MPEMNOPBKW 3A NrPVOK NP HEBPOJIOITMYEH
CMHAPOM HA OKUR-CHUNG (OCNDS)

3ABEJIEXXKA:

HacTosawoTo e camo 3a I/IHCI)OpMaLI,I/IOHHI/I n O6pa3OBaTe}'IHI/I Lesim n He 3amMecTBa I'IpOCI)eCI/IOHa}'IHI/ITe
MeAVMUNHCKN CbBETU NN KOHCYNTauln CbC 34paBHK crielnannctin. Mons, KOHcyﬂTMpaMTe ce c Bawwus
MeANUNHCKW ek 3a MegNUVHCKN CbBeT.

MPEMNPATKW
Aoknaam ot oHnaH obHocTTa: OCNDS Gene Reviews Chapter

ONPEAENEHWNE
OCNDS e HeBponornyeH cCHAPOM, NPUYMNHEH OT BapuaHTu (,mytaummn”) B reHa CSNK2A1, kato
OCNDS ce Hammpa Ha xpomo3oma 20.

ANATHOCTULNPAHE
OCNDS ce gnarHocTuumpa Ype3 MoIeKyNAPHO reHeTUYHO 13C/1eBaHe, Hal-4ecTo Ype3 reHeTUYHN
KPbBHM TECTOBE KaTo LANOCTHO eK30MHO cekBeHupaHe (WES) nnm nbaHo reHoMHo cekBeHmpaHe (WGS).

HAC/IEAABAHE

Bcekun yoBek ce paxga c gBe konva Ha reHa CSNK2A1. OCNDS e aBTO30MHO JOMVHAHTHO
CbCTOSIHME, KOeTO 03HaYaBa, Ye eZlHOTO KoMve Ha reHa e 34paBo, a PYroTo Kornme nma mMyTtauus,
npuymHaBaLLa cnHapoma. O6KHOBEHO MyTauusaTa e de Nnovo nam ,HOBa", KOeTO 03Ha4aBa, Ye He
e NpucbCTBasaa NP HUTO eANH OT poanTennTe.

CEMEMHO NNAHUPAHE

Korato OCNDS e de novo nam HoBa (KOeTo 03Ha4aBa, Ye HUTO eAViH OT poAnuTennTe HamMa
MyTauUMsTa), ako poauTennTe NMaT OLLe Jela, pUCKbT OT paxJaHe Ha APYro 3acerHaTo JeTe e Noj
1%. XopaTta c OCNDS nmat 50% puck ga ro npefazar Ha JeuaTa cu.

ObLN XAPAKTEPUCTUKW

Bb3gerictBneto Ha OCNDS Bapupa No OTHOLLEHME Ha NosiBaTa U CEPUO3HOCTTa NpUY pasnnyHuUTe
nHAMBNAN. TabnvuaTta ob606LaBa OCHOBHUTE CUMNTOMW, AOKaZABaHN B Nybankaumm 3a xopa ¢
OCNDS. 3abaBsHeTO B pa3BUTNETO 3acAra BCUUKM HEroBM 061aCTy, HO MPY MOBEYEeTO XOpa FOBOPHLT e
yBpe/eH noseye CripsaMo rpyoute gsuratesiHn ymeHua. Mons, nmainte npeasug, Ye e Bb3MOXHO Te3un
CMMTOMW Jia Ca HaIMYHW UKW He NPpK BCeKW YOBEK C TakaBa AnarHosa.



https://www.ncbi.nlm.nih.gov/books/NBK581083/

OobLW I XAPAKTEPUCTUKIW HA OCNDS

CUMATOM MoTeHUwmanHo MpenopbumnTenHa MpenopbunTenHa
B'b3AEI7ICTBVle OLUEeHKa nHTepseHUusA
Mwukpouedanus Mo-manbk pasmep Ha rnasata AMP, aKko e HeobXxoA1MMO Hama
3aTpyAHeHus c/cbC:
¢ MobunHoctTa ¢ dusnoTepanus 1 eprotepanus
o o ®usvKanHa Tepanus
XvnotoHus e ExeaHeBHWTE AeHOCTA e duizvKasHa MeAnLIMHa 1 pexabunutaums

