HacneacrBeHHbIE
60ne3Hun n 300poBbe
aeTtenm

3yuyeHne HacnegcTBeEHHbIX bo1e3Hen
BaXXHO AJ19 30000BbsA OyaOYLLMNX
MOKOMEeHUMW.




UYTO Takoe
HacneacrtrBeHHbIe

60Nne3Hun

HacnencrBeHHble 60/1€3HW BO3HUKAIOT
N3-33 UISMEHEHUW B FreHax Uu
XPOMOCOMaX, NepenaroLmMxca oT
poounTenen getam. ['No gaHHbIM BO3, 2-
3% HOBOPOXOEHHbBIX UMEIOT
reHeTnyeckume gedektbl. CoBpeMeHHas
reHeETMKaA NMOMOTaEeT PAaCKpPbITb MpUpoay
3TUX 3ab60neBaHUM M UCKATb
3PPEKTMBHbIE METOObI NEYEHUNS.




Knaccundukauma HacneacrBeHHbIX 6onesHen

MoOHOreHHble 601e3HU Bbl3BaHbl U3MEHEHUAMM
B OOHOM reHe, HanpumMep, MyKoBMUCLMO03, U
nepenaroTca OT poanTenem K OeTaM C
onpenenéHHbIMM 0OCOBEHHOCTAMM MPOABEHUS.

XPOMOCOMHbIe 601e3HM CBA3aHbl C
HapyLUEHUNAMM YMCa U CTPYKTYPbI
XPOMOCOM, HanpuMep, cnHapom [dayHa,
BbI3blBad KOMIM/IEKCHbIE HAPYLLUEHWA B
PAa3BUTUNM OPraHmM3mMa.

MynbTUdaKTOpPHbIE 3ab0/1EBaHMSA Pa3BMBAtOTCA
Noa BO3OENCTBMEM KaK MEeHEeTUYEeCKUMX, TaK U
BHELLUHMX GAKTOPOB, MPUMEP — CaxXxapHbIU
amaodet | Tmna.



[eHeTUYeCcKUue NpUYnHbLBI HacneacTBeHHbIX
6onesHen

Q

O
.
O




PacnpocTpaHeHHble HacneaACTBEeHHbIe
60Nne3Hn y aeten

BonesHb YacTtoTa OCco06GeHHOCTH

HapylieHne obmeHa

PeHUKETOHYPUSA 1:8000
BeLlecTB

B Tabnunue npumBedeHbl HaCTOTa BCTPEYHaAEMOCTHA

N KNtoYeBble OCOBEeHHOCTU Hamboee N3BeCTHbIX [lopakeHne NErknx un
NnomKenyao4yHou Xenesbl

MykoBucLna03
HaCJ1e4CTBEHHDbIX 3aboneBaHM \ oeten.

CepnoBungHokneToyHas 1:650 AHOMannsa dpopmsil
2TK 3aboieBaHMa OTNIMYAIOTCSH MO YacToTe U TUMY aHeMus achpoamepykaHLUes | 3pUTPOLMTOB
I'IOpa>KeHl/ll;l, Tpe6ys=| NMHONBWOYaJIbHOIO MNMoagxoada

HapyLiueHune
INEACRRIQCIISERARIIC SIE I [emodonnus 1:10000 manbymkoB &

CBEPTbLIBAEMOCTUN KPOBMU

XpomMocoMHas

CunHgpom [ayHa
aHomasins

5 BcemupHasa opraHu3saums 3apaBooxpaHeHus (BO3), 2023



OCHOBHbIe NPU3HaKM HacneaACTBeHHbIX 601e3Hen y geTen

3agep)XKa pa3BuUTUSA

MoXKeT NpoaBNATbLCA 3aMeaIeHMEM PUINYECKOTO UMK
YMCTBEHHOIO Pa3BUTUSA, UTO TPebyeT BHUMAHUA U
CBOEBPEMEHHOW MOoOOEPKKM.

