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CoodepikaHue:

HacnexncrBenHbie 60/1e3HU

BpoxXZeHHbIe TOPOKU Pa3BUTHUS
XpoMocoMHbBIe OOIe3HHU

MoHoreHHbIe 00JIE3HU

JlnarHocTyvKa HacaeACTBEHHBIX O0e3Heln



~ —HacneodcmeeHHbI JIe3HU

TepmuH «HacmeaCcTBeHHAsT 00/1€3HB» MOAPAa3yMeBaeT
yYHacJ/ieZJoBaHHOE OT poauTesieii (mosydyeHHOe C OJHOMN
W3 POJUTETHCKUX FaMeT WU C 00eMH IIPU
OILJIOZIOTBOPEHHH ) HapYlIeHWe CTPYKTYPbI K QYHKIIUH
reHeTU4YeCKOro arrapara. HacieactrBeHHbIMU
00JIe3HSIMU HAa3bIBAIOT TaKUe O0/I€3HU, STUOJIIOTU-
YeCKUM (IpHUYHHHBIM) (PAaKTOPOM KOTOPBIX SIB/ISIETCS
MYTaL .
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Knaccnuk

HacnegcTBEeHHbIX 3aboneBaHnu

B HacTosI1Iee BpeMst yalle BCero UCIoib3yeTcst KaccudpuKalvs Hac/ieJCTBEHHBIX O0JIe3HelH,
npeanoxennass H.I1. Boukosbim (1984). B aT0it K1accudukammy Ha OCHOBE IIPUHIIMITA CO- OTHOIIEHHST
HaC/IeZICTBEHHOCTH U CPeZibl B BOBHUKHOBEHUH U MCXO/ax O0jie3Hel Bblie/IeHbl C/leyIolye TPYIIIbL:

/ V

HacneacrBenHbie 001€3HH, 3THOIOTHYECKUM PAaKTOPOM KOTOPBIX sIB/IsieTcst MyTanus. Pors
CpeAbl 3aK/II0YAeTCs INIIb B MOAU(PUKALMUN HEKOTOPHIX MPOsIB/IeHUI 3a00/1eBaHuii. B aTy
IPYIIy BXOAAT MOHOT€HHOOYC/IOB/IEHHBIE 00Jie3HU (Hanpumep, GpeHNIKETOHYpPHS,
remopuIns U AP.), a TAKIKe XpoMocomMHbIe 0oe3nu (cuaapomsl [JayHa, [llepemeBckoro-
Tepuepa u ap.).

Bosie3nu ¢ HaC/IeACTBEHHOM MPeIPaCOIOKeHHOCTHI0, KOTAA 00/Ie3Hb Pa3BUBAETCA Y
WHIWBU/OB C ONpeie/IeHHON reHeTUYeCKO KOHCTUTY el o, BTussHneM PpakTopoB
OKpY)Kalo- el cpeabl. BoigenssioTcs fBe MO pybL:

OTHonoTHYeCcKMM GAaKTOPOM B IEPBOM MOATPYIIIE SIB/IIETCS TeHHAsI MyTallysi, OGHAKO, JI/Is ee
peanu3anuy HeoOoxoauM crienduveckuil pakTop BHEIIHeH cpebl: Onpeie/IeHHbIe XUMUYEeCKHe
BellleCTBa B NUIIle, BO3/yXe, BOJie, IeKapCTBeHHbIe ITpenapaThl, HeKOTOPbIe MPOAYKTHI TUTAHUS.

OTtronornyeckre GaKkTopbl BO BTOPOU MOATrPyIIe — CpeJoBble, OHAKO, BEPOSITHOCTH 3a00/IeBaHUS
Y €T0 TSDKECTH 3aBUCSAT OT FreHETUYEeCKON KOHCTUTYIIUY UHIUBH/IA, 00yC/TOBTUBAIOLIEN Ty UTU
WHYIO CTeIeHb MPeIPACIIOIOKEHHOCTH K PAa3/TUYHBIM 00sie3HsAM. bosie3aHu 3Toi moArpymniibt
Pa3/IMYaI0TCS 10 COOTHOCUTE/IBHOM POJIU HACIeICTBEHHOCTU U cpeabl. Cpesy HUX BbIJESIOT
60/1€3HU C BBICOKOM, YMEPEHHOMU U C/1a00i Ha- C/IeICTBEHHO MPeIPACIIOIOKeHHOCTHIO.
[TprMmepamMu Takux Goie3HE SIBISIIOTCS a//IepruvecKrue, OHKOIOTUYeCKre, ICUXUYeCKue, MOPOKU
Pa3BUTHSI.



