PEKOMEHZALLIT LLOAO AOrNAAY 3A NALIEHTAMWU 3 CUHAPOMOM
NMOPYLLUEHHA HEMPOPO3BUTKY OKYP-UYHTA (CTHOY)

NMPUMITKA

Ls iHpopMmauis HaBegeHa nuwle Ans iHpopmaLiHKX Ta OCBITHIX Linen i He 3aMiHO€E NpodecinHoi
MeAMNYHOT KOHCYNbTaLil UM KOHCYNbTaLi NikapiB. 3BepHITbCA 40 CBOIX BiANOBIAHVX MeANYHNX
NpauiBHVKIB 38 MeANYHOIO NMOPaLoHo.

NOCUNTAHHA
3BiTV 3 OHNaNH-CNiNbHOTW: Po3ain «Ornaawm redie CMHOY»
BN3HAYEHHA

OCNDS - ue nopyLueHHs Helipopo3BUTKY, CNPUYMHEHE BapiaHTaMun («MyTauisiMun») reHa CSNK2A1,
AKNY PO3TaLLIOBaHNA Ha 20-1 XpOMOCOMI.

AIATHOCTUKA

OCNDS giarHocTyeTbCs 3@ ONOMOrO MONEKYNAPHO-TreHEeTUYHOro TeCTyBaHHS, YacTille 3a
LOMOMOrOH reHeTUYHMX aHani3iB KPOoBi, AK-OT MOBHOEK30MHe cekBeHyBaHHS (WES) abo nosHe
cekBeHyBaHHsA reHoma (WGS).

CNAAKOBICTb

KoxHa ntognHa HapoakyeTbca 3 ABoMa Koniamum reHa CSNK2A1. CMMTHOY - ue ayToCOMHO-JOMiHaHTHE
3aXBOPHOBAHHS, LLIO O3HAYaE, Lo OAHa KOMisi reHa 340p0Ba, a iHLAa Konis Ma€ MyTaLlito, L0 BUK/NKAE
CMHAPOM. 3a3BK4al MmyTauis € de Nnovo abo «HOBOO», LLIO 03HAYaE, L0 BOHA byna BiACyTHHA B 060X 6aTbKiB.

NJAHYBAHHSA CIM'T

Konu myTauiss OCNDS € de novo abo HOBO (TOBTO XoZeH 3 6aTbKiB He Mae MyTauii), AKLLO0 Y 6aTbKiB
GinbLue giTen, y HUX MeHLLe HixXX 1% pur3KKy HapOZXKeHHS LLie OAHI€l XBOPOi ANTUHW. Jlrogn 3 CIMTHOY
MatoTb 50% MMOBIPHICTb NepeaaTyi Noro CBOIM AiTAM.

3ATAJIbHI OCOBJINBOCTI

Bnane CMHOY BapitoeTbCs 3@ YaCTOTOKO Ta TAXKKICTIO Y Pi3HUX Nto4el. Y Tabanui nifcyMoOBaHO OCHOBHI
CUMMTOMW, MPO SKi NOBIZOMASN0CA B Nybnikauisx npo ntogeit 3 CNHOY. 3aTpnmKa po3BUTKY BMIVIBAE Ha
BCi chepu po3BUTKY, ane y 6inbLIOCTI NH0Ael MOBa MopyLLeHa CU/IbHILLE, HiXX rpyba MOTOpUKa. 3BEPHITb
yBary, LLO Lji CAMATOMU MOXYTb BYTW MPUCYTHIMW Y BCiX NtOAEN 3 LM AiarHO30M, @ MOXYTb i He ByTu.