HapyweHua cnyxa v 3peHus

[eHeTn4YecKme 3aboneBaHMsA YaCcTO COMPOBOXXOAOTCA
CHWYXEHUMEM CyXa NN 3peHNS, BIIMAA Ha KAa4YeCTBO YXM3HU
pebéHkKa.

O6MeHHblIe HapyLwleHuUd

[Mpo6neMbl C OOMEHOM BELLECTB NPMBOAAT K C/1abocTu,
MJIOXOMY Habopy Beca M ApYrMM CEPbE3HBIM COCTOAHUAM.

Ko)XHble nposaBeHUd

HekoTopble 60M1e3HM COMPOBOXOATCA MU3MEHEHUAMU Ha
KOXXE, YTO MOXKET CNYXKUTb PaHHUM CUMMTOMOM O/19
ONArHOCTUKMW.



MeToabl ANarHOCTUKM HacneacTBEeHHbIX
6one3Hen y peteu

HeoHaTanbHbIN T EEREELET G LIS GID G UHCTPYMEHTanbHble
CKBUHUHF — NebBbIi War TecTUpoBaHUe no 6noxmmMmuyeckume 6

P P nokKasaHusaMm nccrnenoBaHuUS METORBI OOCIICA0BAEINS
B Poccuim ¢ 2006 rofa [Mpon Nnopgo3peHmnn Ha OueHKa CoOCTOAHMUS Y3 n MPT npuMeHatoTca
HOBOPOXOEHHbIX O6CnenytoT Hac/lledCTBEHHbIE opraHM3Ma 4yepes aHaNun3bl 019 BblgBNeHNd
Ha OCHOBHbIE NaToNoOrMm HasHayaloT KPOBW 1M MOYM MOMOraeT CTPYKTYPHbIX U
Hag”eﬂCTBe"”"b'e creumanbHble aHanM3bl A1 BbIABUTb QYHKLMOHANbHbIE DYHKLMOHANbHbIX
el e onpefeneHus MyTaumii u HapyLeHNd, XapaKTepHble HapyLeHnn B opraHax,
BblABJIATb OOJ1IE3HN Ha PaHHEN 6 - 019 HacnegcTBeHHbIX CBY93aHHbIX C
cTagu i N CBOEBPEMEHHO pricka 3abornesanly 6 Y

pebéHKa. oJiesHeN. reHeTUYEeCKNMUM OedpeKTaMu.

Ha4daTb JIeHeHUne.



3Ha4YeHue paHHen AMarHOoCTUKM U HabnwageHus

CBoeBpeEMEHHOE BblgBEeHME
00J/1e3HM OAET BO3IMOXXHOCTb
HayaTb 1e4YeHme U
npoduUnaKTnyecKkme Mepbl,
CHMYXasa PUCK TAXKENbIX
OCJTOXXHEHUN.

[TOCTOAHHbBI MOHUTOPWHT
COCTOAHMSA pebeHKa No3BondeT
ONepaTUBHO KOPPEKTUPOBATDL
Tepanumio 1 yny4yllaTb KayecTBO
XUN3HMW.

Mo GeHUNKETOHYPUN AMNETa C
NepBbIX HeAe b YXU3HU
npenoTBpaLLlaeT cepbe3Hble
HapyLUeHWsA B Pa3sBUTUKM MO3ra U
MHTENNeKTyalbHbl€ OTK/TOHEHUS.



PDeHUNKEeTOHYPUSA: NPOABIEHUA U KOPPEeKLUS

MexaHu3M HapyLwieHus o6MeHa
BELLUECTB

MNpn GeHNNKETOHYPUKM OTCYTCTBYET GEPMEHT,
paclennaowmm deHmnnanaHmH, YTo Be4ET K ero
HaKOMJTIEHMIO N MOBPEXOEHMIO MO3Ia, BIUAIOLLEMY Ha
pPa3BUTME MHTENMNEKTA U MOTOPUKMN.