Bpo)xOeHHbIe NoOpoKU pa3sumusi.

©® BpoxzaenHsbiii mopok passutus (BI1P) — croiikoe Mop¢o- 1oruydeckoe n3mMeHeHHe
OpraHa, 4aCTH OpraHa WX y4acCTKa TeJIa, BhIXOAsllee 3a IpeJe/ibl HOpMaJIbHbIX
BapHaLMi cTpoe- HUs 1 Hapyuawoilee nx yHKMo0. COCTOSTHUS, HAaXOAsALUIUeCs y
KpPallHUX I'PAaHUL, BApHUALIMU CTPOEHMS M He CONIPOBOXAIOLIMECs] HapylleHreM
dYHKLIMUI — 3TO Majible aHOMATMU PAa3BUTHS, WM JUCIUIA3UH U JU3MOPOUM.

Hanpumep: « 3NIMKaHT». DIUKAHTYC - BepTUKAJIbHAS CKJIaZKa KOXXU IOy TyHHOM
dbopMBbI, TPUKPBIBAOILIAs BHYTPEHHUH YToJ IIa3HOM 1emu. HabmomaeTcs B Hopme y
NpeACcTaBUTEe/Ie MOHTOJIOUAHOM packl. Hannyne snMKaHTyCa y NpeACTaBUTeNen IPYTrux
pac AB/IsIeTCS BPOXKAEHHOI aHoManuei. [To Mepe pocTa pebeHKa STTUKAHTYC MOYKET
YMEHBUIAThCS U JaXKe NCYEe3HYTh.




~— BudblHaubonee
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pacnpocmpaHeHHbIx BI1P

Maxkpocomus (rMraHTU3M) — yBeJTHYEHUe JJIMHBI,MACChI TeJIa.

ATPEBI/IH — OTCYTCTBHE €CTECTBEHHOI'O KaHaJla, OTBEPCTHAI. CreHo3 — Cy>XeHue

€CTeCTBEHHOTO KaHa/la, OTBEPCTHSI.

FCTCPOTOHHH — BO3HHMKHOBE€HMHE B ITpoLecce 3M6p1/10reHe3a OpraHA U/ TKAaHHU Ha

HeoObrYHOM MecTe. Hampumep, xpsiiieBast TKaHb B JIETKOM BHE CTEHKU OPOHXaA.

lereponnasust — HapyueHue guddepeHIMPOBKU OTAE/TbHBIX TUTIOB TKaHEeH,
KaKOM-TM00 TKAaHU B HETUITMYHOM MeCTe C 3aMeHOM HOPMa/IbHOM TKaHHM.

pasBUTHE

JKTONMUs — CMellleHre OpraHa WM TKAaH! B HEOOBIYHOE [1/IsI HEr0 MeCTO, HalipuMep,
MOYKa B MaJIOM Tasy, 9KTOIHUS XpycTa- mukKa (mpu curapome MapdaHa) cMmeleHue

XPYCTa/IMKa N3 CTEKJIOBI/I,ZI;HOIL/‘I SAMKMH.

YaBoeHnue oprana. Hanpumep, yaiBoeHre MaTKU, MOYETOYHHUKA, YT aOPTHI,
IUILEBOJA, CIIMHHOI'O MO3Ta.

JucxpoHuss — HapyllleHHe TEMITOB Pa3BUTHS (YCKOPEHHOE WM 3aMe/IJIEHHOE) KJIETOK,

TKaHel, OpraHa Uy BCero opraHMsma.



Atresia
esofagica

FADAM.
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XpomMocoMHbIe 60s1e3HU

Xpomocomuble 601e3HU, UNU CUHOPOMbBL, — DTO TPyTIIA
BPOXXJ€HHbBIX MTAaTO/IOTUYeCKHUX COCTOSIHUU, BbI3bIBA€MBbIX
M3MeHeHUSIMH YK ciIa (reHOMHbIE MYTAIl[¥) UIU CTPYKTYPBI
(XpOMOCOMHBIE ITePeCTPOUKH) XPOMOCOM U TIPOSIB/ISTIOIIHXCS

MHOXXE€CTBEHHbIMH ITOPOKAMH PAa3BUTHAA.