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

S3ArAJibHI OCOBJINBOCTI MPOTIKAHHA CNMHOY

CnMmnTom

MoTeHUinHMM BNAMB

PekomeHpoBaHa
ouiHKa

PekomeHaoBaHe
BTPYYaHHSA

Mikpouedanis MeHLUWiA po3mip ronosu MPT 3a notpe6u Hemae BapiaHTiB
Mpobnemu 3: o o
* disioTepanis i nikyBanbHO-TPyA0Ba
ri . * MobinkHictio o ®i3nuHa Teparnis Tepanis
INOTOHIA * TMoBCAKAEHHOO AiISIBHICTIO * ®i3nuHa MeguLMHa | peabiniTaLlis

e OcnabneHi/rineprHyyi cyrnobu

yepes 3HVKEHUIA M'A30BUIA TOHYC

e Eprotepanis

e Opronegis

3anI/|MKI/I MOBJI€HHA

3aTprMKa MOBJIEHHS

¢ OUuiHOBaHHSA MOBNEHHS
e OujiHtoBaHHA JAK

e Jloronegis
* ANbTepHaTUBHI METOAM KOMYHIKaLiT

TpyAHoLui 3 30pom

KocookicTb i peppakuiriHa aHomanis

OdTanbmonoriyHa ouiHka

OdTanbMOoNOriYHNA Orasag KoxHi 1-3 poku

Mpo6bnemu 3
NpNAMaHHAM DXKi

Mpo6nemun 3 XyBaHHSIM Ta
KOBTaHHSAM, BigMOBa Big, ixXi

Tepanis xapuyBaHHs (3a3BU4ait
3aCTOCOBYETLCA eproTepanesToM
abo noroneaom)

MoxvBa notpeba B HazoracTpanbHili abo
ractpanbHin iHTy6auii

LLINYHKOBO-KULLKOBI

MOHITOPUHT BUHMKAKOUMNX

Mom'aKkLlyBayi Kany, MPOKiHeTUKN,

3akpen Xap40BWX po3nagiB Ta 03HaK/ OCMOTWYHI 3ac0bn abo NPOHOCHI 3acobu 3a
posnaan CMMATOMIB 3aKpeny. noTpeobu
Cvaomu PisHi TN HeBponoriuHe obctexeHHs (EEN) i Hemae BapianTie
YA MPT ronosu P

rno6anbHa 3aTpyMKa
PO3BUTKY

BrnnvBae Ha BCi chepyn po3BUTKY:
MOBY Ta MOTOPUKY

MegiaTpnyHMn cynposig,
HauineHnin Ha pPO3BUTOK

PerynspHi Ta yacti Tepanii

Mpo6nemwu 3i cHom

Mpobnemu i3 3acMHaHHAM abo CHOM,

arHoe cHy

e KniHika po3nagis cHy
o JlocnigkeHHs CHy

Hemae BapiaHTiB

TpyaHoLyi 3
HaBYaHHAM

TpyAHOLLi y LKoAi

KomaHga 3abe3neyeHHst ymoB
AN cneuianbHOI OCBITU

¢ CrieujanbHi NpUCTOCYBaHHSA
¢ [NOTOHIA Ta NiATPYMKA KOMYHiKaLLiT

MNoBeaiHKOBI

e CTepeoTunHi pyxu

e Po3nag ayTUCTUYHOrO CnekTpy
* ArpecvBHICTb Ta iCTEpPUKN

e PAY/PAYT

IHAMBIAYaNbHNA HaBYaNbHW
nnaH (IHMM)

MiATPYMKa HaBKOMMLLHBLOMO CepeAoBULLA:
HaliMeHLU 06MeXyBasibHe cepesoBULLe

CTPYKTYpHi
BifMiHHOCTi B pOTOBIVi
NOPOXKHUHI

KpwBi (HenpaBnabHO po3TaLlloBaHi)

3ybu Ta Kapiec

CTomaronor abo opTOAOHT

o CTomaTosioriyHe NikyBaHHS
e Moxnunse OpTOAOHTNYHE NiKyBaHHS

MopyLleHHA onopHo-
pyxoBoro anapaTy

Ckonios, kibockonios (piaLue)

OpToneg

Hemae BapiaHTiB

3axBoptoBaHHSA
cepus

BpoaxeHi Bagm cepugd

Kapaionor (EKT), exokapaiorpadis

PerynspHuii KapAionoriyHNi MOHITOPUHT

CeHcopHi npo6nemn

AyTn3M

MpuKnagHWi NoBesiHKOBUIA
aHani3 (ABA)

