PEKOMEHAALUWW NO YXOAY 3A bOJibHbIMU C
CMHAPOMOM HENPOPA3BUTUNA OKYP-YYHT A (OCNDS)

NMPUMEYAHWE:

[AaHHast UHGOPMaLMA HOCUT UCKTHOUNTENBHO MHPOPMALMOHHLIV 11 06pa3oBaTeNibHbI XapakTep U He
3aMeHsieT NpodeccMOHaNbHYH MeANLIMHCKY KOHCYNbTaLMI0 AU KOHCYbTaLMIO CO CrneumanmcTaMim B
061acTn 34paBooxpaHeHus. MPOKOHCYNbTVPYATECh C BalLVIM IeYaLlM BPAaYOM A1 MOyYeHS
MeANLMNHCKO KOHCYNbTaLMN.

CCbIJIKN
OtueTbl HTepHeT-coobLecTBa: OCNDS Gene Reviews Chapter

ONPEAENEHWNE

OCNDS — 3T0 CMHAPOM HapyLUeHUsi HePOPa3BUTUSA, BbI3BaHHbIM BapyaHTaMU («<MyTaunsMmn») B
reHe CSNK2A1, koTopbIt pacnonioxeH Ha 20-i XpoMocoMe.

AVNAITHO3

OCNDS anarHocTtmpyeTcsa nocpesCcTBOM MOIEKYNAPHO-TEHETNYECKOro TeCTVPOBaHWS, Yalle BCero C
MOMOLLIbIO FeHEeTUNYEeCKMX aHaNM30B KPOBW, TakKMX KakK CEKBEHVPOBaHVe NoaHoro sksomMa (WES) nan
cekBeHVpoBaHue nonHoro reHoma (WGS).

HACNEACTBEHHbIA ®AKTOP

Kaxzabli uenoBek poxgaetcs ¢ ABymst konusamu reHa CSNK2A1. OCNDS — 3T0 ayTOCOMHO-AOMWHAHTHOE
3abosieBaHMe, Npy KOTOPOM OZHa KOMWA reHa 340Pp0Ba, a Apyras MMeeT MyTaLuto, BbI3bIBatOLLYHO
cnHApPOM. Kak npaBunno, MyTaLmsa BO3HMKaeT de NOVO NN KaK «MepBrUYHas», TO eCTb OHa He
NPUCYTCTBOBANa HN Y O4HOrO U3 poanTeneil.

NAAHNPOBAHWE CEMbI

Koraga OCNDS siBnsieTcs de novo Unuv nepBrYHbIM (TO €CTb HU Y OAHOTO U3 POAUTENen HEeT MyTaLunn), pUcK
poXAeHnsa pebeHka C CUHAPOMOM NpU AaNbHENLLX bepeMeHHOCTSX cocTaBnseT meHee 1%. Y nogen ¢
OCNDS BepoATHOCTb Nepefayn 3aboneBaHns getam coctasnseT 50%.

OBLLUWME XAPAKTEPUCTUKWN

Bo3zgeinctere OCNDS pasnmnyaeTtcs No YacToTe BO3HMKHOBEHUSA U CTeNeHN TAXeCTU Y Pa3HbIX Ntojel. B
Tabnuue 0606LeHbl OCHOBHbIE CUMMTOMbI, ONMCaHHbIe B Myb6ankaumsax o ntoaax ¢ OCNDS. 3agepxka
pa3BUTUSA 3aTparvBaeT Bce chepbl Pa3BUTUSA, HO Yy HO/BLUVHCTBA NtOAeN peyb HapyLleHa 60/bLue, Yem
KpynHasi MoTopuka. ObpaTtuTe BHUMaHWe, YTO NOLO6HbIE CUMMTOMbI MOTYT Kak NPUCYTCTBOBATb, TakK U
OTCYTCTBOBATb Y NaLMEHTOB C JaHHbIM ANarHO30M.
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PEKOMEHAYEMASA YACTOTA BMELUATE/IbCTB

JokasaHo, YTo MakCMmM3auns Tepanun, 0COBEHHO Ha PaHHMX 3Tanax pa3BnUTUA, NPUHOCUT MOJb3Y. Cembsim
pekoMeHAYeTCA NosydaTb Tepannto, He XXepTByda CBOM NCUXNYECKNM 340POBbEM 1 Ka4eCTBOM XU3HW BCEX YN1E€HOB
ceMbin. Mbl pekoMeHAyeM BaM CBA3aTbCA C MECTHbIMW FpynnamMin noaen c OorpaHn4YeHHbIM BO3SMOXXHOCTAMMU,
UTOObI Niydile NoHATb NMeroLmneca pecypchbl.