OcHoeHoli dedhekm — pa3TMUHbIE CTETIeHU UHTEIEKTYaIbHOU
HeJ0CTaTOYHOCTU — HePeAKO COYeTaeTC s C HApYLUeHUsIMU 3peHus,
C/TyXa, OTMIOPHO-ABUTATE/IbHOIO aMapaTa, paCCTPOUCTBAMM peyH,
SMOIIMOHATbHO-BOJIEBOM cPephl 1 TTOBEIeHUS.



/
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Knaccugukayusi XpoMoCOMHbIXx 6os1e3Hel

Kiaccudukaiiys XpoMOCOMHBIX O0e3Hel
OCHOBBIBAETCS HA C/I€IYIONINX KPUTEPUSIX:

— THIIe MyTaliu (ITOIHAs WIK YaCTUYHAsI TPUCOMHMSI, Ya-
CTUYHAsI MOHOCOMUS U T.JI.);

— BOBJICYEHHBIX XPOMOCOMAaX — ayTOCOMBI, MTOJIOBBIE
XPOMO- COMBI: XpOMOCOMa 21, X-XpOMOCOMaA U T.J,.

— THIIE KJIETOK, B KOTOPBIX IIPOM30IIUIa MyTamus (I10/I10-
Bble MJIM COMAaTUYeCKuUe);

— yHac/IeIOBAaHHOM WJIU CIIOPAJUYECKOM XapaKTepax
OOoJIe3Hel.



CuHOpom [ayHa

K Hanbosee pacpocTpaHeHHBIM 3a00/1eBAaHUSIM C KOJTUYECTBEHHBIM
HapyILIeHHUEM XPOMOCOM OTHOCHUTCSI TPHCOMUS 21 (Ha/TM4ue 47 XpOMOCOM
BMECTO 46 3a CYeT JIUIITHEH XpPOMOCOMBI 21-# mapsi). Tpucomus 21, WIn
cuHApoM [layHa, BCTpedaeTcsi C YaCTOTOU 1 Ha 700 POXAEHUM.

‘."‘ \’{ 1‘.’!5
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Y nereii ¢ CMHHAPOMOM OayHa OTMEYAIOTCS YepeITHO-THLIeBbIe
aHOMaJIVH: YIIOIleHHe 3aThI/IKa, SITUKAHT, MOHTOJIOUHBIN pa3pes
I71a3, KOPOTKHI HOC, OOJBIION SI3bIK, leOPMHUPOBAHHbBIE YIITHbIE
PaKOBHHBI, KODOTKHE U IIUPOKHE Ma/Iblibl, TOMTepevyHasi CKIaKa
JafoHU. XapaKTePHbI MbIIIIEYHASI TUTTOTOHUS U IICUXUYECKOe
HeJopa3BuTHe. YacTo BCTPEYarOTCs MOPOKU PAa3BUTHSI BHYTPEHHUX
OpraHoOB (cepaiia, KeayA04HO- KUIIeqHOro TpakTa).[Ipu 6one3Hu
JlayHa gyiarHOCTUPYIOTCS MPHU3HAKHW, TUITUYHbIE JJISI CTapeoIlero
opraHu3Ma. JTo, IpeXJe Bcero nmpeob1aiaHue AereHepaTUBHbIX
COCYAUCTBIX HapYLIEHU, CaXapHbIH Aua0eT, aMUION03, KaTapaKTa,
AUMOQPYCIIMOHO3, BICOKAsI YaCTOTA 3/T0KaY€CTBEHHBIX
HOBOOOpAa30BaHUI U HAPYLIEHUH CTyXa.