e XantaBu/x1MnepMobuIHN CTaBK
nopazn HamasneH MyckyneH TOHYC

e Eprotepanus

e Oprtonegns

3a6aBsiHe Ha peuTa

3abaBsHe Ha peyTa

e OueHka Ha peyTa

e OueHKa Ha AonbJ/iBaLla U
anTepHaTUBHA KOMyHMKaLMA
(AAQ)

e JloroneanyHa Tepanvs
e ANTepHATVBHWN METOAM 3@ KOMYHMKaLMSA

TpyaHocTn CbC
3peHueTo

CTpabusbM 1 pedpakTVBHU rpeLLKm

OdTanMonormyHa oLeHka

O¢TanmonorvyeH npernes Ha Bceku 1-3
roAvHn

3aTpyaHeHus npu
XpaHeHe

Mpobnemu ¢ fbBYEHETO U
nperabLAHETo, 0TKas OT XpaHeHe

XpaHuTtenHa Tepanus (061MKHOBEHO
OT eproteparesT WiV 1orores)

EBeHTyanHa Hyxaa ot NG-Tpbba nam G-
Tpbba

CTOMaLLHO-UYpPEeBHU
3aTpyAHeHus

3anek

HabntogasaiTe 3a TekyLLm
npo6iemMu ¢ XxpaHeHeTo 1
NPW3HaLW/CMMATOMM Ha 3anek.

OmeKkoTUTenu Ha N3npaxHeHnaATa,
NPOKNHETNLIN, OCMOTUNYHW areHTn Nan
NlaKcaTMBY, ako e HeobXoANMO

MNpucTbnu

Paznnunun Bugose

Hesponorvs (EEN) n AMP Ha rnasata

Hama

Fno6anHo nsocraBaHe
B pasBuTneTo

3acsira BCMYky 061actv Ha
pa3BYTMETO: €3VIKOBY U ABUFaTENHN
ymeHus

ne,qI/IanI/IFl Ha pasBUTNETO

PEAOBHI/I n yecTn Tepanmn

3aTpyaHeHus cbe

Mpobnem CbC 3acnNMBaHETO NN

¢ KnvHMKa 33 HapyLLeHVs Ha CbHs

Hama

CbHA NOAABPXKAHETO Ha CbHSI, CbHHa anHes ¢ [lpoy4BaHe Ha CbHsl
o OpraHusmnpaHe Ha crneymanHmn yoioBums
O6pasoBaTenHun P P 4 y
3aTpyAHeHVs B yumnamLLe CneupaneH obpasoBaTesieH ekun e [logkpena 3a XMNoToHWATa U
3aTpyAHeHns o6LLyBaHeTo
e CTepeoTUnHN ABUXEHWNS
e Pa3CTpoOWCTBO OT ayTUCTUYHUS
NHanBUayannsmpax Moakpena B 3a06ukansLiaTa cpeja:

NoBepeH4YecKkn cnekTbp

*  ArpecmBHOCT 1 136YXIMBOCT
o CAB/CABX

obpasosateneH naaH (IEP)

Bb3MOXHO Hali-Masiko orpaH1yaBaLla cpeaa

Pasnuku B opanHaTta

KpuBw (HenpaBuaHO NoapeseHn) 3b6u

3bbonekap N OPTOLOHT

e CTOMaTONOIrM4YHN NeveHns

CTpYKTYypa N Kapuecn ¢ [l0TeHLMaIHO OPTOAOHTCKO fleyeHne
MyckynHo-
CKonmosa, kndockoamosa (no-psaKo) OpTtoney, Hama
CKeNnleTHun
C'bpp,et-u-m B o] K (EKN), E ¢ P 6.
04EHV CbpAeuHY fedekTn apavonor , Exokapgamnorpadus €/,0BHO HabNtoZeHVIe OT KapAMonor
3abonaBaHuns P P P pAnerp P
CeTUBHNM MpYNOXeH aHanM3 Ha NOBEAEHNETO
AyTV3bM KoHcynTaums ¢ negmatsbp 3a passutme
3aTpyaHeHus (ABA)