YNPABNEHWE SAAEP)XKAMW PA3BUTUA

Cratbsa Gene Review: OCNDS Gene Review PekoMeHAyeTcs KOHCYIbTaumsa C NegmaTpoM, CneLmanmsrpyowmmMea Ha npobaemax
pa3BUTUS, UTOOLI 06ecneYnTb yuacTe COOTBETCTBYHOLLIMX OBLLECTBEHHbIX, FOCYAapPCTBEHHBIX 1 06pa3oBaTe/bHbIX YUPeXAeHNA, a
TaKXe oKasaTb NMOAAEPXKY POAUTENSAM B MOBbILLIEHNN KAYECTBa XM3HU.

Cnepyrollas nHGopMaLMs MPeACTaBseT OO TUMUUHBIE PEKOMEHZALIM MO BEAEHUIO JINLL C 3aePXXKOM pa3uTus B CLLIA;
CTaHZAPTHblE PEKOMEHAALMM MOTYT Pa3/InyaThCs B 3aBUCUMOCTU OT CTPaHbI.

Bo3spacT oT 0 20 3 fIeT: peKOMeHAyeTcsl HanpaBaeHye Ha MPOrpaMMy paHHero BMeLLaTeNnsCTBa 419 AoCTyna K TPYAOBOA,
dU3nYeCKoli, Noroneanyeckon 1 ANeTUYeckoli Tepanny, a Takxke K yciyram no 0XpaHe NCUXNYECKOro 340P0Bbs MIaJEHLEB,
cneumansHbIM NMegaroram 1 CrieLnanicTaM no CEHCOpHLIM HapyLleHuaM. B CLLUIA paHHee BMeLLIATENbLCTBO — 3TO GUHaHCKpyemast
13 pesepanbHOro GroKeTa NporpaMMa, ZOCTYrNHas BO BCEX LUTATax, KOTopasi MPeAoCTaBAseT yCIyri Ha oMY A5 YA0BNETBOPeHMS
NHAVIBUAYaNbHbLIX NOTPE6HOCTeN B Tepanmu.

Bo3pact 3-5 niet: B CLUA pekoMeHayeTcs JOLLKO/IbHOE Pa3BUTVE B MECTHOM roCyAapCTBEHHOM LLKO/IbHOM OKpyre. [epes
pasmeLLieHeM NPOBOANTCS OLieHKa A5 onpejeneHns HeobXoAMMbIX YCIYT 1 METOJ0B fledeHNs, a Takke paspabaTtbiBaeTcs
NHAMBUAYaNbHBIV NaaH 0byyeHuns (UMNO) Ansa Tex, KTo COOTBETCTBYET TPe60BaHVAM Ha OCHOBaHWW YCTaHOBIEHHON 33JePXXKM
JBUraTeIbHoro, A3bIKOBOr0, COLAIbHOMO AW KOTHUTUBHOIO Pa3BuTUA. [porpamMmma paHHero BmeLLlaTebCTea 06bIYHO MOMOraeT B
3TOM nepexoze. [IoLLKONIbHOE yupexeHre pa3BuTisa paboTaeT Ha base LieHTpa; AeTAM, KOTOpble He MOTYT NoceLLaTb 3aHATAA Mo
COCTOSAHWIO 3,0POBbS, MPEAOCTaBAAOTCA YUY Ha AOMY.