/




CuHOpom Burnbsimca

® [lns cuaapoma Bunbsimca (cuHApOM
«JIL0 37b¢a») XapaKTepPHBI MOTHbIE,
OIyllleHHbIe BHU3 LIEKH, HEPEeJKO
roryOboBaThie CKJIepbI, 3Be34aTast
PaAY>XKa, Ma/IeHbKAasl HYDKHSIS 4YeJTIOCTbD,
OTKPBITBIU POT, SIIMKAHT, OTEYHOCTh
BEK, KOPOTKUM HOC C OT- KPBITbIMU
BIlepeJ HO3/PSIMU, C/IaB/IeHHbIN ¢ OOKOB
J1I00, HepeAKO XPUILIBLIN I'0JIOC
XapaKTepHbI MOPOKU cepalla. B
Bo3pacTe 8-18 MecsilieB HAO/MIOIAeTCs
IrAINePKaJIbLEMUsI, COTPOBOXIAIOIASICS
aHOpeKcHel (OTCYTCTBUE alleTUTa),
PBOTOM, MOMUAMUTICHEM (TTOBBIILIEHHAS
YKaXKIA) U TouypHreit (BoigeneHne
OOJIBIIOTO KOJIMYECTBA MOYH),
runoronueii. C Bo3pacTtoMm
3a0oneBaHme yTsDKensieTcst. B
HEKOTOPBIX CJTy4asiX OOIIUTETbHOCTD
pebGeHKa ¥ pOHETHYECKHU HertoxXast
pedYb MOTYT MAaCKUPOBaTh YMCTBEHHYIO
OTCTaJIOCTb.




CuHapom KnanHdbenTepa.

® Cunagpom Knaitndenrepa xapakrepusyertcst
yBeIM4eHNeM YHUCIa X-XPOMOCOM B KJI€TKax
MY)XCKOT'O OpPTaHM3Ma. XapaKTePHbIMU YePTaMH
TaKUX JleTeil ObIBaeT HU3Kasl IO3HABaTe/IbHAS
aKTHB- HOCTb, C/1a0asi BBIPAYKEHHOCTh
Ma/IBYUII€CKUX UHTEPEeCOB, MOBbI- LIEHHAS
BHYILIAeMOCTh Y TOTYUHSIEMOCTh, HECIIOCOOHOCTh
K BOJIe- BOMY YCUJIMIO, CB€PXIIPUBSA3aHHOCTD K
MaTepHu, Hg%aHTI/UIbHOCTb. [Tocne mybepTaTHOTO
nepuoga cuaapom Knatindenrepa nposisisi- ercs
3aJlepP)KKOH IMOJIOBOTO CO3peBaHNs, ObICTPBIM
BBITSDKEHHEM, MBILIEYHOU TUIIOTOHUEH U
OTCYTCTBHMEM BTOPUYHBIX ITOJIOBBIX IPU3HAKOB
(HeOpa3BUTHE HAPY)KHBIX ITOIOBBIX OPTAHOB,
caboe OBOJIOCEHVE Ha JIOOKE U B MTOAMBIILIEYHBIX
BIaJIMHAX, JINLE, IATO- JIOTUYECKAsI MyTallus
r0JI0CA), YTO CBSI3aHO C TSHKETBIMU TI€PEKH-
BaHUSIMU. Y MY)XXYMH C KAPUOTHUIIOM 47, XXY
MOTYT OTMEe4aThCsl eBHYXOUN3M, OXXUPEHUE T10
YKEHCKOMY THUITy, THHEKOMACTHs (YBeTn4YeHue
rpyaHbIx xene3). bonbHbie 6ecriogHbl. Bo3amokeH
MO3anlM3M. B Takux cy4asix KIMHUYECKHUe
IIPOSIBJ/ICHUSI ME€Hee BbIPAYKEHBI, UHTEJIJIEKT Y
OOJIbHBIX, KaK MPABUJIO, HE CHYDKEH.
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CuHapom 47, XYY

MoskeT oTMeudaTbcsi GEHOTHUITHUYECKOE CXOICTBO C
cuHapomoM KimatiHgentepa: BbICOKHM POCT,
eBHYXOBUIHOCTh. Hernmybokast yMcTBeHHast
OTCTA/IOCTh BBISIBASAETCS Y 30—40% OOTBHBIX.
B03MOXXHBI 5MOLIMOHA/IbBHO-BOJI€BbIE HAPYIIEHUS:
nvicOHUS, TOBBIIIeHHAs! BO30YyIUMOCTH,
arpeCCUBHLIE Pa3psabl, PACTOPMOXEHHOE BIeYeHue.
[TonoBast pyHKIIMSI B OONBIIMHCTBE CTyYaeB He
crpagaet. C yBelM4yeHHeM YUCIa Y-XPOMOCOM CTeleHb
YMCTBEHHOU OTCTAJIOCTH BO3pacTaeT



