb HapyLUeHne cnyxa. JanbHenlune MeToabl ANarHOCTVKM NOATBEPXKAAIOT
Hannume TyroyxocTu 1 OnpeaensieT ee BUA U CTeneHb.

Optonepn. 370 Bpay, KOTOPbIM Ha3HAYaeT, MPOEKTUPYET M YCTaHAB/IMBAET OpTe3
(dbukcupytolee YCTPOMCTBO, NpeaHasHauYeHHoe ANl obecneyeHnst NoAAEPXKKN UK
CTPYKTYPHOI KOPPEKLMM MOABMXKHBIX YacTel Tena, TakMx Kak KOHEYHOCTM U MO3BOHOYHMK), a
TaKXXe KOHTPONIMPYET NPOLECC ero HoweHNs. KpoMe Toro, opTonea MOXET NOCOBETOBATb
pebeHKy HOCWUTb cneumanbHyto 06yBb U CTENbKW.

B neyeHnn mMoryt npMHUMaTh ydacTue 1 Apyrue CneumanucTbl, HanpuMmep, HEBpPOJIOr — Bpay,
KOTOpbIM NeunT 3aboneBaHns rooBHOroO M CMMHHOIO MO3ra, a Takke HepBoB. K TaknMm
3aboneBaHMaM OTHOCMTCS, HanpuMmep, anunencus. Ecnn y pebeHka HabnoaaTcs Npu3Haku
paccTponcTea noseaeHns n eMy Tpebyetcs 0bcnefoBaHue, BaM MOXET MOHAA0OUTLCS
KOHCYNbTauMa AETCKOro ncuxosiora Uiv ncuxuartpa (Hanpumep, Ans BbisSBlIEHUS
pacCcTponcTBa aytuctuyeckoro cnektpa [PAC]).

MnaH neyeHus v HabnwoageHue y Bpaua

BMecTe crneuuanucTbl COCTaBsIT MaH iedeHunst U HabnoaeHus pebeHka 1 cornacytoT ero ¢
BaMu. Mpu HEOBXOAMMOCTU OHM HanpaBsAT pebeHka K ApyrMM Bpayam, B TOM Y1Cie B Apyrue
yupexxaeHusi. PebeHky 6yayT HazHaueHbl NMOBTOPHbIE NMPUEMBI ANSi OLIEHKW €ro COCTOSIHUSA pa3 B
TPpW, LWECTb UK ABEHaALATh MecsaleB. HekoTopbiM AeTsM npuaeTcs HabnoaaTbes y
CMEeUMannCToB AOCTATOYHO A0NIOe BpeMs, MHOrAa BMNIOTh A0 B3pOC/IOro BO3pacTa.



O6pasoBaHue

OcobeHHOCTH O6yYeHMs1 Ballero pebeHKka

[eTn yyaTcs, B3aMMOAENCTBYS C APYrMMUM NIOABMU U UCCNeays OKpyXXarowmii Mup. OaHako
HEKOTOPbIE N3 HUX MOTYT UCMNbITbIBATb 6onblue CﬂO)KHOCTeVI, YEM UX CBEPCTHUKUN, B TaKNX aCNEKTaX
pa3BUTUA KaK:

ObuweHne

MoHMMaHMe 1 3anoMUHaHKe MHdopMaunn

CeHcopHoe 1 pu3anyeckoe passutne

MoBeaeHne Unn NOCTPOEHNE OTHOLLEHWI C APYrMMU NIOABMU

JleTV, UCNBITLIBAIOLLME YKA3aHHbIE C/TIOXHOCTU, MMEIOT TaK Ha3biBaeMble «0cobble
obpa3oBaTesnbHble NOTpe6bHOCTU .

B Kakyro wkosy rnosuger Mo pebeHok?

MHoOrve aeTn ¢ XxpOMOCOMHBIMM WUIN FEHHLIMU HApYLLUEHMSMM CMOTYT CaMOCTOSTENIbHO 0byyaTbCcs B
obuieobpa3oBaTesibHOM WKone. Apyrue 6yayT cnocobHbl yUNTbCS B OBbIYHOM LLKOME NPU HaMMuum
[AONOSHUTENBbHON noaaepXku. Ecnm xe pebeHky B npouecce 0byyeHns TpebyeTcs CyLecTBEHHas U
npodeccrmoHanbHast MOMOLLb, €e OH CMOXXET MOJTYYNUTb TOJIbKO B CrELMaNN3MPOBaHHOM LLIKONE.

Ocobble obpaszoBaTesibHble MOTPEOHOCTN N OrpaHNYeHUs! MO 340POBbIO
MOTYT NOBMMSATb Ha CNOCOBHOCTU pebeHka nnm NoapocTKa K
0by4eHunto, B YaCTHOCTY, Ha:

MoBeaeHune nnm cnocobHoCTb K coumanusauumn (HanpuMep, ecnim
pebeHKy TpyaHO 3aBOAWTb ApPYy3eit)

HaBbikn YTeHMS1 1 MMCbMa (K NpUMepyY, NPU HANNYUKU AUCIEKCUN)
CnocobHOCTb K 06LeHnIo

CnocobHOCTb K MOHMMAHMIO MaTepuana

CnocobHOCTb K KOHLUEHTpaLumn BHUMaHUS

®usnyeckne cnocobHoCTH

Ecnu wkona He MOXET MOJSIHOCTbIO YAOBNETBOPUTL 06pa3oBaTesbHbIE
noTpebHOCTU Ballero pebeHka, KOMaHAa CNeLManMcTOB MOXET
pa3paboTaTb MHAMBMAYANbHbIV NNaH, B KOTOPOM ByayT OTPaKeHb
06pa3oBaTenbHble, MeAMLMHCKUE U coumarnibHble MOTPebHOCTN pebeHka
W YKa3aHbl T€ Mepbl AOMOMHUTESBHON NOAAEPXKKM, KOTOPbIE NO3BOSIST
UX YAOBNETBOPUTb. Ha3BaHWe Takoro niaHa MOXET OT/INYaTbCS B
pa3HbIX CTpaHax, M He BO BCEX CTpaHax MUpa ero MoryT NpeasioXuTb.

YTO HY)XHO caenaTtb, UTO6bl NOYYUTb AONO/IHUTE/IbHYIO NoAAEPIKKY?

Ecnu Bbl cunTaeTte, 4TO Ballemy pe6eHKy HeobxoaMMa AONONHUTESbHas noaaep>KKa B rnpouecce
O6Y'~—IeHMFI, Bbl MOXETE 3anpoCnTb NnpoBeaeHne COOTBETCTBYIOLLI,GVI IKCNEepPTU3bl B roCyaapCTBEHHbIX
MEANLIMHCKUX UJTN UHbIX YHDE)I(LI,EHMHX*. ITOT NpoLECC MOXET 3aHATb HEMasio BPEMEHN U3-3a
oqepeneﬁ N OXnaaHuma npnemos cneunanmncTtoB, NO3TOMY He OTKNaAblBaTE N HAYHUTE 3aHNMATbCS
3TUM KaK MO>XXHO paHbLLE.

*B Poccym, Haripumep, 310 MOXET ObITb MICUX0/I0r0-MEQUKO-egqarormyqeckas komccns (TNTMIIK) (rnpum.pes.)