NMPENOPBYUNTE/IHA YHECTOTA HA MHTEPBEHLUITE

JlokazaHo e, YUe MaKCMMaNHOTO yBe/IMYaBaHe Ha TepanumnTe, 0CO6EeHO Mo BPEME Ha PAHHOTO Pa3BUTUE, € MOJIE3HO.
CemelicTBaTa Ce Hacbp4aBaT Aa OCbLLECTBABAT AOCTbM A0 Tepanuu, 6e3 Aa XepTBaT MCUXMUYHOTO CU 34paBe U
KauyecTBOTO Ha XMBOT Ha USN0TO cemelicTBo. lNpenopbyBaMe By fa ce cBbpXeTe C MeCTHW rpynu 3a xopa ¢
yBpexzaHus, 3a Aa pasbepeTe No-406pe HaNNYHUTE pecypcu.

YNPABJNIEHVE HA SABABAHUATA B PASBUTUETO

CbrnacHo ctatus B Gene Review: OCNDS Gene Review

MpenopbYBa ce KOHCYTaUma C NeAMaTbp 3a pPasBUTMe, 3a [a Ce OCUTYpY Yy4YacTUeTO Ha MOAXOAALLM OBLHOCTY, WATCKU U
obpasoBaTesiHM areHuMn 1 Aa ce NoANOMOrHaT POAMTENNTE 33 MakCMMU3MpPaHe Ha Ka4eCcTBOTO Ha XMBOT.

CnepHaTta nHobopMaLma NpeacTaBasiBa TUMNWYHM NPENoOpPbKY 3a ynpasneHne 3a anua cbC 3abaBeHo pa3suTre B ChbejuHeHUTe
LwaTy; cTaHAapTHUTE NPenopbkM MoraT Aa BapupaTt B pasiMyHmTe Abpxasu.

Bb3pact 0-3 roguHu: MpenopbyBa ce HacouBaHe KbM MporpamMa 3a paHHa WHTepBeHUMs 3a AOCTbN A0 NpodecroHanHa,
dun3MKanHa, roBOpHa M XpaHWUTe/IHa Tepanusi, KakTo W YCayrn 3a MCUMXMYHO 3ApaBe Ha 6ebeTa, cneuwanHu nejarosv u
cneuranucTy Nno ceTuBHU yBpexaaHus. B CALL paHHaTa vHTepBeHUMA e dedepanHo drHAHCMpaHa Nporpama, oCTbMHA BbB
BCUYKMN LLETY, KOATO NPeoCcTaBsa yo1yr y JoMa 3a HacouBaHe Ha UHANBUAYa/THUTE TepaneBTUYHU HYXAW.

Bb3pact 3-5 roguHn: B CALL, ce npenopbyBa npegyyuiviliHa NoAroToBKa 3a pasBuTVIE Ype3 MECTHOTO LbPXaBHO YYWUIULLIE.
Mpean HacTaHsBaHe ce MpaBW OLEHKa, 33 [Ja Ce Oonpeaensdt HeobxoAguMuTe yCIyrn u Tepanuu K ce paspaboTsa
VHAMBUAYyann3MpaH obpasosateneH nnaH (IEP) 3a Te3n, KOMTO OTroBapAT Ha M3UCKBAHWSATA Bb3 OCHOBA Ha YCTaHOBEHO
JBUraTesIHo, e31KOBO, COLIMANHO UK KOTHUTUBHO 3abaBsHe. MNporpamMata 3a paHHa MHTepPBEHLMA 06MKHOBEHO NogromMara To3u
npexog. lNpesyyunnniHOTO 3aBejeHne 3a passuTre GYHKLMOHMPa KaTo LeHTbp. 33 Aela, KOUTO Ca TBbpAe HectabuiHn oT
MeANLIMHCKA r1egHa TOYKa, 3a Ja NoceLlaBar LeHTbpa, yaiyriTe ce npejocTaBaTt y AoMa.