KoHcynbTaLis 3 negiaTpom 3 nTaHb
pO3BUTKY




PEKOMEHAOBAHA HACTOTA BTPYUAHbD

CBOO KOPUCHICTB AOBeNa MakCMMi3aLis TepaneBTUUYHMX epekTiB, 0COBANBO Ha paHHIX CTagisax po3suTky. CiM'am
pekoMeHAYETLCA 3BepTaTnCA 40 Tepanii, He XXepTBYHUM CBOIM MNCUXIYHVM 340POB'AM Ta AKICTHO XUTTA BCIiEl POAUHW.
PekomeHAyeMO 3B'A3aTWCA 3 MiCLIEBUMU rpynamMu itoger 3 iHBaniAHICTIo, LWo6 KpaLle 3p0o3yMiTu AOCTYMHI pecypcu.

YNPABNIHHA SATPUMKAMW PO3BUTKY

CraTTa 3 orniagy renis: Ornap redie OCNDS

PekoMeHZy€eTbCA KOHCYNbTaLlid 3 MejiaTpoM 3 MUTaHb PO3BUTKY, LLO6 3a6e3neynT 3a1yUYeHHs BigNoBigHNX rPOMaACEKUX,
JepXaBHMX Ta OCBITHIX YCTAHOB, a TakoX AOMNOMOITY 6aTbkam 3abe3neynTi MakCUManbHO MOXJIUBY AKICTb XUTTA.

HasegeHi H/X4Ye BIAOMOCTi € TUMOBUMU PEKOMEHAALIAMM LLOAO BeAEeHHS MaLEHTIB i3 3aTPUMKOI PO3BUTKY Y CronyyeHnx
LLTaTax; cTaHAApTHI pekoMeHJaLii MOXYTb BifjPi3HATNCA 3a1eXHO Bifj KpaiHu.

Bik 0-3 pokun: PekomeHAy€eTbCA HanpaBaeHHs 40 NPOrpamMmy paHHbLOrO BTPYYaHHSA ANt OTPUMaHHS AOCTyMy A0 eproTepanii,
¢i3nyHoi Tepanii, noroneAnYHOI Ta rogiBenbHOI Tepanii, @ TakoX A0 3aK/1ajiB NCUXiYHOro 340POB'S HEMOBAAT, CrieLianbHNX
neaaroris Ta crewjianictis 3 ceHCOPHUX po3nagis. ¥ CLLA paHHE BTpyYaHHS - Lie nporpama, Lo ¢iHaHCyeTbCA 3 defepanbHOro
610KeTy, AOCTYMHa B YCiX LUTaTax, MOCAYyr HaZaTbCs BAOMA A1 3a0BOMIEHHS IHANBIAYaNbHUX NOTPe6 y Tepanii.

Bik 3-5 pokiB: ¥ CLLIA pekomMeHAY€ETbCA pO3BMBasibHA AOLUKINIbHA OCBITa Yepe3 MicLleBUIA LKINbHWIA OKpyr. MNepes 3anMcom
NPOBOANTLCA OLiHKa A1 BU3HAYEHHSA HEObXiAHMX NOCYT Ta MEeTOAIB NiKyBaHHS, @ TaKOX PO3PObAAETLCS iIHANBIAYaNbHNIA
HaB4YanbHWI NaaH (IHM) ana TMx, XTo BIANOBIAAE BUMOraM Ha OCHOBI BCTAHOB/IEHOI MOTOPHOI, MOBHOI, coLlianbHOi abo
KOFHITUBHOI 3aTPUMKWN. MNporpama paHHbLOro BTPyYaHHS 3a3BMYaii 40NOMarae 3 LM nepexoom. Po3BunBanbHWI JOLKINBHUIA
3aKnag npaLtoe B LeHTpI; ANS AiTel, YME 340p0B'a HecTabinbHe ANs BifBifyBaHHS, HaJaloTbCA NOCAYrX BAOMA.