MoroBopwuTe C yuuTeneM unm neaarorom no pabore ¢ AeTbMU C
0cobbiMM 0bpazoBaTenbHbIMM NOTPEBHOCTAMK, eCcnn BalleMy
pebeHky TpebyeTcs:
MHanBuayanbHas obpasoBaTenibHas nporpamMmma
[lononHuTenbHast MOMOLLb YYnUTeNs
PaboTa B MeHbLUeN rpynne
JlononHUTENbHBI MPUCMOTP BO BPEMSI YPOKa MM NEPEMEHDI
MoMoLLb B NPOSIBNIEHMN aKTUBHOCTM Ha YpokKe
MoBbILLEHHOE BHMMaHME B NpoLecce obyyeHns, Hanpumep,
[AOMNOSTHUTESNbHbIE BOMPOCHI M NpeasioXeHne npoboBaTb YTO-TO,
YTO KaXkeTcs pebeHKy TpyAHbIM
MomoLLb B 0BLLEHUN C APYrMMU AETbMU
MomoLLb B caMoobCny)XMBaHUK, HaNpUMep, BO BPEMS NMpUEMa
MWLM, NONb30BaHNA YOOPHON UM 6e30MacHOro NepeaBMKeHNs
Mo LuKone.
OanbHenwee o6pasoBaHue Anga NOAPOCTKOB cTapwe 16 net u MonoAabix
nopen
Bam HeobxoamMMOo 3apaHee CBS3aTbCs CO LUKOMOM WK ApYruM 0bpa3oBaTesbHbIM YUpeXaeHNEM,
rae nnaHupyeTcs AanbHenee o0bydeHne pebeHka, Ans 06Cy)KAeHNS BO3MOXXHOCTM
YAOBIETBOPEHUSI €ro 06pa3oBaTesbHbIX MOTPEOHOCTEN N 0becneyeHnss He0bX0AMMON NOAAEPIKKOM.

domauwHee obyueHue

HekoTopbIM AeTsaM MOXeT 6onblue NoAonTM AoMaluHee obydeHne. MHorne poauTtenmu m3
coobuiectBa Unigue BbIBUPAIOT ANs CBOMX AETEN C PEAKUMU FreHETUYECKMMI 3ab0neBaHMSIMU
MMEHHO 3TOT BN O6yl-IeHVIF|.

Y Unigue eCcTb oTAeNbHble aHrNos3blvHble HpoLwutopbl 06 06ydeHnn (Education), B3pocneHun
(Transition (from child to adult services) n BO3MOXHOCTSIX AanbHenwero obpasoBaHusi B
Benukobputanum (Further Education, Training And Work). MHdopMaumsi, npeactaBneHHast B
3TUX 6poLutopax, MOXeT HblTb NOE3HA U CEMbBSIM, XXMUBYLLUMM B APYrnx CTpaHax. bpoLutopsbl
MOXXHO 6ecrniiaTHO ckayaTb Ha HalweM cante B pasgene Families («CeMbn»).

“MbI GaaBam ofH1 aHam3bl 3a@ ApyrvMm 1
YoKE€ HaYa/m LWyTUTb, YTO UIPAEM C AETCKO
b60/1bHNLEN B <rieHb*». Heckosbko /1eT
06C/1E40BaHMI PE3Y/IbTATa HE MPUHOCWITU, U
Mbl VoKE [IEPECTA/IN KAATb Kakux-/Imbo
06BSICHEHWU., HO, XOTS Mbl KaXxabivi rog
[10CELLEIIN BPAYEV], HUKAKNE CEPbE3HBIE
rpo6/IeEMbI HAM HE rpo3u/in. TO/IbKO Korga
FEHETUKN CKA3asIM, YTO UM YAaIoCh YTO-TO
HaUTH, 5 MOHSIE, YTO Mbl HAKOHEL-TO
10/1y44MM OTBETBI Ha HalLM BOrpock!.”

* «[eHb» (Stump) — nonynsipHas B EBpone v aHrnos3blYHbIX CTPaHax Urpa. B NoBEpPXHOCTb MHS He 40 KOHLIA B6MBalOTCS
LJIVHHbIE TBO3AM, M KaXKAbl YYaCTHUK BbIGUPAET CBOM reo3ab. Llenb urpbl — no ouepeam Aenatb OAMH yaap MOJIOTKOM Mo
rBO3A0 MPOTMBHUKA. BbIMIpbIBAET TOT, Yeli rBo3ab 3abunv nocieaHuM (MpuM. pea.).



0Ocob6eHHOCTH NnoBeaAeHUus

XpPOMOCOMHbIE U FEHHbIE CUHAPOMbI Y AETEN MOryT COMPOBOXAATLCA 0COBEHHOCTAMU NOBEAEHUS.
BbIBAET TpyAHO ONMcaThb MX B NOJHOW Mepe. MNoaobHoe NoBeaeHNe MOXET BbiTh CBA3AHO C
0COBEHHOCTAMM CEHCOPHOMO BOCNPUATUSA. Tak, peBEHOK MOXET HETUMUYHO PearnpoBaTh Ha
HEKOTOpbIE AEWCTBUSA APYIrMX NIOAEN UM OTKa3blBaTbCA NPUKACaTbCS K ONpeaeneHHbIM NpeaMeTam.
Bo MHOMMX cnyvasix Npo6seMHOe NOBEAEHNE BbI3BAHO TEM, YTO PEBEHKY CIIOXXHO O6BACHUTL APYrUM,
YEro OH XOYET U B YeM HyxaaeTcs. OH MOXET UCTIbITbIBATb 60/1b, HO 3a4aCTyl0 HE MOXET
PACcCcKa3aTb, YTO Y HErO BOMUT M HACKOJbKO CUIbHO. Y HEKOTOPLIX IETEN C XPOMOCOMHBLIMU UK
FEHHbIMU HapYLUEHUAMU NPOBNEMbI C MOBEAEHWMEM MOTYT BO3HUKHYTb B paHHEM BO3pPacTe U CO
BPEMEHEM MpPONTU. B Apyrux cnyyasx B NpoLecce B3pocieHnss pebeHka OHM MOTyT CTaTb CEpbe3HEE.
BO3MOXXHO, MOHAI06UTLCS KOMIMIEKCHAs OLIEHKA €ro NoBeileHYeCKMX 0COBEHHOCTEN.

Y Unique ectb oTaenbHas 6poLutopa Nnpo noBeAeHYeCKNe N CEHCOpHbIe
HapyLueHns (Ha aHruinckom si3bike — Challenging Behaviour). Ee MoXHO
CKayaTb Ha HalleM cavTe B pa3gene Families («CeMbn»).

“4 6b1 XOoTEN1a, YTOBBI KTO-HUBYAB MOA6OAPWT MEHS. S YyBCTBOBA/IA HEKOE COXAIEHNE, MHE
Kasasiock, 4T0 Mbl YTO-TO 1OTEPS/IN. Ha camom xe [eE/1e€ 0COBEHHOCTb MOEIO ChIHa HUYEIO Y
HEro He OTHSJIa, d, HA06OPOT, ¢4esiasa ero CU/IbHbIM, KPacuBbIM, YHUKA/IbHbIM, OH HE TaKoW,
Kakum 51 €ro cebe rpegcTas/issia, OH ELYE MPEKPACHEE, YEM s MOI/Ia MPEAINOIOXUTL! S 71t06710
ero 6o/IbLIE, YEM KOrO-/IMO0 Ha 3TOM 3EMJIE, 1 HE XOTE/1a bbl MEHSTL B HEM aBCO/IFOTHO
Huyero.”