NHdopmaLma 3a KOHTAKT 3a paHHa MHTepBeHLUMA no waTtn | CDC
CnuckbK € oTKasm 3a watm | Medicaid

Bcnukm Bb3pacTun: NpenopbyBa ce KOHCYTaUmMs C NeAmaThbp 3a pa3BuTue, 3a 4a Cce rapaHTmpa y4actneTo Ha
NOAXOASALLM O6LLHOCTY, LWATCKN 1 obpa3oBaTenHu areHuumn (CALL) n aa ce nognomMorHat poamtennTte 3a
MaKCMMaJTHO NoA06psABaHEe Ha Ka4eCTBOTO Ha XMBOT. HAKOW BbNPOCK 3a pasriexjaHe:

Ycnyrwm 3a IEP:

» |EP npegocTaBs cneumanHo paspaboTeHn MHCTPYKUMN U CBbP3aHW YCIYr 3a Aela, KOUTO OTFOBapsT Ha M3NCKBaHMATA.

* Ycnyrute 3a IEP Wwe 6b4aT npepasrnexgaHin Bcska roamHa, 3a Ja ce onpeaent Aann ca HeobxoAnmuy NPOMeHN.

e 3aKOHBLT 3a CneuManHoTo obpasoBaHMe KM3UCKBa JeulaTta, yyactBawm B IEP, ga 6bAaT BbB BbL3MOXHO Hal-Manko
orpaHuyaBallaTta cpeja B yunnve n Aa 6bAaT BKIOYEHU B O6LOTO 0bpa3oBaHue, JOKONKOTO € Bb3MOXHO, KOrato u
KBbAETO e noaxoaaLo. KoHcynTaHT1Te No 3peHneTo Tpabea Aa 6baaT vacT oT ekmna no IEP Ha geTeTo, 3a ga nogabpxat
JOCTbMa A0 akajeMmnyeH matepuan.

e B IEP we 6bgaT npefocTaBeHW ycayr 3a o¢u3noTepanus, eprotepanuss M Joroneavs A0 CTeneHTa, [0 KOATO
HeobXoAMMOCTTa 3acAra AOCTbMa Ha JeTeTo A0 akajemuyeH maTepuan. OcBeH ToBa MoraT Aa ce OBMUCASAT YacTHU
noAAbLPXaLly Tepanun, 6asMpanHn Ha HyXAnTe Ha 3acerHaToTo Anue. KOHKpeTHW npenopbky OTHOCHO BUAa Ha TepanusaTta
Morat Aa 6b4aT HanpaBeHW OT nejamaTbp No pas3suTre. Korato AeTeTo HaBnese B TUNHENAKbPCKUTE roAnHN, B IEP Tpabea
43 6bae 06CbAeH 1 BKIOYEH MiaH 3a Npexod. 3a Te3u, KOUTo noay4vaeat ycayri no |EP, AbpXXaBHOTO yunnvLle e JIbXHO
Ja npejocrasa ycnyru 4o 21-rogniiHa Bb3pacr.

MnaH no 504 (pa3gen 504: desepaneH 3akoH Ha CALLL, KoliTO 3abpaHsaBa ANCKPUMUHALMATA Bb3 OCHOBA Ha YBpexXJaHe) Moxe
Ja 6bae 06MUC/IEeH 3a Te3u, KOUTO Ce HYXAasT OT HacTaHABaHe nav Mogneukaummy, KaTo HanpryMep MecTa oTnpes B kiacHaTta
CTasi, MOMOLLHW TEXHOJIOTUYHW YCTPOMCTBA, MUCapu B KNacHaTa CTasi, JOMbAHUTE/THO BpeMe MexXay KnacoseTe, MOANPULIMPaHn
3a4a4n U TEKCT C yBeNNYEH LWPNGT.

MpenopbyBa ce 3anncBaHe B AAMUHUCTPaLMATA 3a yBpexXxaaHua B pa3sutmeto (DDA). DDA e nybnnuHa areHums B CALL, kosTo
npejocTaBs yCIyrv v noArnomMaraHe Ha kBannduumpann nuua. [onyctumocTTa ce pas/jvuyaBa criopej AbpXasaTa, HO
06VKHOBEHO Ce ornpejens oT AnarHosarta U/Wam CBbP3aHNTe KOTHUTUBHW/aAanTUBHW YBPeXAaHNS.