MoHo2ceHHBbIe 60os1e3HU

MoHoreHHbIe 00/1€3HU — 3TO PAa3HOPOJHAS 1O
KJIMHUYE€CKUM [IPOSIBJIEHUSAM, STUOJIOTUU U NIaTOTeHe3y
rpyrimna 3a6o/ieBaHUM, HAC/IeIyIOIIMXCSI B OCHOBHOM B
COOTBETCTBUMU C 3aKOHaMU MeHzest. B ocHoBe
MOHOTEHHBIX 3a00/1eBaHUI IEKAT MyTAI[UH OAHOTO reHa. B
CBSI3U C 9TUM TaK¥e O0Ie3HU HA3bIBAIOT TAKIKE
MOHO}AKTOPHBIMU U MeHaeupyiumMu. OHu
BBISIBJISIIOTCA Y 4,2—6,5% HOBOpOXAeHHbIX. Ha ux gomto
npuxoguTcst 8-10% B CTPYKType 0011eli CMEPTHOCTH JieTel
1o nsTuaeTHero Bospacta. Okosno 25% Bcex ciiy4yaeB
MOHOTEHHBIX OO/Ie3HeN SIBISIIOTCSA BPOXXKAeHHBIMU. JIUIIb
oKoJ10 10% MOHOTeHHBIX 00Jie3Hel MaHupeCcTUpyeT
(TTposiB/sieTCsI) B CTAPIIMX BO3PACTHBIX IPYIIIIAX IMOCIIe
nmybepTaTa



~— Knaccugukauyusi MOHO2€HHbIX

6os1e3Hel

Knaccuduxkaiys MoHoreHHbIX 6ose3Helt Mcxops us
reHeTUYeCKOTr0 MPUHIINIIA, BRIZAE/ISAIOT O0JIe3HH C
ayTOCOMHO—-JOMUHAHTHBIM, 3y TOCOMHO-PeLeCCUBHBIM, X-
CLIeTJIEHHBIM pelLleCCUBHBIM, X-CLelN/IeHHbIM
TOMUHAHTHBIM, Y-CLIETIEHHBIM (TOJIaHAPUYECKUM) U
MUTOXOH/APHUAIbHBIM (IIUTOIIA3MaTUYECKUM ) TUITAMH
HaceoBaHUs, 00JIe3HU C HeMeleIeBCKUMH TUTIAMHU
Hac/IeJOBaHUs. THUIl HaceZ0BaHUSI MOHOTE€HHOTO
3a00/1eBaHHS 3aBUCUT OT JIOKA/TU3AIIHH TTATOTOTMIeCKOM
MYTaLlMU Ha ayTOCOME UJIU MOJIOBOU XPOMOCOME, OT ee
OJOMWHAHTHOCTU UJIU PELIeCCUBHOCTH, a TAKXKe OT TOrO, Ie
OHAa BO3HUKJIA: B saepHou JHK i MuToXoHApHanbHOM.