Kapbepa poautenen

Mocne poxxaeHuns pebeHka BaM MOXET ObITb TPYAHO BEPHYTLCA K paboTe B
NpuBLIYHOM pexxume. Ecnn Bbl 6ecnokontech 0 CBoel kapbepe, obcyaute ¢
paboTtoaaTeneM BO3MOXHOCTb MMOKoro rpadwka, Ytobbl Bbl MOM/M
npogoskaTb paboTaTtb, HO MPX 3TOM MOIN OTy4aTbCs NMpw
BO3HMKHOBEHMN HEOBXOAMMOCTHM, CBS3AaHHOW C BawmM pebeHkoM. Ecnum Bl
cyMTaeTe, YTO BaM CTOMUT YBOSIMTLCS UM CMEHWUTbL MEeCTO paboTsl,
MoroBopuTe C TeMU, KTO MOT 6bl BaM MOMOYb.

“4 yBEDAIO BAC, YTO BCE HE TaK MPa4YHoO U BEIHALNEXKHO, KaK MOXET
Kazatecq roHayvasny. Baw pebeHok 6yAeT MoCTOSHHO yAMB/AT Bac. Bbi
JAXKE HE MpesCTaB/IfFETe, YeMy OH CMOXET BAC Hay4YuTs.”

duHaHCcoBasA noaaepKKa

Bo MHormx CTpaHaXx CyLWEeCTBYHOT NCTOYHUKN d)MHaHCOBOVI noaaep>XKu ceMeﬁ, nMMerLmnx ueTeﬁ C
0cobbiMuK I'IOTpe6HOCTF|MM. BakHO BbIACHUTb, KakKne MMeHHO /1brotbl U AOMNMOJIHUTEIbHbIE BbIM1aTbl
AOCTYMNHbI B BaLLEN CTpaHE, N Ha KakKne n3 HUX Bbl MOXKETE MNMpPETEHA0BATb. BO3M0)KHO, Bbl 6y/J,eTe
peryndapHoO nosnyyatb AEHEXHOE I'IOC06VIe, nmbo NMETb NbroThbl npu ynnarte Haaoros (HaI'IpMMep, Ha
TPaHCMOPTHOE CPEACTBO). B Kaknx-To cnyyasx MOryT NpeaocTaBnsTbCs Cybcmamm Ha 06yCcTpomCcTBO
N PEMOHT XWJ1bs.



OneKkyHCTBO

Kro Taxosi onexkyH?

OnekyH — 3TO YenoBeK, KOTOPbIN 3a60TUTCA 06 MMEIOLLIEM OrpaHUYEHNS
no 340poBbI0 pebeHKke, cynpyre, pOACTBEHHUKE, ApYyre Uiu coceae. OTn
OrpaHuyeHnst MoryT bbITb 06YCNOBAEHbI MCUXUYECKMM U/nnn
(punsnyecknm 3gopoBbeM. ECnmn Bbl 3a60TUTECH O CBOEM pebeHke,
KOTOpPbIM MUCMbITbIBAET 0CObblE NOTPEOHOCTK, 6oNblUE U Yalle
HY>XOAETCS B AOMNOMHUTENBHOM MOMOLLM, YEM AETU €ro BO3pacTa, TO

Bbl CYMTAETECH ero OneKyHOM. DTOT CTaTyC AAeT BaM NpaBo Ha
MoNy4Y€eHME NbroT U rocyAapCTBEHHON MOMOLLM, KOTOpblE MOMyT
pa3nnyaTbCs B 3aBUCMMOCTM OT MECTa XXUTeNbCTBa. B HEKOTOpbIX
CTpaHax AeNCTBYIOT Mepbl NOAAEPKKN «MONOAbIX OMEKYHOB», KOTOPbIE
YXaXXMBatOT 3a 6paToOM UM CECTPOM.

Y Unigue eCTb oTAeNbHble aHrN0A3bI4HbIE BpOLLIOpLl O Noaaepxke onekyHos (Carers
Wellbeing) n 6paTbeB u cectep AeTEN C peAKMMU FEHETUYECKUMM 3a60/1EBAHNAMM
(Supporting Siblings of Children with a Rare Genetic Condition). X MO)XXHO ckadaTb Ha
HalleM canTe B pa3aene Families («CeMbu»).

Ba)XHOCTb OoTAbIXa

[laxxe KOPOTKME NepepbIBbl HA OTAbIX MOJIOXKUTENBHO OTPA3ATCA Ha
KauyecTBe XXWU3HW AeTeN C FEHETUYECKMMM CUHAPOMAaMUN U UX CEMEN.
PoauTenn cMoryT OTBneYbCs OT 3a60T, CBA3AHHbIX C YXOA0M 3a
pebeHKoM, a y pebeHka nosiBUTCS BO3MOXHOCTb 06LLIEHNS CO
CBepCTHMKaMn. Bo BpeMs Takux nepepbiBOB AeTH C 0CO6bIMM
NOTPEOHOCTSIMM 3HAKOMSITCS C APYTMMM JI0ABMY, 3aBOAST HOBbIX
APY3€el, NoNy4atoT BNeYaT/IeHNs OT PasHbIX 3aHATUIA. Y MHOTMX ceMel
€CTb AanbHME POACTBEHHMKN U PY3bs, KOTOPbIE MOTYT Ha KaKoe-To
BpeMs B35ITb YX04 3a pebeHKOM Ha cebsi u aaTb poaMTeNnsaM OTAOXHYTb.
K coxxaneHuto, He BCEM CEMbSIM POACTBEHHMKM FOTOBbI MOMOraTb 4acTo.
TeM He MeHee, 6paTb NepepbIB, KOraa NOSBASETCS Takast BO3MOXHOCTb,
O4YeHb BaXKHO. [laXke HECKOJIbKO YacoB OTAbIXa MMeoT 6onbLioe
3HayeHue.

Moapep)xka No MecCTy XXUTeNbCTBA

BOBMO)KHO, BaM 3aXo4yeTcA O6paTMTbC$| 34a NnoMoLbo TaM, rae Bbl XKMBETE. B Bawen CTpaHE MOXET
ObITb MHOXXECTBO opraHM3aum71, OKa3bIBalOWNX NOAAEPXKKY OMNEKYyHaM. nOMHMTe, 4ToO 6€pe‘-lb cBoe
COBCTBEHHOE MCUXUYECKOE U Q)MBW—IECKOG 340poBbE KpaﬁHe Ba)XHO. Bam HY>XHbI CUJ1bI, YyTObbI
npoao/MKaTb 3ab0TUTbLCS O CBOEM pe6eH|<e. I'I0HaL|any, KOoraa OH €lle COBCEM MaJl, Bbl MOXETE HE
3a1yMbIBaTbCA 06 3TOM, HO NO Mepe TOro, Kak oH 6YD,€T pactn, BaM HY>XXHO 6YLI,€T YOENATb €MY BCE
6onble BHUMaHUS. IT0 r|0Tpe6yeT OT BaC MHOIro aHEPrmnm "N BpEMEHU.