CemelicTBa C OrpaHNYeHN JOXOAN 1N pecypcy MoraT CbLUO Aa OTrOBapAT Ha YCI0BUATa 3@ AOMb/HUTENEH OCUTYPUTENEH A0X04
(SSI) 3a TAXHOTO AeTe C yBpexaaHe.



https://www.ncbi.nlm.nih.gov/books/NBK581083/
https://www.cdc.gov/ncbddd/actearly/parents/state-text.html
https://www.medicaid.gov/medicaid/section-1115-demo/demonstration-and-waiver-list/index.html

OPFAHN3NPAHE HA CNMELUWWANHW YCNOBUA

KomyHukauus:

O6mMucneTe OLleHKa 3a anTepHaTUBHN CPeACTBa 3@ KOMYyHMKaUMs (Hanp. AonNbABalla 1 anTepHaTUBHa KOMYHUKaLS
[AAC]) 3a nnua, KOUTO UMaT 3aTPyAHEHUs C ekcrpecnBHUS e3unk. OueHkaTa Ha AAC Moxe fa 6bje n3BbpLueHa oT
noronej ¢ onut B o6nacTTa. OLeHKaTa Le B3eme rnpesBng KOrHUTUBHUTE COCOBHOCTUN 1 CETUBHUTE YBPEeXAaHus,
3a Aa onpejenv Han-noaxogsliata ¢opma Ha KOMyHMKaumsa. YcrponcrtBata 3a AAC Moxe ga Bapupat oT
HVNCKOTEXHONOMMYHY, KaTo KOMYHMKaLMs Ype3 obMeH Ha 1306paxeHuns, 40 BUCOKOTEXHOIOMMYHK, KaTo YCTPOMCTBa
3a reHepupaHe Ha rnac. NpoTVBHO Ha O6LLOMNPMETOTO CXBallaHe, ycTpoicTeaTa 3a AAC He npeyaT Ha BepbanHOTO
pa3BuUTME Ha PeYTa, a BCbLUHOCT NOAABPXAT ONTUMANHOTO Pa3BUTME Ha peyTa 1 e3uka.

NMomoLyHu TexHonornum:

[MoneTo Ha NOMOLLHNTE TEeXHOIOTK ce e pasBna0 MHOIFo 1 MOXe Aa paswunpu cnocobHocTuTe. Hakou npunmMmepn
BKJTIOUBAT KOMYHUKALMOHHW YCTPOMCTBA, KOMYHUKALMOHHK BYTOHM, rOBOP KbM TEKCT, MMCaHe W nporpamMu 3a
yeTeHe/nncaHe.

MoTopHa nogapbXXkKa:

I'Iperlopqua ce (I)I/I3VIKanHa Tepanumd, 3a da ce yBe/In4n MakKCcMaaHoO MOBUHOCTTa © Aa ce MOHWXWN PUCKbLT OT
opToneanyHM nNpobneMn no-HataTeK. ObmmMcneTe M3MON3BAHETO Ha M3APBXIMBO MeAMLMHCKO obopyaBaHe u
yCTpOVICTBa 3a NMo3nunoHmpaHe, ako e Heo6xop,|/||v|o (Hal'lp. NHBaNMAHN KONNYKWN, MPOXO4WNIKK, CTO/1I0BE 3a baHs,
opTesun, ajanTnBHW Konnuku). Eprotepanusta ce npenopbyBa Npu 3aTpyaHeHNs ¢ GUHUTE ABUraTeNHN YMeHUS,
KOWTO 3acAarat aaanTnBHN (I)yHKLLI/II/I KaTO XpaHeHe, NYHa XnurmneHa, 0b/1MyaHe 1 nucaHe.