s

CuHdpom BaapoeHbypea

et c cungpomom BaapaeHOypra xapakTepusyoTcs
0COOGEHHOCTSIMU BHEILTHOCTH, CBS3AaHHBIMU C
HApYLIEHUSIMU MTUTMEHTALIMU: Ce/Iasi IPSIIb UJIU PaHHee
noceZieHre, TUIO-U TUIMePIUTMEeHTHPOBAHHbIE TISITHA HA
KO)Xe, TeTepOXPOMUST PaZY>KHOUM 000I0UKH T/1a3a
(cexTop Apyroro 1{BeTa B OHOM I/1a3y, Pa3HOTO LIBETa
171a3a, MO0 IIBIOKHU IPYTOro 1IBETA B OHOM IJIasy).
Haunbosee 4acTo BCTpevyaomUMCst MPU3HAKOM SIB/ISIETCS
TeJIeKaHT (CMellleHre BHYTPEHHHUX YIJIOB I/123 KHapYXXH),
BBICOKOE IIUPOKOe MepeHoche, y 20% AeTeil ¢ 9TUM
CUHJIPOMOM BPOXXJ€HHAsI TTyX0Ta. Y MHOTHX OOJTbHBIX,
CTPAZAIOLINX MATOJIOTUEN C Ay TOCOMHOJOMHUHAHTHBIM
THUIIOM HaCJIeIOBAaHUSI, OTMEYaeTCs MOHKeHHe
PenpoayKTUBHOM PYHKIIMH, a UHOTIA U CTEPHUIBHOCTD,
YTO MOXKET OBITh CBSI3aHO KaK C OMOIOTUYECKHUMHU, TaK U
colMasibHbIMU paKkTOpamu. B cBsi3u ¢ aTriM
yYHaC/IeIOBAaHHBIMU OT OOJIBHBIX POJUTEIEH SIBISTIOTCS,
Hanpumep, 50-70% ciay4daeB HelipopuOpomMarTo3a-1 u
TOTBKO 10—20% BCeX C/Ty4aeB aXOHIPOTUIA3HH.
OcrTanbHble cyTyvan 00yC/TOB/IeHbI HOBBIMH MYTAI[ASIMHU
(MyTamusiM¥ B TIOJIOBBIX KJIETKaX 37I0POBBIX POAUTEIEN).
VckiroueHreM U3 3TOTO MPABMUJIA SIBJISTIOTCS 00IE3HU C
MO3HUM HavyaioM, KOT/Ia K Hadary 00/ie3HU
IeTOPOXKAeHHe Y)Ke 3aKOHYEHO, TMO0 O0/TbHbIE C HU3KOU
SKCIPEeCCHBHOCTHIO CUMIITOMOB OOJIE3HU.




CuHapom Cotoca

] Frl % :{“/ ' XapakTepHbIMHU ero Npu3HaKaMH
% 4 A SIBJISTIOTCST MaKpoiiedanus,
| BBICTYTIAOIIVIEe TOOHbIE OYTPBI,
yBe/TM4YeHHble KUCTHU U CTOIIHI,
rAIepTe0pU3M,
AHTUMOHTOJIOUJHBIN paspes I/1a3,
IIPOT'€HN s, MaKPOIJIOCCHSI, BBICOKOE
He0O0, CKOJIN03, CUHIAKTVJINA
(cpamenue) masnpies croi. [Ipu
POXJEHHUHM Macca U IJIMHA Tejla
BbIllIe CpeHero0. YCUIeHHbBIN POCT B
riepBble rozbl XXKU3sHU. KocTHBIN
BO3PAacCT olepeXkaeT MACIOPTHBIM.
Hepeaxo — nedexTsl 3peHus.
OTMeuaeTcs 3aZiep)XKKa pe4eBoro
Pa3BUTHSA C JU3apTPUEH,
HapylleHre KOOpAWHALUN
OBYDKeHUU. J/IN1o ¢ BO3pacTom
YIOJIUHSIeTCS.




CuHpgpom [lyboBuua

XapaKTepU3yeTCsl BPOXXZAEHHOU U

MOCTHATA/IbHOU TUTIOTPODUEN,

COMATHYeCKOM 0C/TabI€EHHOCTHIO,

OTCTaBaHHEM IICUXUYECKOTO Pa3BUTHS, '
HapyleHUSIMHU nuieBapeHusi. OgHUM
M3 OCHOBHBIX TPU3HAKOB SIB/ISIETCST -
MeJJIEHHO TPOTPECCUPYIOIIAST
MUKpoLedamus, XpUIIIbINA TOJI0C,
paciienrHa Heba, OAHOCTOPOHHUMA s
NITO3, TEJIEKAHT, ITUPOKOE MIOCKOe
NepeHoChe, HapyLIeHe MPOPe3bIBaHUS
3y0oB. OTCTaBaHHE ICUXOMOTOPHOTO
pa3BUTHS (33IeP)KKA IICUXUYECKOTO
Pa3BUTHS UTK YMCTBEHHASI OTCTA/IOCTbD)
YaCTO COYETATCS C 9K3€MATO3HBIMHU
BBICHIMIAHUSIMU B 00/1aCTH JTULIA U PYK. .
Ba)ykKHBIM AIarHOCTHYECKUM ITPU3HAKOM
SIB/ISIETCS 1Ie/TyIIeHUE KOXKU.