Be6-caiTbl U couMasibHble CeTH
CyLuecTByeT MHOXeCTBO Be6-calToB U rpynn B coumnanbHbIX CETAX, NOCBALLEHHbIX Pa3/iInyHbIM
XPOMOCOMHbBLIM U T€HHbIM 3aboneBaHusM.
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NMone3Hble CCbUJIKU
Hwxe npeacTaBneHbl CCbIIKM Ha BED-CalTbl pasHbiX CTpaH. HeKoTopble U3 3TUX pecypcoB MOryT ObITb
none3sHbl poanTENSM U3 PasHbIX YroIKOB MMpa.
X cnncok MOoXXeT MOMNOSHATLCS. B 60/bLIMHCTBE CTPaH, OMUCAHHBIX HUXE, (YHKLUMOHMPYIOT 1 Apyrue
roMoratolme opraHusaumm. MHhopMaumio 0 HAX MOXXHO HaWTV B OTKPbLITOM AocTyne. Ecnun Bbl xoTute
noapobHee y3HaTb O TOM, KaKne Mepbl NOAAEPXKKN AENCTBYIOT B KOHKPETHOWN CTpPaHe, UM CYMTAETE,
YTO CMMCOK HYXXHO AOMOJIHUTD CChIJIKAMU Ha ApYrue pecypcbl, NOXanywucra, CBSHKUTECh CO
CrneumanncToM no noaaepxxke cemen Unigue MapnoH Mutuenn. Agpec ee 3n1eKTPOHHON MoYTbI:
marion@rarechromo.org
ABcTpanus
ABcTpanuiickoe o6LecTBO No peakuMm
reHeTnyeckum cuHgpomam (Genetic Alliance
Australia)
Beb-cant: https://www.geneticalliance.org.au
TenedgoH: +61 2 9295 8359
2n. noyta: info@geneticalliance.org.au
Facebook:
https://www.facebook.com/GeneticAllianceAustralia*
CcbI/ZIKM Ha rpynnbl NOAAEPIKKMU:
Beb-cant:
https://www.geneticalliance.org.au/support_groups.php
Ha caiite Genetic Alliance Australia npeacraBneHa
MHMOPMaLMA HE TONMBbKO O PA3NINYHbIX FEHETUYECKNX
3aboneBaHuAX, HO U O cnyxbax, B KOTOPblE MOXHO
06paTUTLCS 32 NOMOLLbIO B ABCTpasinu.
ABcTpanumnckoe coobuiecrso «Syndromes
Without A Name>» (SWAN Australia)
Beb-canT: https://swanaus.org.au
TenecdoH: 0404 280 441
OpraHu3aums okasblBaeT NOAAEPXKKY CEMbSM, BOCMUTLIBAOWMM pebeHKa C HeanarHOCTUPOBAHHbLIM
WM peaKuM reHeTuyecknM 3abonesaHveM, U NybamKyeT nosesHyto MHhOPMaLMIoO Ha CBOEM CalTe 1 B
COLICETSIX.

ABCTpus
MHCTMTYT peaKknx m HeAnarHoCTMpoBaHHbIX 3a6onesaHn umexHn Jlrogsura
Bonbumana (Ludwig Boltzmann Institute for Rare and Undiagnosed Diseases)

Be6-canT: https://rud.lbg.ac.at

TenedoH: +43-1-40160-70093

2n. noyta: office@rud.Ibg.ac.at

Facebook: https://www.facebook.com/LBI.RUD*

Instagram: https://www.instagram.com/Ibirudvienna*

LleHTpanbHas, CeBepHaa n FO)xxHaa AMepuka
JlaTuHoOaMepuKaHCcKoe npodeccuoHanbHoe coo6LecTBO reHEeTUKOB-
KOHcynbTaHTOB (SPLAGen)

Beb-cant: https://www.splagen.org/en/en/directory

2n. noyta: info@splagen.org

Facebook: https://www.facebook.com/SPLAGen*

Sociedad Profesional Latinoamericana de Asesoramiento Genético.
*B Poccum Facebook u Instagram 3a6510K1poBaHbl M NpU3HaHbl SKCTPEMUCTCKUMU OpraHn3aumnsaMm, NpuHaanexawmmm Kk Meta

(npum.pea.)
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ApreHTuHa

®oHp noaaepxkun matepeit (Fundacion Red de Madres)
Facebook: https://www.facebook.com/redmadresdiscapacidad*
TenedoH: +54 261 472-8594
2n. noyta: redmadresdiscmza@yahoo.com.ar
NHdopMauna ana matepei, 0TLOB, CEMEN, ONEKYHOB M AETEN C OFPaHUYEHHBIMU BO3MOXKHOCTSIMMU.
OcBeaoMNeHHOCTb - PaBeHCTBO - MpaBa - ObyuyeHne — Bopbba ¢ avckpuMmnHaumen - CoumanbHas
YSI3BUMOCTb.
bpa3unusa

MHcTutyT Vidas Raras |
Beb6-canT: https://vidasraras.org.br/sitewp —_—
TenedoH: 55 11 2414-3060
on. noyTa: vidasraras@vidasraras.org.br
CopencTBue cobntoAeHMI0 KOHCTUTYLIMOHHBIX NpaB NtofAen C peaKuMm
3a60M1eBaHNAMM, HAXOAALMXCS B CUTYaALMAX COLMANbHOM
YSI3BMMOCTW.

CLLUA
BnarorBopuTtenbHas opraHusauusa Chromosome
Disorder Outreach
Beb-cant: https://chromodisorder.org
TenedoH: (561) 395-4252
2n. noyTta: info@chromodisorder.org
Ha caltTe n B coLCeTsIX opraHu3aums nybnukyeT Matepuarnsl 0
XPOMOCOMHBIX Matonornsax. Kpome Toro, oHa NoMoraeT y4acTHUKam
HalTW NIoAEN C TaKUM XKE U NMOXOXKMUM AMArHO30M,

MHdopMaLMOHHBbINA LIEHTP FreHeTUYECKNX U peakunx 3abonesanmmn (Genetic and
Rare Diseases Information Center — GARD)

Beb6-canT: https://rarediseases.info.nih.gov

TenedoH: 1-888-205-2311 (3BOHOK 6ecnnaTHbIN)

2n. noyTta: gardinfo@nih.gov

MoapobHas 6a3a AaHHbIX, coaepXkallas MHPOPMaUMIO O PEAKMX FEHETUYECKUX OTKIIOHEHUSX.

HaunoHanbHas opraHusaums peakux 3abonesanmnin (NORD)
Be6-canT: https://rarediseases.org
TenedoH: 617-249-7300
9n. noyTa: cM. hopMy Ha canTe
OpraHusaumsa 6ecnnaTtHO NpeaocTaBsieT Noae3Hble MaTepuansl, B TOM Yucie MHGOPMaLMOHHbIE
6poLtopbl 0 pasnnyHbIX peaknx 3abonesaHusix.