KoHTakTHas nH¢opmaLmsa no paHHeMy BMeLLaTe/IbcTBY No wtatam | CDC
CnNncoK 0TKa30B OT FocyAapcTBEeHHbIX Tpe6oBaHuia | Medicaid

Bce Bo3pacTbl: PeKOMEHAYETCA KOHCYIbTaLMs C MeAnaTpoM, CreLyanm3vpyoLLMMCs Ha MPobaeMax pasBUTus, YTobbI
obecrneynTb y4acTrie COOTBETCTBYHOLLMX OBLLECTBEHHbIX, FOCYAAPCTBEHHbIX 1 06pa3oBaTe/bHbIX yupexaeHuii (CLLIA),
a Takke 0Ka3aTb NOAAEPXKKY POAUTENSIM B MOBbILLEHMN Ka4ecTBa XN3HW. HeKoTopble BOMPOChI 4151 paCCMOTPEHUS:

Ycnyrm NO:

¢ VIHAMBMAYanbHbIA NnaH obydeHus (MMO) npesycmaTpyBaeT crieumanbHO pa3paboTaHHOe 0byyeHe 1 COMyTCTBYHOLLIME YT
ANS fJeTel, UMerLLIMX Ha 3TO NpaBso.

¢ Ycnyrmn VMO exxeroaHo nepecMaTpuBatoTca Ans onpeaeneHns HeobxXxoAMMOCTU KakX-NMb0 N3MEHEHNIA.

¢ 3aKOH O creuransHOM 06pa3oBaHNN TpebyeT, UTobbI AeTn, ydacTaytoLme B MO, Haxoannnce B MUHUMaNbHO
OorpaHNYMBalOLLER Cpeje B LLKOoNe U Bbl1 MakCMManbHO BK/IOUYEHbI B 0bLLee 06pa3oBaHme, KOraa v rae 3To LienecoobpasHo.
KOoHCyNbTaHTbI MO 3peHUIo O/MKHBI BXOAUTL B cocTas rpynnbl UMNO pebeHka, 4Tobbl o6ecneynts eMy AOCTYN K y4ebHbIM
MaTtepuanam.

* Ycnyrn Gusmyeckor KynbTypbl, TRYAOTEpPanu 1 loroneanmn byayT NpeaocTaBnsaTecs B pamkax VMO B Toi Mepe, B KOTOPOW 3TO
BANSIET Ha JOCTYN pebeHKa K y4ebHbIM MaTepranam. NMoMrMMo 3TOro, MoryT 6bITb PacCMOTPEHbI YacTHbIE MOAAepXKMBatoLLMe
MeTO/bl NeYeHNs], OCHOBaHHbIe Ha MOTPEBHOCTAX. KOHKpeTHbIe pekoMeHaLmm OTHOCUTENBHO T1Ma Tepanmm MOXeT AaTb Bpay-
neamaTp, CneLpanm3npyoLLinca Ha Bonpocax passuTtus. Koraa pebeHok BCTynaeT B MOAPOCTKOBBIN BO3pacT, cnedyeT o6cyanTb
naaH nepexoga 1 BkKo4UnTL ero B NMO. Ana Tex, KTo noay4aet ycayrn MO, MyHUUMNanbHbeI oTAen obpasoBaHns 0bs3aH
npejoCcTaBnsATb YCIyrn 40 AOCTVKEHUs 21-neTHero Bo3pacta.

MnaH 504 (pa3aen 504: deaepansHbIii 3akoH CLUA, 3anpeLuaroLnim ANCKPUMNHALMEO MO MPU3HaKY MHBaANAHOCTM) MOXeT 6bITb
PacCMOTPEH ANst TeX, KOMY TPeBYHTCS Takme yA06CTBa UM N3MEHEHUS, KaK MecTa B NepeAHen YacTu KNacCHOM KOMHaThI,
BCMOMOraTe/ibHble TeXHOIOrMYecke YyCTPOMCTBA, KNacCHbIe MOMOLLHUKY, AOMOAHUTENbHOE BPeMSt MeXAY 3aHSATUAMY,
N3MEeHeHHbIe 3aJ,aH1s 1 yBeIMYeHHbIA LIPUGT TekcTa.

PekomeHZyeTcs 3aperncTpypoBaThes B YnpasaeHu no pabote ¢ NH0AbMY C HapyLLeHusamim pa3suTis (Developmental Disabilities
Administration, DDA). DDA — rocygapcteeHHoe areHTcTBo CLUA, npefocTaBnstoLLiee ycnyr 1 NogAepxKy COOTBETCTBYIOLLM
nnuam. Npa.o Ha yvacTe pasinyaeTcs B 3aBUCUMMOCTY OT LUTATa, HO 0BbIYHO OnpejenseTcs ANarHO30M U/Uan CBA3aHHOM
KOrHUTMBHOW/aanTUBHOM VHBANUAHOCTbLIO.