[ | |




CuHapom bapae-bunans

® XapakTepHO BbIpa)keHHOE O)XUPEeHHe C

OOWJTbHBIM OT/IOKEHHEM JKHPaA Ha JTHULIE,
TPYZOY, JXUBOTE, ATOAMLAX U Oepax.
IlonoBeie opraHel U BTOPUYHBIE TTOJIOBBIE
IIPU3HAKU Pa3BUBAIOTCS CO 3HAYUTE/IBHBIM
OTCTaBaHMEM. B mepBble rogbl )XU3HU
OTCTaBaHHE [ICUXUYECKOTO Pa3BUTHS
IIPOSIB/ISIeTCS He pe3ko. Ha nmociepyroniyx
BO3PACTHBIX 3TANAX UHTE/I/IEKTya/IbHBIN
nedeKT CTaHOBUTCS Oo/lee OYeBUAHBIM. Y
neTeil oTMevaeTcst ¢/1ab0CTh MOOYXAEHUH,
PacCTpOMCTBA HACTPOEHMS U BJIeYeHUN.
EJVMHCTBEHHBIM PAaHHUM CUMIITOMOM
sBJsieTcs nonuaakTunvs. K yersipeM rogam
BBISIB/ISIETCSI CHYDKEHHUE 3PeHUs,
VHTE/UIEKTYa/IbHbIe HAPYLIEHUS BBISIB/ISIOTCS
IPU NOJTOTOBKe peOeHKa K 1KoJe. B
HEKOTOPBIX CJIY4asiX OTMEYAIOTCSI HApyLIeHN s
CJTyXa Pa3HOU CTENEeHU BBIPAXEHHOCTH.
Hepeako o6GHapy>XUBalOT MOPOKH
BHYTPEHHUX OPraHOB.



—  JluacHocmuka HacsieOCmeeHHbIX
6os1e3Heu

JIiarHOCTHKA OTKJIOHEHHWH B Pa3BUTHH SIBJISIETCS BaYKHBIM
3TAINIOM KOHCYJIBTUPOBAHUS M He HalpaB/ieHa Ha COIUAJIbHYIO
CTUTMATH3AlIMIO, WU HaBellIBaHUe SIPJIBIKOB Ha JIeTel C TeMU
VJTH UHBIMH Te(PEKTAaMH U X CEMbU. 3a7iauell TaKOu
IWATrHOCTUKU SIBJISIETCST YCTAHOB/IEHHE CTPYKTYPbI HapylIeHUs,
ero 3THOIAaTOreHe3a, pOJIUTeHETHYeCKHUX PAaKTOPOB B €T0
BO3HUKHOBEHHH, BbIICHEHNe 0COOeHHOCTel BOCITUTaHUS,
B3aMMOJEMCTBUH B ceMbe U B O/IVDKaMIIeM CeMeMHOM
OKPY)>KeHHH. ITOT MOAXOZ, TTIO3BOJISIET HE TOJIBKO PEKOMEHTOBATh
peOGeHKY TOT WJIM MHOM BapHMaHT BOCITUTAaHUS U 0Oy4YeHUs, HO U
pa3pabaThiBaTh peKOMEHIAIWH JJIs POJIUTEIeN, TPUBJIeKast X
caMHX K 3To# pabore. [Ipu He0OXOAMMOCTH C y4acTUEM
nedeKTo/IOTOB CO3/IaeTCss MHAWBHUTya/IbHASI KOPPEKITMOHHAS
IporpaMMa M Ha3HA4YaeTCs MeITMKaMeHTO3HOe JiedeHue.