MexayHapoaHoe coobuwecrso Rareshare
Beb-cant: https://rareshare.org
OHNanH-pecypc Co CnpaBOYHbIMM MaTepuanamm, pacckasamm NauMEHTOB U HOBOCTSMU O peaKuX
3abonesaHusXx.
benbrus
Benbruickas opraHusauusa peakux 6onesHen (Rare Disorders Belgium — RDB)
Be6-cawT: http://rd-b.be
TenedoH: 32 31 22 10 23
2n. noyta: administration@rd-b.be
AnbsHC opraHu3aumnn n noaen n3 MpaHKosA3bIYHOM M repMaHoA3bIYHOM YacTen benbrnu,

CTONKHYBLUMXCS C peakuMun 3abonesBaHmMsaIMn U MHBANNMAHOCTLIO.
*B Poccum Facebook u Instagram 3a6510K1poBaHbl M NpU3HaHbl SKCTPEMUCTCKMMU OpraHn3aumnsaMm, NpuHaanexawmmm Kk Meta
(npum.pea.).
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AnbsHc EURORDIS
Beb-canT: https://www.eurordis.org
TenedgoH: 32 2 888 67 71
2n. noyTa: eurordis@eurordis.org
EURORDIS — 370 He3aBMCUMOE 06beanHEHME COOBLLECTB N0AEN C peaKMMM 3ab0neBaHNAaMM, B
KOTOPOM OHM MOAAEPXMBAIOT ApYr Apyra. B Hero BxoasT 962 opraHu3auum n3 73 eBponencKunx
CTpaH.

bonrapusa
HauunoHanbHbIN anbsAHC Noaen ¢ peakumm 3abonesaHnamm (National Alliance
of People with Rare Diseases — NAPRD)
Beb-cant: https://rare-bg.com
TenedoH: 359 878 323 748
2n. noyta: tomov@raredis.org
KaHnapa
KaHapckaa opraHu3sauusa peakux 3aboneBsaHun (Canadian Organization for Rare
Disorders — CORD)
Be6-canT: https://www.raredisorders.ca
TenedoH: (416) 969-7464
2n. noyta: info@raredisorders.ca
Facebook: https://www.facebook.com/RareDisorders*
CORD — 370 obuieHaumoHanbHas cetb KaHaabl, ob6beanHsaioLas opraHm3aumm, Kotopble
NPeACTaBNSIOT MHTEPECHI BCEX NIOAEN C peaKMMU 3aboneBaHNSaMU.
NaHusa
[Aatckas opraHm3saumna peakmx 3abonesannmn (Rare Diseases Denmark)
Beb-canT: https://sjaeldnediagnoser.dk/rare-diseases
TenedoH: +45 3314 0010
2n. noyta: mail@sjaeldnediagnoser.dk
Fpynna noaaep)xKu ceMein € AeTbMHM C
peAKMMU XPOMOCOMHbIMU OCOB6EHHOCTAMM
Unique B Jannn (Unique Danmark)
Beb-canT: https://www.uniqguedanmark.dk
TenedoH: 3314 0010
2n. noyta: helpline@sjaeldnediagnoser.dk
UniqueDanmark — accoumaums poautenen u
POACTBEHHUKOB AETEN C peAKMMU XPOMOCOMHbIMM
AHOManNusaMu.
PduHnaHamA
OTKPpbITbIA MH(POPMALMOHHDbIW OHNIaWH-cepBuc Terveyskirjasto
Beb6-canT: https://www.terveyskirjasto.fi/sisalto/harvinaiset-sairaudet
TenedgoH: 09 6188 51
2n. noyta: terveyskirjasto(at)duodecim.fi
ba3a aaHHbIX peakux 3aboneBaHui.
®duHCKas accouuaums opraH1u3auunii No nogaepikke Noaen C HapyweHUSIMHU
nHTennektyanbHoro passutus (The Finnish Association of Societies for Persons
with Intellectual Disabilities)
Beb6-canT: https://www.tukiliitto.fi
TenedoH: 358 3 2403 111

3. noyTta: toimisto@tukiliitto.fi
*B Poccum Facebook u Instagram 3a6510K1poBaHbl M NpU3HaHbl SKCTPEMUCTCKUMU OpraHn3aumnsaMm, NpuHaanexawmmm Kk Meta

(npuMm.pea.)
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dpaHums
Accouunauus nrogen ¢ XpoMOCOMHbIMM 0CO6EHHOCTAMM
«Valentin» (Valentin Association de Porteurs)

Beb-canT: https://www.valentin-apac.org

TenedoH: (33) (0)1 30 37 90 97

2n. noyTa: contact.site@valentin-apac.org

Facebook: https://www.facebook.com/AssoValentinAPAC*

Mopaepxkka AeTen C peaKMMM XPOMOCOMHBIMU HapyLUEHUSMM.
MHudopmaumoHHas cnyx6a ansa nrogeun c pegkuMm
3abonesaHnamu (Maladies rares info services)

Beb-cant: https://www.alliance-maladies-rares.org

TenecdoH: +33 1 56 53 53 40

NepMmaHuna
NHpopmMaLMOHHbIA NOPTan O peaKUX XpPOMOCOMHbIX 3a6oneBaHnax LEONA E.V.

Be6-canT: https://www.leona-ev.de/start

TenedoH: 02301 / 18 466 85

2n. noyta: geschaeftsstelle@leona-ev.de

Moanep>xka AeTeN C peaKMMN XPOMOCOMHBIMW HapyLUEHUSIMU.

Me)xxayHapoaHble OpraHu3auum
MexxayHapoaHbii reHeTuueckui anbsHe (EGAN EU IGA — International Genetic
Alliance)
Beb-caiT: https://egan.eu/our-activities/international/iga
TenedoH: + 31 35 6034040
2n. no4rta: egan@egan.eu
MeXxayHapOAHbIN rEHETUYECKUI aNbSIHC 06bEAMHSIET OpraHn3aLUnM poanTENEN N NaLMEHTOB U3
pa3HbIX CTPaH U permoHoOB Mupa.
MHdopMaLMOHHDbIN pecypc 0 peakux 3aboneBanusax «Orphanet»
Beb-canT: https://www.orpha.net
MopTan, NOCBSILLEHHbIA peakMM 3a60neBaHMAM U NpenapaTtam Ans UX NeYeHus.

Npeuusn
Accouunauus nrogen c reHeTmyeckumm ocobeHHocramm (Association of people
with genetic abnormalities — Tomellon)

Be6-canT: https://tomellon.org

TenedoH: 694 22 99 788

2n. noyta: info@tomellon.org

BeHrpus
BeHrepckas cpegepauua nrogev ¢ peaAKMMM U BPOXXAEHHbIMU 3a601eBaHnaAMMU
(Hungarian Federation of People with Rare and Congenital Diseases)

Be6-canT: https://www.rirosz.hu

TenedoH: + 36 1 790 4533

2n. noyTa: info@rirosz.hu

UcnaHaus
Fpynna noaaep)xku aeteun ¢ peakuMun 3aboneBaHnssMn «YHuKasibHble AeTn>»
(Einstok Born — Support Group for Children with Rare Disorders)

Beb6-canT: https://www.einstokborn.is

TenedoH: 354 699 26 61 / 354 568 2661

3n. nouTta: einstokborn@einstokborn.is
*B Poccum Facebook u Instagram 3a6510K1poBaHbl M MpU3HaHbl SKCTPEMUCTCKUMU OpraHn3aumnsaMm, NpuHaanexawmmm Kk Meta
(npuMm.peg).
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mailto:einstokborn@einstokborn.is

UTanua
UtanbsaHckan denepaunsa peakux 3abonesaHnin (Federazione Italiana Malattie
Rare — UNIAMO FIMR)

Beb-canT: https://uniamo.org

TenedoH: + 39 06 44 04 773

2n. no4Ta: segreteria@uniamo.org

UNIAMO — ®egepaums accoumaumi nioaen ¢ peakumm 3abonesannsmm B Utanuu.