CeMbM C OrpaHMYeHHbIM 0XOA0M 1 pecypcamu Takke MOryT NpeTeHA0BaThb Ha AOMO/HUTENbHBIV COLMaNbHbIA A0XO04, ANt CBOEro
pebeHKa C orpaHMyYeHHbIMN BO3MOXHOCTAMU.
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CNEUMANDBHBIE YCNOBUA PASMELLUEHNA

KommyHukauyvs:

PaccMoTpuTe BO3MOXHOCTb OLEHKN aflbTePHATUBHbLIX CPeACTB KOMMYHMKaLMW (HanprMep, yCUnmBsaroLLen 1
anbTepHaTUBHOM KOMMYHMKauuu [AAC]) 4ns togein, NCNbITbIBAOLWX TPYAHOCTU € 3KCNPECCUBHON peybto. OLeHKy
AAC MOXeT NPOoBeCTY SI0rones, MerLLMIA ONbIT B 3TOM o6nacTu. MNpu oueHke ByAyT yUnTbiBaTbCs KOTHUTMBHbIE
CNOCOBHOCTN N CEHCOPHbIE HapyLLEeHUs NS onpesenieHns Hanbonee noaxoasaiein GopMbl OOLLEHMSA. YCTpOlicTBa
AAC MOryT BapbnpOBaTbCA OT HU3KOTEXHONOMMNYHbIX, TAKMX KaK CpescTBa O6MeHa N306paxeHnsIMu, 40
BbICOKOTEXHOMOMMYHbIX, TakMX Kak YCTPOMCTBA reHepaLun rosioca. Bonpekn pacnpocTpaHeHHOMY MHEHWNIO,
ycTporictBa AAC He NpensaTCTBYHOT Pa3BUTUIO BepbasibHOM peyun, a Ha0bopOoT, CNOCO6CTBYOT ONTUMANBHOMY
Pa3BUTUIO peyn 1 A3bIKa.

BcnomoraTtesibHble TeXHOJ/IOrMn:

Cdepa BcromoraTte/ibHbIX TEXHOIOTN NOJTyYKnIa LUMPOKOE Pa3BUTUE N CMOCOBHA paclLMpUTb BO3MOXHOCTY.
HekoTopble NpYMepbl BKIHOUAOT B Cebs YCTPOMCTBA CBA3M, KHOMKW CBA3W, MpeobpasoBaHye peymn B TEKCT, Habop
TeKCTa U NporpamMMbl UTeHUS/NMCbMA.

Mopaep>kka ABuraTesibHO GyHKUNN:

ﬂ,l'lﬂ MaKC/Ma1lbHOI O NOBbILLEeHUA NOABVOKHOCTU N CHUXEHUNA PUCKa BO3HMKHOBEHUA opTOneAnYecknx I'IpO6J'I€M B
6yp,yu_|,eM pekomMeH4yeTcA c|>|/|3|/|0Tepan|/|ﬂ. PaCCMOTpVITe BO3MOXHOCTb MCMNO/1b30BaHNA MPOYHOIo MegNLUNHCKOTro
O60pyﬂ,OBaHVIFI n I'IpI/ICI'lOCO6erHI/IVI ANA NO3NUMOHMPOBaHUA No mepe HeO6XO,ﬂ,VIMOCTI/I (Hal'lpI/IMep, MHBaINAHbIX
KONACOK, XO4YHKOB, Kpecen ANd KynaHnd, optonegnyeckmnx VI3A€J'II/II7I, afaNTUNBHbIX KOI'IFICOK). prﬂ,OTepaﬂl/lﬂ
pekomMeHAyeTca Npu ToyaAHOCTAX C MesfKow MOTOpI/IKOI7I, KOTOpPbIEe BNNAKOT Ha aanTUBHbIE CI)yHKLI,I/II/I, TaKne Kak
npuem nnin, yxos 3a CO6OVI, ojeBaHVe N NMcbMoO.