- _—MemodbrduacHocmuKku —

= HacsiedcmeeHHbIX ¢hopM
OMKJ/IOHeHUU 8 pa3sumunn

MHorue HacecTBeHHbIE POPMBI TTATOIOTHUH
IVAarHOCTHUPYIOTCS TT0 0COOEHHOCTSIM BHEIITHETO
00JIMKa, HA/IMYUIO CEHCOPHBIX HAapYyIIeHU (3peHust U
CJIyXa), OIIOPHO-ABUTATEIHLHOTO allllapaTa; IOPOKOB
BHYTPEHHHUX OPTaHOB — Cep/lia, COCYAOB,
YKeTYTOYHO-KUIIEYHOM U MOYEII0/IOBOM CUCTEM, B
COYETAaHUM C 0COOEHHOCTSMHM ITPOTEeKAHHS
TICUXUYECKUX MPOLLeCCOB, MoBeAeHUs. JInarHocTuka
OCYIIeCTB/ISIETCSI BPAYOM-T€HETUKOM, HO
II0COBETOBATh MPOMTU MEINKO-T€HeTHYECKOe
KOHCY/IFTUPOBAaHHE MOXeT U JTepeKTOJIOT,
00J1aZIaI0IIMI COOTBETCTBYIOITUMH 3HAHUSIMH.



Yaiie Bcero mpuBieKaeT BHUMaHHe CBOeOOpa3HOE
cTpoeHUe uiia: KykosbHOeE NI C JTMHHBIMU
PECHULLAMU XapPAaKTEePHO JJI AeTeU C aMaBPOTUYECKOU
unnotueit Tes-Cakca. HaszBaHre — amaBpoTHyecKas
HUIMOTHS CBS3aHO C TPOTPEeCCUPYIO- UM CHIDKEHHEM
3peHus (aMaBpO3— CJIeN0Ta) U MHTe/UTeKTa. Hapyiienue
oO6MeHa TUTIHUI0B B MO3TOBO TKaHU, 00yC/IOBIEH- HO€
dbepMeHTaTUBHOM HEZOCTATOYHOCTHIO, ITPOSIB/ISIETCS C 4-5
MecsieB. 3aboieBaHYE XapaKTePU3YeTCsT HAPaCTAIIINM
c1aboymMueM, allaTUIHOCThIO, CHMIITOMOM «BUIITHEBOM
KOCTOYKH» Ha I7Ia3HOM JIHe, aTpodHei 3pUTeTbHBIX
HEepPBOB, CYA0OPOraMu, MUKpoIiedaTne.



® Hapszay ¢ xapaKTepHbIM

JIUIIOM HeMaJIOBAKHOE
3HAYeHHe UMEeIOT KO)XKa U ee
npugaTtku. Caenyrouniue
KO)XHbIE HapYIIEeHUS
OTHOCSITCSI K CHCTEMHBIM
MIOPOKAaM Pa3BUTHS KOXKU: —
MHo)kecTBeHHbIe KodeiiHbIe
(«xkode c MOTTOKOM») TISITHA
Ha KOYKe, 0COOeHHO MeJIK1e
MSTHA B MOJMBIIIEYHbBIX
BITQ[IMHAX, XapaKTepHbIe /IS
HelipodprOpomaTo3a
(6onesnu PexnnHrayseHa)




©® bBynwsb6apHast (CTBO/IOBAsT) AU3APTPUS
BO3HUKAET MPU MOPAKEHUU SI3BIKO-
TJIOTOYHOTO, OJTY)KJAIOIIEro U
MOA'bSI3BIYHOTO HEPBOB WJTH UX SIZIED.
RYaEaITss o Hapymarorcest aprukynsanus,
. Ll AESSsS ©  IpIXaHUe U ronocoo6pa30BaHI/Ie. Yy
et ATy . [leTeii 3aTpyJHEHO IJIOTaHUeE,
CHVDKEH IIOTOYHBIN pediiexc,
aTpOoPpUPOBAHBI MBIIIIIBI S3BIKA.
- Takast popma guzaprpuu
 HAOJIIOIAeTCS C POXKAEHUS Y JeTel C
. cuHApO- MoM Mebwuyca. [ls1s1 aTOTO

. CMHZpOMa XapaKTepeH BPOXXIeHHbIU
. - Mapajind OT/eMbHBIX TULIEBBIX
o ~ YepenHbIX HEPBOB, Yallle JIn1ie- BOTO.
. Y nereii 3aTpyJHEHO I7I0TaHUE,

 (aMUMHYHO), MOXKeT HabOII0IaThCs

+  1iTo3 (omylIeHo BepXHee BEeKO),
HapyllleHHe C1e300Tae/IeHHS],
YK€BaHUSA. DTO MOXET coYe- TaThCS C
CEeHCOPHBIMH W UHTEJUIEKTYa/IbHbBIMH
HapYLIeHUSIMH
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