Coo6buwectBo Facebook «Peakue 3abonesanusi» (Le malattie rare)
Facebook: https://www.facebook.com/groups/lemalattierarepuntoinfo
pynna B Facebook, nocesiweHHas peakmm 3abonesaHmnsam*

KeHus
KeHuiickasa opraHusaumusa peakumx 3abonesaHuu (Rare disorders Kenya)
Be6-canT: https://rarediseasekenya.org
TenedgoH: + 254 701 025753
2n. nouTa: info@rarediseasekenya.org
Facebook: https://www.facebook.com/RareDiseaseKE*

HoBas 3enaHpuna
HoBo3enaHackasa opraHu3sauus peakumx 3abonesaHum (Rare Disorders New
Zealand)
Be6-canT: https://raredisorders.org.nz
2. noyTa: enquiries@raredisorders.org.nz
OpraHu3aums okasbiBaeT NOMOLLb JIOASM C PeAKUMU FreHETUYECKMMM 3a60/1eBaHNSIMU U BbiMyCKaeT
NH(OPMALIMOHHBIE OHMTANH-6POLLIOPSI.

HopBerus
LleHTp noMowym noasam ¢ peakummn 3abonesaunamm FRAMBU (FRAMBU
Resource Centre for Rare Disorders)

Beb-canT: https://frambu.no

TenedoH: 64 85 60 00

2n. noyta: info@frambu.no

Monblua
O6LwecTBO NOMOLLM AETSAM C MHBANIMAHOCTLIO «Llar 3a warom» B 3aMOCTbe
(Stowarzyszenie Pomocy Dzieciom Niepeinosprawnym "Krok Za Krokiem" W
Zamosciu)

Be6-canT: http://www.spdn.pl

2n. noyta: biuro@spdn.pl

Facebook: https://www.facebook.com/krokzakrokiemwzamosciu*

Accoumaunsi NoOMOLLM AETAM C MHBANMAHOCTbIO — HEMpPaBUTENbCTBEHHAS OpraHM3aums,

obbeanHsaoLWwas poamTenen, oneKyHOB M Apy3€ei AeTeil, MOMOAEXM U B3POC/bIX C OrpaHUYEHHbIMU

BO3MOXHOCTSIMM.

MopTtyranua
Accouunauusa nrogen ¢ HeagMarHOCTUPOBAaHHbIM Wi peaKuM 3aboseBaHuneM
«Seraro»

Beb-cant: https://seraro.pt

TenedoH: 516614126

2n. noyTta: ser@seraro.pt

Accoumnaumst Ans NOAAEPXKKM NIOAEN C UCKIIOUYUTENBHO PEAKMMU MU HEAMArHOCTMPOBAHHbLIMU

3aboneBaHnaAMMU.
*B Poccum Facebook u Instagram 3a6710Kk1poBaHbl ¥ NpU3HaHbl SKCTPEMUCTCKUMU OpraHu3aumnsMu, npuHaanexawmmm k Meta

(npum.pea.).
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Poccus
Bcepoccuiickoe 06wecTBo peakux opdaHHbIX 3a6051€BaHNA
Beb6-canT: https://www.rare-diseases.ru
TenedoH: 8-800-201-06-01
3n. noyTa: vooz@bk.ru

Accouunauus poauTenen geTten-uHBannupoB
Beb-cauT: https://gaoordi.ru
TenedgoH: +7 812 362-76-78
2n. noyTa: gaoordi@gaoordi.ru

HO)xHas Adpuka
KO>xHoacpmkaHCckasa opraHM3auua peakux 3abonesaHnnn (Rare Diseases South
Africa)

Be6-canT: https://rarediseases.co.za

TenedoH: +27 10 594 3844

Fopsiyas nuHna: 072 476 7552

2n. noyTta: hello@rarediseases.co.za

Facebook: https://www.facebook.com/rarediseasessa*

STa opraHu3aumst OKasbIBaeT NOAAEPXKKY XuUTenam HOxHon AdpuKK, Y KOTOPbIX ANArHOCTUPOBaHbI

peakue 3a6oneBaHns UM BPOXXAEHHbIE aHOMasUMN.

UcnaHus
McnaHckan epepauuns peaknx 3abonesaHunii (Federacion Espaiiola de
enfermendades raras)
Beb-canT:https://www.enfermedades-raras.org
TenecdoH: 34 954 98 98 92
TenedoH goBepus: 34 902 18 17 25
2n. nouta: feder@enfermedades-raras.org
Facebook: https://www.facebook.com/profile.php?id=100064580443820+*
OTCyTCTBME 3HAHWIN O peaknx 3aboneBaHusX BIMSIET HA AUArHOCTUKY U NTIEYEHUE NIOAEN, XKMBYLLUMX C
HUMKU. DTK POpPYMbI AAKOT BCEM, KTO y4acTBYeT B 60opbbe C peaknMmn 3aboneBaHnsIMm1, NpeKpacHyto
BO3MOXXHOCTb MOBbICUTb OCBEAOMIIEHHOCTb O HUX.

Coob6uwecrBo naumeHToB «73>» (Patient 73 hub)
Beb6-canT: https://www.fecamm.org/portall/m_index.asp?idioma=1
MecTto BCTpeun coobLiectsa Noaen ¢ peaknMmn 3abonesaHmsIMn.

LLiBeuus
LLiBeackas accoumauma peakux
3a6oneBaHuu (Swedish Association of Rare
Disorders)

Beb-cant: https://www.sallsyntadiagnoser.se

TenedoH: 072-722 18 34

2n. noyta: info@sallsyntadiagnoser.se

*B Poccum Facebook 1 Instagram 3ab6n0KkupoBaHbl M NpU3HaHbl SKCTPEMUCTCKMMU OpraHn3aumnsMm, NpuHaanexawmmm Kk Meta
(npum.pea.).
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LLiBenuapus
Nudopmaumns o peakunx 3abonesanmusax (Info maladies rares)
Beb6-canT: https://www.info-maladies-rares.ch
TenedoH: 0848 314 372
9n. noyta: contact@infomaladiesrares.ch
NHdopMaumoHHbIM nopTan PoMmaHamMm o peakmx 3aboneBanHusx. Ero uenb — nHdopmMmposaTtb
MaUMEHTOB, UX 6M3KNX N Mea.paboTHUKOB, HaNPaBAATb UX Ha CNELMANM3NPOBaHHbIE KOHCY/IbTaLMK
BO (hpaHKoroeopsen Yactv LLsenuapmm n NpeaocTaBnsTb CChITKM HA NOJE3HbIE PeCypCbl.
HuaepnaHpabl
Accoumaumsa opraHM3aUMi NaLUMEeHTOB C peAKMMU U FreHETUYECKUMHU
3abonesaHnammn (VSOP voor zeldzame en genetische aandoeningen)
Be6-canT: https://vsop.nl
TenedoH: 035 — 6034040
On. noyta: cM. popMy Ha cauTe.
NMnatdopma ZON
Be6-canT: http://www.ziekteonbekend.nl
2n. noyta: info@ziekteonbekend.nl
ZON paboTaeT ansa poautenen aeTen C HeANArHOCTUPOBAHHLIMU U KpaiHE peaKUMM
3aboneBaHnaMM.
Benukob6puranus
CcbinkK, NpUBEAEHHBIE HUXXE, MOTYT BblTb NONE3HbI POAUTENSM M3 NIt060M CTpaHbl.