Jleueb6Has AMeTa KakK OCHOBaA
Tepanum

Hun3kobenkoBaqa gueta OorpaHn4YmBaEeT MNMoOCTyriJieHme

cbevaanaHMHa, noanep>xmnBad HOPMaJibHOE
Pa3BUTUE U MpeoTBpallad TAXXeJible nocnegCcremnd

Ooe3Hu.

MeauMumMHCKoOe HabnwoaeHve n

KOHTpO/b

PeryndapHble aHanmsbl KPOBW M KOHCYbTaL MM
creumanmcToB HeO6XoAMMbl A1 KOHTPOA COCTOAHUS U
CBOEBPEMEHHOM KOPPEKLMUN NeYEeHUA Ha MPOTIHKEHUU BCEN
YKUSHWN.



CuHapoM [layHa: 0OCO6eHHOCTU U nNoanepIKKa
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XapaKTepHble
nposaBneHnsa cCUHApPoOMa

Y oeten c cnHOpoMoMm [layHa
MNPUCYTCTBYET OCOObLIN
BHELUHWW BMAO, YyMepeHHas
YMCTBEHHAs OTCTaNOCTb U
YacTble COMyTCTBYOLLME
3ab01eBaHUA, BK/THOYAA MOPOKMU

cepaua.

MeauULUMHCKadA
nomMollb U paHHASA
KoppeKuusa

KomMnnekcHaga MegmunHCKas
nogaep»>kKa u
negarormyeckme mMepbl
PaHHero Bo3pacTa
CMOCOOCTBYIOT Y/IYYLLEHUIO
300P0OBbA N PA3BUTUNA
pebéHKa.

UHTerpauusa B
ob6LecTBo U
obpa3oBaHue

PaHHAa ncuxonormyeckas
MOMOLLb N MHK/TIO3NBHOE
oby4yeHuMe CrnocobCTBYOT
coumanmsaunm geteun,
MO3BOIA9 MM YCMELUHO
YUYNTbCH N 0BLLATLCA B
KONMeKTuBe.
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Ponb ceMeunHoro
aHaMHe3a wm
reHeTUu4YecCcKoro
KOHCYNbTUPOBaHUSA

_eMenHbIM aHaMHe3 NMOMOraeT BbIABUTb PUCKU
jacnegcTBeHHbIX 3aboneBaHMM, aHann3npysa
1CTOPUIO Bole3Hen y 6/IM3KNX POACTBEHHUKOB.
JTO BaXKHbIM 2Tan O/19 OLUEHKW LLaHCOB 340P0BbSA
oyoyLero pebeéHka.

[eHeTnYEeCKOoe KOHCYbTUPOBaHME NpenoCcTaB/IgeT
MHPOPMALLMIO O BEPOATHOCTM Nepenadmn 6onesHemn
N peKoMeHOyeT Mepbl NPOPUIAKTUKKM, OCOBEHHO
MOJIE3HO CEMbSAM C U3BECTHLIMU MrEHETUYECKNMU
3ab6o01eBaHNAMU, TAKUMU KaK reModunnma.



MpodmnnakTnka HacneacTBeHHbIX 3a60/1eBaHUN Y

[NogoepyXaHWe 300Pp0OBOro NMTaHUA
poaunTenem yny4dllaeT OOLWNM FreHETUYECKNM
POH 1 CHMYKAET BEPOATHOCTb BPOXAEHHbIX
naTonormmy pebéHka.

3

KOHTPOb XPOHMYECKNX 3ab01IeEBAHNIN Y
oyayLnx poamTenem noMoraeT
MUHUMUN3NPOBATbL HEGNAronpuaTHoe
BIUSAHMNE Ha FreEHETUYECKOE 3[00POBbE
oyayLlero pebéxHka.

neTen

2

OTKa3 OT KypeHusa n ynotpebneHmna
a/IKOrona BO BpeM4d niaHnpoBaHUSA
6epeMeHHOCTU YMEHbLLAET PUCK
reHeTUYECKMX MYTaLLMM N OCITOXKHEHWN
Pa3BUTUA MN1o4a.