KoHTakTHa iH$popmalLlis L1040 PaHHLOr0 BTPy4YaHHS 3a wraTtamu | CDC
Cnuncok Aep>KaBHUX aJibTePHaTUBHUX nporpam |_Medicaid

[ns Bcix BikoBMX rpyn: PEKOMeHAYETLCS KOHCYNbTalis 3 NeAiaTpoM 3 NUTaHb PO3BUTKY, LLLIO6 3abe3neunTu
3a/ly4eHHs BiANOBIAHNX FPOMAaACHKMX, AepPXXaBHUX Ta OCBITHIX ycTaHoB (CLUA) Ta fonomorTty 6aTbkaM 3a6e3neynTi
MaKCMMaJibHO MOXJIUBY SKICTb XUTTS. Jesiki NMTaHHS, AKi i BpaxoByBaTu:

MNocnyru 3 iHAMBigyanbHOI HaBYanbHOI nporpamu (IHM):

¢ |HM (iHAnBigyanbHa HaBYanbHa Nporpama) nepejbavace crnewiaibHO po3pobieHe HaBYaHHA Ta CyNyTHI NOCAYrn AiTAM, AKi
BiAMOBIAAIOTb BVMOram.
e O6'eM IHM wopivHO NepernsaaTMMeTbCs, WO6 BU3HAYNUTUY, Y NOTPIOHI AKiCb 3MiHW.
® 3aKOH NpO cneLianbHy OCBITY BUMarae, Lwob Aitn, ski 6epyTb y4acTb y Nporpami iHanBigyanbHOI HaBYanbHOI Mporpamm
(IHM), nepebyBanu B sKOMOra MeHLL 06MexXyBa/ibHOMY CepeoBULL, IKe MOX/IMBO peanidyBaTi B LLKOI, Ta 6ynn BKIOYEHi
[0 3arasbHOI OCBITM AKOMOra YacTille, KOnu i e Le JopeyHo. KOHCYIbTaHTN-0pTaNbMOIOM MatoTb BXOAUTN 4O KOMaHAN
[HM AnTUHW, W06 3abe3neunT 4OCTYN A0 HaBYa/IbHVX MaTepianis.
¢ lMocnyru 3 ¢isioTepanii, NikyBanbHO-TPYAOBOI Tepanii Ta loronegii HagaBaTMMYTbCS B paMKax iHAMBIAyaNbHOT HaBYaNbHOI
nporpamu (IHM), HackinbkK Le NOTPIBbHO ANA AOCTYNY ANTUHU A0 HaBYa/lbHMX MaTepianiB. KpiM TOro, MoXHa po3rnsHyTu
npvBaTHY MiATPUMYBaNbHy Tepanito, BiANOBIAHO A0 iHAMBIAyanbHMX NoTpeb. KOHKpeTHI pekoMeHaaulii Wwoa0 B1ay Tepanii
MOXe HajaTu negiatp 3 po3BUTKy. Koiu AnTrHa BCTynae y nigniTkoBui Bik, NaaH nepexoay cig 06roBopuTt Ta BKIKOYNTY
40 iHAVBiAyanbHOI HaBYanbHoi Nporpamu (IHM). Ans Tyx, XTo HaBYa€eTbCs 3a IHM, WKiNbHWI OKpyr 3060B'A3aHWI HagaBaTu
NOCNYrn A0 JOCATHEHHS 21 poKy.
MnaH 504 (Po3ain 504: degepanbHMii 3akoH CLUA, Lo 3a60pOHSIE ANCKPUMIHALLIFO 3@ O3HAKOH iHBaNigHOCTI) MOXe
3aCcTOCOBYBATUCh A1 TUX, KOMY NOTPIGHI MpucTocyBaHHS abo Mmogudikauii, SK-0T MicLs 3@ NepLMMK NapTamMu, LOMOMIXKHI
TEXHOJIOTYHI MPUCTPOI, MMCEMHI 3aC0bu B knaci, A0AATKOBI MepepBu MidK 3aHATTAMMW, 3MiHEeHi 3aBAaHHS Ta 36inbLUeHNI TeKCT.