BpuTaHckas accoumauyus no perynsaumm byHKUun |
MoueBoro ny3bips u knweyHuka (Bladder and Bowel UK) !
Beb-cant: https://www.bbuk.org.uk
2n. noyta: bladderandbowluk@disabledliving.co.uk
NHdopMaums, nybnmkauum n pekoMmeHaaumm no peweHunio npobnem c
HeaepXXaHneM.
BputaHckas 6narorsopurenbHas opraHmsauus «Cerebra»
Beb6-canT: https://cerebra.org.uk
2n. noyta: cM. hopMy Ha cauTe.
BnaroTBopuTenbHas OpraHn3aumsl OKasbiBaeT NOMOLLb CEMbSM, B KOTOPbIX
€CTb AeTu ¢ 3aboneBaHnsiMM ronoBHoro mo3sra. «Cerebra» 6asvpyetcs B
BennkobputaHumn, HO MHDOPMaUKMS 1 peKoMeHAaUNnW, NPeaCcTaBeHHbIE Ha
canTe opraHv3auum, MoryT 6biTb MONE3HbI NIIOAAM U3 pa3HbIX CTPaH MMpa.

®oHAa pocta peten (Child Growth Foundation)
Beb-canT: https://childgrowthfoundation.org
2n. noyta: info@childgrowthfoundation.org
NHdopMaumoHHble 6poLtopbl 06 OTKTOHEHWUSIX, BANSIOLLMX HA POCT.
NudpopmaumnoHHbii noptan «Epilepsy Action»
Beb-cant: https://www.epilepsy.org.uk
2n. noyta: website@epilepsy.org.uk
NHdopMauma ana noaen ¢ anunencuen.
MpoekT no pa3suTuo A3bika MakaToH (Makaton Vocabulary Development
Project)
Beb-canT: https://makaton.org
2n. noyta: info@makaton.org
A3bIK, coyeTaloWwmn B cebe ecCTbl, CMMBOSIbI M 3BYy4allyto peyb. Pa3paboTaH ans Toro, 4tobbl NOMoYb

noasam obluaTtbces.
*B Poccun Facebook 1 Instagram 3ab6n0KkupoBaHbl M NpU3HaHbl SKCTPEMUCTCKMMU OpraHM3aumnsaMu, npuHaanexawmmmn Kk Meta
(npum.pea.).
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CnoBo poautensim

“Y Hac gBoe cviHoBe 23 u 20 f1eT u ogHa foYka 19
JIET. [{Ba rofa Ha3ag y HUX BCex ANarHoCTUpPOBaIU
CUHAPOM gyrummKkaymm 16p11.2. Korga wM rioctaBuin
OPUUNATIbHBIA ANErHO3, Mbl I[10YyYBCTBOBA/HU
o6r1eryeHmne; Mbl 1oy Y rMoOLTBEDIKAEHNE, HTO
Halm ETU 0COOEHHbIE. K TOMY X€E Mbl OO/IbLUIE HE
COMHEBA/INCH B TOM, YTO BbIOOP B 10/163Y JOMAELIHEO
06y4eHs1 Bbl/T rpaBu/ibHbIM. Kpome Toro, Bce Mou
AETU — <3€0pPbI1», Y HUX BCEX CUHAPOM 3epca-LaHsio
TPETLErO THUIA. W TENEPhL, Or/154bIBasICh Ha3as, S
[TOHUMAI0, MOYEMY OHU TaK BE/IM cebsl B 0bLYeCcTBE —
Hanmame gyrmkaym 16p11.2 310 obbacHaeT.”

5 [lnarHo3 rocrasm/iv rno3aHo, Ho /1A
HaLLeyi CEMbU HUYErO HE U3MEHU/IOCh. K
TOMY MOMEHTY Mbl YXKE MPOXOANITN
DUNOTEDAINIO U SProTEPAITMIO U JIEYNITN
aeqgextsl peun. COCTOSHNE HALLIErO CbIHA
MEAJIEHHO, HO BEPHO YJIyHILIB/IOCH. Mbl
MPOAOIIKE/IN JIHOOUTB HALLIErO PEGEHKAE U
Hab6/II0AaTh 3a €ro yANBUTEIbHBIM
JKU3BHEHHBIM [Ty TELLIECTBUEM. MbI 3HAEM,
CKOJIbKO YCUITMV OH MPUKIIGABIBAET
KaXAbIV [1E€HB, YTOObI MOAAEDKMBATD
TEKYLee COCTOSHME. Mbi HAO/IIOAAEM, KaK
OH [OCTUraeT Toro, 4To BPpayu CYUTaIm
V19 HErO HEBO3MOXHbIM. B Takue
MOMEHTbI Mbl UCITITBIBAEM I71YOOKYHO
b6/1aro4apHocTe. L1 HAc 370 HEYTO
COBEDPLIEHHO OCOBEHHOE M COKPOBEHHOE,

 [InarHo3 rnocraBuiv ro34Ho, M Jierde Ham rocsie
3TOro He cTaso. 3a60/1€BaHNE HACTO/IbKO PEAKOE, YTO
JaXKE MEHETUKM MAJI0 YTO MOIJIM HaM [10COBETOBATHL U
cKkazarb Ha byayujee. Bce, 4yTo Ham coobLymiv,
OTHOCUTCS K AETSM M/IGALLIErO BO3PAacTa. [/ Hux
370, KOHEYHO, OYEHD 10/IE3HO, HO HAM HE MOAXO0AUT,
BEZIb Mbl YK€ MPOLL/IN 3TOT 3Tar. EANHCTBEHHOE, YTO
YTELUNIIO MEHSI [10C/IE ANArHOCTUKY, — 3TO OCO3HAHME
TOro, 4T0 BO BpeMs GEPEMEHHOCTY 5 HE A€/iala
HUYEro r/ioxoro. M, XoTs Tenepb Mbl 3HAEM HA3BAHNE
CBOEro ANarHo3a, Mbl [TOHUMAEM, YTO HaXOAMMCS Ha
HEN3BEAAHHOM yTH.