4

BakumHaumsa oT MHPEKLMIM, TaKUX KaK
KpaCHYXa, MNpeaoxXxpaHaeT pebéHKa oT
XPOMOCOMHbIX aHOMaSIMM, BO3HUKAOLLLMX
npw 3abosieBaHMM MaTeEPU BO BpeMd
6epeMeHHOCTM.
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NMoaxoabl K NeYeHUIo HacneacTrBeHHbIX 60ne3Hen
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CMnToOMaTU4YeCcKas
Tepanmna HanpaBieHa
Ha obneryeHme
NPOoaBEHNN BONE3HU
M nogaepyXaHme
PYHKLMOHANBbHOIO
COCTOSHMA OpraHM3Ma
pebeHkKa.

PeabunnmtaymoHHble
NPOrpamMMbl BKITKOYAOT
dunsnyeckme
YNPaXKHeEHUS U
crieymanbHble
MeTOONKW a4
YIYYLLEHMA KaYeCcTBa
XN3HU U
CaMOCTOATENBbHOCTU
pebéHkKa.

CoBpeMeHHble
MeToObl, TAKME KaK
reHHaga Tepanmga u
KNeToO4YHble
TEXHOOTNMU,
OTKPbIBAOT HOBbIE
BO3MOXXHOCTU B
nevyeHMmM HEKOTOPbIX
HacnencTtBeHHbIX
3ab6o1eBaHUN.



PerynapHoe MeAULIMHCKOE
conpoBoXaeHue

MoCTOSAHHDbIA KOHTPO/1b 3A0POBbS

PebeHOK Cc HacneacTBEHHbIM 3ab0/IeBaHNEM HY>KOAEeTCH B
PETrYNAPHbIX OCMOTPaxX y cneumanmcTtoB, CTPOMoM
BbIMO/THEHWWN HA3HAYEHMIM M BHUMATENbHOM KOHTpPO/SIE
MUTaHWA. DTO MO3BOMAET MNPEOOTBPALLLATb OC/TOXHEHUSA U
CBOEBPEMEHHO KOPPEKTMPOBATbL J1Ie4eHMe.

Noppep)xkKa ceMbU U MOTUBaLUUSA

SOMoLMOHaNbHaa Nogaep»Ka CeEMbU KpamHe BaX<Ha.
[Mcmxonormyeckaa noMolLLb 1 y4yacTmue B
PeadbuNMTaLMOHHbIX MPOrpaMMax CTUMYNMPYIOT PasBUTUE
PebEéHKa M YKPENIatoT ero yBepeHHOCTb B cebe.




dopMbl 06LLLIECTBEHHOU NMOAAEPIKKMN

BnarorBopuTtesnibHblie GOHADI

DoHAabl «[Mogapwn XM3Hb» U «CUHAOPOM NHOOBUN»
OKa3blBatOT MOMOLLb CEMbAM: OPraHu3yoT
cbop cpencTs M MHOOPMUPYIOT O
HacneOCcTBEHHbIX OONE3HSAX.

KoHcynbTauum cneumnasimcToB

CneumanmcTbl NnPEeoCTaB/TIAKOT oecnnaTHble
ropngnyecCckne 1 MeamuymMHCKne
KOHCYJ/1bTaluWMKN, MOMOINad B pa3pelleHN
CINOXXHbIX BOTMNpPOCOB yYXOOa U JIeHEHNH.

Kny6bl poautenen

CoobLlecTBa ceMen oobeanHAoT OMnbIT U
noaaepP)XKy, MPOBOAAT BCTREYUM U
obpa3oBaTefibHble MepPONpPUATUA 019 OObMeHa
3HaHWAMMW.