PekoMeHayeTbCA peecTpauis B AAMIHICTpaLii 3 nuTaHb nopyweHb po3suTky (DDA). DDA - Le gepxxaBHe areHTcTso CLUA, ake
HaJa€ Nocnyrv Ta NigTPMMKY KBanipikoBaHNM 0cobaM. [paBo Ha OTPUMAHHSA AOMOMOIY 3a7eXUTb Big LUTaTy, afe 3a3Buyan
BM3HAYaETbCS AiarHO30M Ta/abo BigMoOBiAHOK KOrHITUBHOMK/aAanTVBHOK iHBaNiAHICTHO.

Cim'i 3 06MexXeHMM JOX0L0M Ta pecypcaMm TakoX MOXYTb MaTy MPaBo Ha A0AATKOBUI AOXiZ 3a coLiaNbHUM CTPpaxyBaHHAM
(SSI) Ana CBOEI ANTUHM 3 iHBANIAHICTIO.
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CNELWIANBbHI NPONO3MLII

KomyHikauis:

Po3rnsHbTe OLiHKY anbTepHaTMBHMX 3aC06iB KOMYHiKaL,ii (Hanpuknag, 4OMOMIKHOI Ta albTePHATUBHOIT KOMYHiKaLii)
[AAK]) ans ocib, aki MatoTb TPYAHOLL 3 ekcnpecrBHOK MoBOH. OuiHKy JAK Moxe npoBecTy norones, SK1in Mae
£OCBIA Y Ui ranysi. Mig Yac oLiHIOBaHHA BPaxoByBaTUMYTbCA KOTHITUBHI 34i6HOCTI Ta CEHCOPHI NOpYLUEHHS, o6
BU3HAUUTL HagouinbHiwy ¢opMy KoMyHikauii. Mpuctpoi JAK MOXyYTb BapitoBaTUCA Bif, HU3bKOTEXHOMOTMYHUX, K-
OT 3aC06V 0BMiHY 306paKeHHAMM, A0 BUCOKOTEXHOOTIYHUX, SIK-OT MPUCTPOI reHepauii rosocy. Bcynepeu
nowmpeHin gymui, npuctpoi JAK He nepeLukoxatoTb BepbasibHOMY PO3BUTKY MOB/IEHHS, @ HaBMaky CNpUAOTb
ONTVMaIbHOMY PO3BUTKY MOBJIEHHSA Ta MOBW.

JonoMmi>KHi TexHonorii:

Fanysb AOMOMIXHUX TEXHOOTI NPOKLLNA AOBIUM LLAAX | MOXe PO3LLUMPUT MOXANBOCTI. [leski nprknaan
BKJTIOYAIOTb KOMYHiKaLiiHi NPUCTPOI, KHOMKW 3B'A3KY, MepeTBOPeHHS MOBNEHHSA Ha TEKCT, BBEAEHHS TeKCTy Ta
nporpamu AN YNTaHHA Ta MUCaHHS.

NiaTprmka MoTopUKMN:

®i3nyHa Tepanis pekoMeHAYETbCA 415 3a6e3neyeHHA MakCMMabHOT PYXIMBOCTI Ta 3SMEHLUEHHS PU3NKY
BVHWKHEHHS OPTOMeANYHUX PO31ajiB Y ManbyTHbOMY. PO3risHbTE MOX/INBICTE BUKOPUCTAHHSA HaiiHOTrO
MeAMYHOro 061ajHaHHA Ta NPUCTPOIB ANA NO3NLIOHYBaHHSA 3a NOTPe6u (Hanpukaag, iHBanigHWX Bi3KiB, XOAYHKIB,
Kpicen ans KyrnaHHs, opToneaunyHKX YCTiNOK, afanTyBHUX KOJIICHWX Bi3KiB). Eprotepanis pekomeHAyeTbCA npu
TPYAHOLLLAX 3 APiOGHOK MOTOPUKOHD, AKi BMANBAKOTL Ha aAanTUBHI GYHKLT, Taki AK xapuyBaHHS, AOrNA/ 3a CO60t0,
OAAraHHA Ta NNCbMO.