CneynanbHan guera:

prAHOCTI/I KOpMeHUA y M1ajeHLUEeB BCTPEYarTCA Y4acTo U NPOABAAKOTCA B MJ/IOXOM COCaHNW B PaHHEM
MnageH4yecTBe Nin B TPYAHOCTAX nepexosa K TBepAOI71 nvuie B bonee CTapLuemM Bo3pacTe. prAHOCTVI C KOpMiEHMEM
M rnotaHnem MoryTt I'IOTpe6OBaTb YCTaHOBKWM FaCTpOCTOMI/MeCKOVI pr6KI/I. 3aI'IOpr — YacToe aBJ/ieHue.

CromaTtosiorums:
PacnpoctpaHeHHbIMK cumnTomamu OCNDS aBnsitoTcsa KpriBble (HeMpaBWibHO PacnonoXeHHble) 3y6bl 1 kapuec.

ANbTEPHATUBHbIE METOAbI TEHEHUA

Cnep,yrou.q,l/le BMeLLaTeNbCTBa or|p060|3an|/| M pekoMeHa0Ba N Hall ceMbi.

e [lpuknagHasa nosejeH4eckas aHanuUTM4eckas e PaHHee MHTEHCMBHOE NoBejeHYeckoe BMeLLaTe/IbCTBO
Tepanusa (ABA) e [loBeseHYeckas Tepanus

e f3blkoBasd / peyeBad natonorua / e Mys3bikanbHaa Tepanusa
Jloronegunyeckoe neveHvie ¢ lnnoTepanus

e Tpysotepanus e Floortime Tepanus

o du3unyeckasa Tepanuvsa / PusnoTtepanus e BusyanbHas Tepanua

e PaHHee BMeLLaTe/IbCTBO e KOMMYHUMKaUVOHHbIE TEXHOIOTUN

CneunanucTsl, KOTOPbIX r|or|po6osan|/| N pekomMeHA0BaIn Hall ceMbi:

e [eHeTuk e OpTtones

e KopmseHwue / Anetonor e Cneumanunct No HepBHO-MbILLIEYHOM AMarHOCTUKe
e Cromatonor / OpTo40HT e Hesposor

e [leTCKMiA rMHeKonor e Jnuienrtonor

e OdTanbmonor ® SHAOKPUHONOT

e /immyHonor e Ayanonor

e Kapawvonor e QOtonapuiHronor




PETMOHA/IbHAA MPOrPAMMA AMBACCAAAOPOB

Hawuu pernoHanbHble ambaccafopbl OTBEYAOT 3a CO3AaHVe nojaepxmsatoLero coobuiectea OCNDS B cBoeM pervoHe.
PernoHanbHble ambaccafopbl O6LLAIOTCA C CEMbSAMW, MOMOras UM MpeojofieBaTb COLMaNbHble 1 3MOLMOHaNbHbIE
TPYAHOCTU AMArHOCTUIKYM, NeYeHNs N BefeHUs 60NbHbIX. YTOObl HavuayylwmnM obpasom noadepXkaTb Halle MUPOBOe
Co0bLecTBO, pernoHanbHble ambaccagopbl OCNDS paboTatoT B pasHbIX pervoHax W roBOPAT Ha PasHbIX S3bIKax,
BKJIOYAst aHINNCKNY, HeMeLKUA, HOPBEXCKUIN, UCMAHCKUA U TONNaHACKUA. Bbl MOXxeTe CBA3aTbCA C MeCTHbIM
COO6LLECTBOM M MOMYYMTb AOCTYM K MECTHbIM pecypcaM, a Takxke MPUHATb y4yacTve B BUPTYaNibHbIX U peanbHbIX
pernoHanbHbIX MeponpuaTuax. MNuwwmrTe nNo 3nekTpoHHor noute info@csnk2alfoundation.org, UTo6bl y3HaTb 60/bLLE.

MONE3HbIE PECYPChbI

YacTo 3asaBaeMble Bonpockl no OCNDS
byknet ans poavteneit
OAHOCTPAHNYHBIA AOKYMEHT
Br3nTtHaga KapToyka

Be6-calT: www.csnk2alfoundation.org/

Peincbyk:  @csnk2al

MHcTarpam: @csnk2a’l_foundation

LinkedIn: CSNK2A1 Foundation

TButTep:  @csnk2alorg

CBsAAZaTbCA C HAMMW:

(©) 1395 Marsten Rd. Burlingame, CA 94010
™ (415)501-0147
© info@csnk2a1foundation.org
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