JnarHo3 nocrasneH
B Bo3pacTe 20 net

“Hu Kk 0HOMY PEBEHKY He MPUAaraeTcs UHCTPYKLMS, HAYyYUTBCS YXaXKUBATb 38 HUM OYEHb
C/I0XKHO, U JKU3HB B 3TO BPEMS I10/1HA BI/IETOB U MaAEHNH. YCriexu npuayT He Cpasy, HO, KOrjga
Bbl [TOVMETE, YTO BCE I10/1yYU/I0Ch, Bbl BYAETE HEBEPOSITHO CYACTIIMBBI. HUKTO HUKOrAa HE
CMOXET [aXe MpPeaCTaBUTb, HACKO/IbKO Bbl ByAETE CYACT/INBbI. »

“Moemy peberky roctaBuim guarHo3s B 25 n1EeT. Ha npotsxeHm 13 7IET Mbl HAX04U/IUCh B ITONCKax
OOBSICHEHMM, 10YEMY HALL CbIH MHOIO GOJIEET, UCIIbITHIBAET TPYAHOCTY B yHEOE 1 BEJET CEOS HE TaK,
Kak ero CBEPCTHMKN. B Hagexge rnosy4nts OTBETbI Mbl CTYyYal/mch B AECITKU ABEPEY, U ro4 HA3a4
Bpayn O6HapyXXWin y CbiHa reHETUYECKOE 3300/1EBAHNE. ITO MOBEDITIO HAC B LWOK. [1epBas MbiC/ib,
KoTopas npuLLia MHe B ro/I0BY, TakoBa. IoYemMy HUKTO HE ro4yMasl 06 3TOM paHbLue? XOTS B LIE/IOM
HUYEro He MOMEHS/1I0Cb, BECh Halll MUP MEPEBEPHYJICS C HOI Ha ro/1oBy. C MOMEHTA MOCTaHOBKU
ANarHo3a rpoLues rof, 5 He ¢pasy 0CO3Hasia, Kak CuibHO Mbl TOr4a NepexuBasiv. CHadyasla Mbi
UCTIbITHIBA/IU 3/10CTb Ha TEX, KTO MPUHUMA/T HAC 3a 1aPaHOMKOB (BK/IHOYasi CEMbIO, APY3EU U BPaYel),
3areM Ha Hac HaKaTbIBa/m rpPyCcTb U YyBCTBO BUHbI 3a BCE TO, YEPE3 YTO K. rpuLL/IOCH NMpouTH. Y Hac
YLIIE LEIBIV 104, YTOObI CMUPUTBECS C 3TUM AUATHO30M U [OHSTH €0 3HAYEHUNE /151 HALLEV CEMbH, HO
cenyac MHe HaMHoOro JIerye ot Toro, YTo y Hac ects OTBeT.”

18




OaHHble 0 MoeM pebeHke

Nmsa:

[laTta poxaeHus:
[uarHos:

Pe3ynbTaTbl FEHETUYECKOro UccrnenoBaHms (MMKPOMaTPUYHbIMA aHanu3/aHanm3
kapunotunna/FISH/cekBeHnpoBaHue)

TenecdoHHble HOMepa

Jleyalumi Bpau:

MNepnaTp:

MepcecTpa:

LLIkoNbHbIN paboTHUK:

Apyron cneunanucr:

NMpuMeyaHus
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Cnyx6a nHdopmaummn n noaaepIKKu

\

Unidue

Understanding Chromosome & Gene Disorders

Mpynna noaaepXkn ceEMen C peakMMm XpOMOCOMHBIMU OTKJIOHEHUSIMU
The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom
Ten.: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

MpucoeanHsinTeck K coobuecTBy Unigue, 4Tobbl MONy4YaTb AOMOMHUTENBHYIO MH(OPMaLKUIO 1
Heob6xoAMMYI0 NOMOLLb, @ TaKXKe y3HaBaTb O APYrnX CEMbSIX, B KOTOPbLIX BOCMUTLIBAIOTCS AETU C
XPOMOCOMHbIMU OTK/TOHEHUSIMWA.

Unique — 310 bnaroTBopuTenibHas opraHn3aumsi, He nony4vatoLlas rocyapCTBEHHOMO
(puHaHcMpoBaHus. GrHaHCOBas NoAAepXKKa OCYLLECTBASETCS UCKITIOYUTENBHO 3a cHeT 406POBObHbIX
MOXXepPTBOBaHMM 1 rpaHTOB. Bbl MOXeTe caenaTth NOXePTBOBaHWE Ha HaleM opuuManbHOM canTe
www.rarechromo.org/donate Moxanyicra, noMorntTe Ham NoMo4b Bam!

KomaHga Unigue coctaBuna CnMCcOK BHELLHMX BEG-CAWTOB C Liebio MOMOYb CEMbSM, KOTOpbIE ULLYT
NHMbOPMaUMIO N NOAAEPXKKY. ITO HE O3HAYAET, YTO Mbl MOATBEPXKAAEM [OCTOBEPHOCTb
onybnKOBaHHbIX MaTepuanoB U HECEM OTBETCTBEHHOCTb 3a MX cofepXaHune. HacTtoswas 6poltopa
He SIBNSIETCS 3aMEHOM KOHCYNbTauMi y Bpaya. 1o BceM BOnpocaM, KacarowmMcs AMarHoCTUKM
reHETUYECKUX OTKITOHEHUIA, CUMNTOMOB W UX NeYeHusi, obpallanTech K KBannduumMpoBaHHbIM
MEAULIMHCKMM crneumanuctaM. Ha MOMeHT nybnmkaunm cBeaeHns B HacTosLwen 6poLutope cunTaroTcst
Hanbosnee akTyanbHbIMK, 0AHAKO MHMOPMaUMS O reHeTuYecknx 6onesHsax oueHb BbICTpo
obHoBNsIETCS.

Mbl 6narogapum Bcex poavTenei, KOTopble BHECM BKNaA B CO3AaHME 3TOM GpoLUtopb.

HacTtosiwas 6poLutopa 6bina coctaBneHa koMaHaow Unigue (MM) n poktopoM [xo3edom batTom.
Bepcuns 1 (MM) 2023, sepcus 1.1 (AP) 2024

[MepeBop BbINOMHEH B paMKax MexayHapo4HOro CTyaeHYeckoro BOJIOHTepCKoro npoekta Unique.
KypaTop nepesoa4veckoro rnpoekta — Hatanbs BuktopoBHa HeuaeBa, goueHT Kadeapbl nepesoaa
PIMY um. A. WU. T'epueHa, MNpe3naeHT Accoumaumm npenogaBatenen nepeBoaa, CaHkT-MeTepbypr,
Poccus. MeagnumHckyto pegakumio ocywectsnna CyMuHa Mapusa NeHHagbeBHa, Bpay-reHeTuK,
3aBefyoLasl OTAENEHNEM MEAMKO-TEHETUYECKOrO KOHCYIbTUpoBaHus, MAY3 CBepanoBckoin obnactu
«KNMHWNKO-AMArHoCTMYeCcknin LueHTp «OxpaHa 340poBbsi MaTepu 1 pebeHka», EkatepuHbypr, Poccus.
Russian translation 2025 (EV/AP)

Copyright © Unique 2024

pynna noaaepXXkKu ceMen C peakMMmn XpoOMOCOMHbIMU OTK/TIOHEHUSIMMU.
Homep B peectpe 6naroTBopuTenbHbIX opraHm3aumin 1110661
Homep B peectpe koMnaHui AHMnmM n Yanbca 5460413
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