CneuianbHa AieTa:

TpyZAHOLLj 3 roZyBaHHAM HEMOB/AT € MNOLUMPEHVIMU Ta MPOSABAAIOTLCA SK MOraHe CMOKTaHHSA B PaHHbOMY ANTUHCTBI
abo TpyAHOLLI 3 MepexoA0oM Ha TBepay Xy Mi3Hille B ANTAYOMY Bilj. Y pa3si TPYAHOLLIB 3 XapyyBaHHAM Ta
KOBTaHHSAM MOXe 3HaJ0bUTNCE BCTaHOBAEHHS raCTPOCTOMIYHOI TPYOKW. 3aKpen € NoLNPeHM SBULLEM.

Crtomatonoris:
KpwuBi (HenpaBmibHO PO3TaLLIOBaHI) 3yb6u Ta Kapiec € nowmnpeHnmMm cumntomamm CrNHOY.

ANbLTEPHATUBHI BUAW TEPAMNII

Lle npoueaypw, siki HaLli pOAVHW BUNPOBYBann Ta peKoMeHAyBanu.

e Tepanig NnpuKNagHOro NoBeiHKOBOro aHanisy (ABA) MNoBsegiHkoBa Tepanis

e [laTonoria MoBneHHs/MOBW / Jloronegis e My3unyHa Tepanis

e EproTepania e |noTepanis

e ®di3nyHa Tepania / diziotepanis e Tepania Floor time

e PaHHE BTPYyYaHHS e Tepanis 3opy

e PaHHE iHTEHCMBHE NOBeJiHKOBe BTPYyYaHHS ¢ KomyHikaLiliHi TexHonorii

Cneuianictu, AKMX HaLi pOAVIH BUNPOBYBanu Ta peKoMeHAyBanu:

e [eHeTnK e QOpTones

e [opyBaHHSA / [ieTonor e Helipom'asoBuin TepanesT
e CromaTtonor / OpToLOHT e Hesposnor

e JINTSYNIA TiHEKOOT e Eninentonor

e OdTanbmonor e EHpoKkpuHosior

e ImMyHOJNIOT e Aygpionor

e Kapgaionor e OTOpVHONApUHronor




NMPOIrPAMA PENMOHA/TBHNX AMBACAAOPIB

Hawi perioHanbHi ambacajopv BiAMOBifalOTb 3a CTBOPEHHS CrifibHOTKM MigTpumkn CMHOY y CBOEMY perioHi.
PerioHanbHi ambacafopu CniAKyrOTbCA 3 POAMHAMK, AOMOMAarar4n iM Aonaty couianbHi Ta eMOUiHI TPYAHOLL,
NoB'A3aHi 3 AiarHOCTMKO, NiKyBaHHAM Ta BeAeHHSM nauieHTiB. LLLo6 Halikpallue nigTprMyBaTW Hally BCECBITHHO
CNiNbHOTY, perioHanbHi ambacagopu CMHOY npauioloTb Yy PISHUX perioHax Ta BOMOAITb Pi3HUMK MOBamu,
30KpeMa aHriNcbKoo, HiMeLbKOK, HOPBE3bKOID, ICNAaHCLKO Ta rONNaHACEKOK. B MOXeTe 3B'A3aT1CA 3 MiCLLeBOIO
rPOMaAOoI0 Ta OTPUMATK JOCTYN A0 MiCLEBMX PeCypCiB, @ TaKOX 6paTh yyacTb Y BIpTyalbHUX Ta O4YHUX PErioHanbHNX
3axogax. EnektpoHHa nowta info@csnk2a1foundation.org, 1106 aisHaTncs GinbLue,

KOPUCHI PECYPCUA

HawnyacTiwi 3anutadHsa ujoao CrMHOY
baTbKiBCbKN BykneT
OAHOCTOpPIHKOBA PO3M0BIAb
BisnTHa KapTKa

BebcalT: www.csnk2alfoundation.org/

Peincbyk:  @csnk2al

IHcTarpam: @csnk2al_foundation

LinkedIn: ®oHa CSNK2A1

TBiTTEp: @csnk2alorg

KoHTakTHa agpeca:

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