PeabunmntaumoHHbIe nporpamMmmbli

[MporpamMmbl NpenaratoT becnnaTtHoe
obyyeHune, MeEOULIMHCKYO NOAOEPKKY U
MOMOLLb B MPMOBPpETEHNN HEOBXOOMMbIX
MeOdMKaMeHTOB O/19 OETeEWN.
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NUcTopum ycrnexa MHK1I03MBHOIO o6pa3oBaHUA
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ECBREV(MTH
HITACHI BEATCA

A P it

AHS yYnTCqd BMecTe co
CBepCTHUKaMU

AHA, AeBoYKa C cMHAOPOMOM [layHa, nocellaeT OObIUYHYO
LWKONY C Nogaep»XKom TbtoTopa. bnarogapa
af0anTUPOBaHHbBIM MPOorpaMMamM OHa yCrelwHO OCBanBaeT
y4ebHbI MaTepuan 1 pa3BMBaETCHA B KOMJTIEKTMBE.

MakcuM obpen yBepeHHOCTb

MaKCUM C MyKOBUCLIM030M MOCeLLIaeT MHKIIO3MBHbIM
Knacc, roe negarorv y4mTbiBatoT ero 0CO6eHHOCTM.
MHKNO314a MOMOraeT eMy HayunTbCcs o6L1aTbhCcs M BbiTb
CaMOCTOATETbHbIM B MOBCEAHEBHOM YKU3HMW.

LLIKOJIbHbIXA NMPOEKT NoMor
JleHe

JleHa c deHunnkeToHypmem 6narogapsa LLUKOMbHOMY MPOEKTY
Mo aganTaumMm NMTaHMAa YyBCTBYET ceba KOMMOPTHO U
Mofly4daeT HeEOBXOOAMMYIO MOAAEPXKKY B ydebe 1 obLeHnm C
OHOKAaCCHMKaMM.
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CoBpeMeHHble AO0CTUXXEeHUa MeAULMHDbI B
NnevyeHm HacneacTtBeHHbIX 60ne3Hen

BHegpeHme CKPUHUHIOBbIX
TECTOB MNPU POXXOEHUNN
MO3BOJIAET PaHHEE BbigBIEHME
HacneacTBeHHbIX 3aboneBaHn U
CBOEeBpeMeHHOe HaYyano Tepanmn.

O
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300pPOBbIN 06pPaA3 XXU3HU AN CeMeUn ¢
HacneacTBeHHbIMU 60NIe3HAMM

PerynapHble pusmnyeckme ynparkxHeHms ¢
y4eTOM OCOBEHHOCTEN 30000BbA NMOMOratoT

NoanepP»XXMBaTb OBLLYIO dU3nNYecKyo GopMy U
CTUMYMPYIOT pa3BuUTHE.

C6aﬂaHCMpOBaHHOG NMnTaHMe, ooratoe
BUTaMWMHaMW N MNHEPAJTaMWN, YKPETIJTAET

UMMYHUTET PEOEHKA M YMEHbLLAET PUCKU
OC/TOXKHEeHUMW.

CobntogeHue pexkmMa cHa M 0TKa3 OT BpedHblX

MPUMBbIYEK CMOCOBCTBYIOT YIyYLLUEHUIO 0BLLEro
CaMOYyBCTBUA U KaYeCTBY XU3HW CEMbMU.
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CucteMHaga NnpodmnakTmKa 1 paHHAaA
OVNArHOCTUMKA CYLLECTBEHHO MOBbILLAOT
KayeCTBO XW3HW OeTen C
reHeTUYeCKMMIM BOSTIE3HAMM.



3a60Ta, OTKpPbIBAOLLLAA
BO3MOXHOCTMH

KoMnneKkcHaa nogaepykka getem ¢ HacneacTBeHHbIMM 60M1e3HAMIU

BKJTHOYHaET l/IHCI)Ole/IpOBaHl/Ie, PaHHKOK ONAalrHOCTUKY U y4HacCTtUne
CeMbMW, 4UTO obecneymBaeT PacCKpblITHNE NMotTeHumaslia 1 NnoJIHOUEHHYIO

XUN3HDb.