CneuywnanHa guera:

3anyp,HeHl/|ﬂTa npun XpaHeHe Ha bebeTa ca 4yecTo cpelaHn 1 ce nNpoaBaBaT Kato cnabo cyyeHe B paHHa AE€TCKa
Bb3pacT WAV 3aTPYAHEHO MpemMrnHaBaHe KbM TBbPAW XPaHW MOo-KbCHO B PaHHa JeTcKa Bb3pacT. 3aTpyAHeHuATa
Nnpn XpaHeHe 1 npernbliaHe MOXe Ja N3NCKBAT NMoCTaBAHE Ha raCTpoCTOMHa CoHAa. 3aneKkbT e YecTo cpeLlaH.

CTomMaTo/NIOrNYHNn:
KpunBuTte (HenpaBmMnHO NoapeeHn) 36061 1 KaprecuTe ca YecTo cpeLlaHn cumntomum Ha OCNDS.

ANTEPHATUBHW TEPANMU

ToBa ca MHTEPBEHUNIN, KONTO HallNTE ceMencTBa ca |/|3r|po6Ban|/| v ripenopsb4anu.

e Tepanusa 3a NpUIOXeH aHan3 Ha rnosegeHneTo (ABA) e [loBegeHuyecka Tepanunsa
e JloronegnyHa Tepanusa/Tepanns 3a pedesa/e3nKoBsa e MysunkanHa Tepanus
natoaorus e Tepanus c KoHe
e Eprortepanus e Tepanus c BpemMe 3aeJHO Ha nogja
e  ®dusnkanHa tepanus / Pusmnotepanus e 3puTesHa Tepanus
e PaHHa nHTEepBeHLNs e KOMYHVKALMOHHU TEXHOMOMNN

e PaHHa MHTeH3MBHa NMoBeeHYecKa MHTEpBeHUMA

CI'IeLI,VIa]'II/ICTVI, I/I3ﬂpO6BaHI/I M npenopwvYBaH OT HallnTe cemMencTBa:

e [eHeTnK e OpToneg

e XpaHeHe / lneTonor e HepBHO-MyCKy/ieH crieumannct
e 3bbonekap / OpTOAOHT e Hesponor

e [leTckn rmHekonor e Enwnnentonor

e OdTanmonor e EHAOKpWHONOT

e VimyHonor e Ayanonor

e Kapguonor e YLin, HOC, IMbpo




NMPOrPAMA 3A PETMOHANMHW NOCNAHUN

Hawwmnte pervoHanHW MNOCNaHULM Ca OTrOBOPHM 3a U3rpaxzaHeTo Ha o6uHOCT 3a nogkpena npu OCNDS B
onpegeneHVss UM pervoH. PervoHanHnTe NocaaHMLM ce CBbP3BaT CbC CeMelCTBaTa, 4OKaTo Te ce OpueHTUpPaT B
COUManHNTE N eMOLIMOHaIHN MpeAn3BMKaTeNCTBa Ha AMAarHOCTULMPAHETO, IeYeHNeTO 1 yrnpasieHneTo. 3a Aa
NoAKpenaT Bb3MOXHO Hal-Aobpe HaliaTta rnobanHa O6LLHOCT, perMoHanHuTe nocnaHmum Ha OCNDS obxsalyat
Pa3NNYHN PETMOHN U €3ULW, BKIKOYNTENHO aHIIMIACKIN, HEMCKI, HOPBEXKM, NCMAaHCKN 1 XonaHAcku. MoxeTe Aa ce
CBbpXeTe C MecTHaTa O6LLHOCT 1 Aa NoayymnTe 4OCThN A0 MECTHW pecypcu, KakTo 1 Ja ydacteaTte BbB BUPTYanHN 1
dun3nyeckn pernoHanHmn cebutus. Msnpartete nmeinn Ha info@csnk2al1foundation.org, 3a ga Hay4uTe noseue.

NMONE3HUN PECYPCHA

4Y3B 3a OCNDS
bpoluypa 3a pogutenn
NHpopmauma Ha egHa CcTpaHMLA
Br3nTka

Ye6cainiT:  www.csnk2alfoundation.org/

Facebook: @csnk2al

Instagram: @csnk2a1_foundation

LinkedIn: CSNK2A1 Foundation

X @csnk2alorg

3a Bpb3Ka C Hac:

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