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MauuneHTKa: Maprapura
IlaTta poxxgeHus: 05.04.2011 (6 net 3 mecsua)
He opraHn3oBaHa

DS: XxpoMOCOMHOe 3aboneBaHue — geneuus
nrieya 5 XxpomMocomMbl (CUHOPOM «KoLUa4Ybero
KpUuKa»); 3agepxKka CTaTUKO-MOTOPHOro
pa3BUTUSA; 3aepPKKa peveBoro pa3BuUTUS;
CMeLllaHHbIN TeTpanapes cpeaHeu CTeneHu
TS)XXECTU; pacxoaslleecs Kocornasme;
aHemMuA 1 cTeneHu; UHBaNMAHOCTL 1 rpynna.



CUHOPOM KolWavybero Kpuka
(MypnbikaHbs), UINTU CUHOPOM

IlexxeHa

peaKkoe reHeTn4yeckoe 3aboneBaHue,
(pacnpocTpaHeHHOCTb 1 cny4vyam Ha 25 - 60
TbICAY HOBOPOXOEHHbIX), CMPOoBOLMPOBaHHOE
OTCYTCTBMUEM KOPOTKOIO nrievya nsaTtoun
XPOMOCOMBbI.

OCHOBHOM NpPU3HaK AaHHOW NATONOrnMun y AeTeu
- XapaKTepHbIV nnay, HANOMUHaKOLWUN
MslyKaHbe KoTa. Takas 0COOEeHHOCTb
obycnoBneHa BpOXXAeHHOU HeAOopPa3BUTOCTbLIO
ropTaHn, MArKOCTbHIO XPSALLEN U CYXKEHUEeM
HaaroptaHHukKa. 3aboneBaHue
CONpPOBOXAaeTCA MHOXEeCTBEHHbIMM
OTKITIOHEeHUsSsMu1 B bn3nyeckom m VMCTBEHHOM



C TOUKM 3peHUns reHeTUKN CUHOPOM
KOLUa4Ybero KpukKa oo bACHAeTCA YaCTUYHOW
MOHOocomMuen. PasBuBaetcs OH nNpwu
XPOMOCOMHOMN NepecTpouKe C yTpaToun oT
TPeTU A0 NOSIOBMHbI KOPOTKOrO nrieya NnAToun
XPOMOCOMbLI, B KOTOPOU COAEepPXUTCA O0 6%
reHeTu4yeckon nHcpopmaumu. NonHaa ytpara
npoucxoaut peako. Anga passutus
KINTMHUYECKON KapTUHbI CUHAPOMA UMeeT
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AHaMHe3 XXU3HW

1. AHmeHamasibHbIU Nepuodgd
PebeHoOK OT 4 6epeMeHHOCTH, 2 poaoOB.

bepemMeHHOCTb NMpoTeKana ¢ ABMeHNUAMM
XPOHU4YECKOMN (heTonnaLeHTapHOW
Hea4OCTaTOYHOCTU, 3a4EPKKOW
BHYTpUyTpOoOHOro passutusa nnoga, OPBU
BO |l TpumecTpe.

Bo Bpemsa BbiHallMBaHUA nnoga mama
nUTanacb XOpoLUO, UCKITHOYasa oonuraTHble
annepreHbl.

Mama cobntogana peXxum otabixa, TMTaHUS,




2. UHmpaHamaJsibHbIU Mepuoo
PoAabl CpoYyHble caMocToATeNbHbIE B CPOK 39 Heaenb
Bbe3 ocrnoXxHeHUMn.

3.-HeoHamasnbHbIU Nepuod

XapaKkTepucTuka HOBOpPOXXAeHHOro: AOHOLUeH, Macca Tena
npu poxgeHuun 2280 r., ANvHa tena 47 CM., OKPY>XHOCTb
ronoBbl 33CM., OKPY>KHOCTb rpyau 33cM., bonbLiown
POAHNYOK 1,5%1,5CM.
oueHkKa no wkane Anrap 6/8 6annoB. [lepBoe

npuknagbiBaHue K rpyau cpa3sy. locne poxxaeHus pebeHokK
3aKpu4yan cpa3sy, KpUK Obin cnadbim.

MpoTuBOTYOEpPKYNE3Hana BakuMHaUUA NpoBeaeHa
NOJIHOCTLHO.

BbinncaH Ha 15 cyTKM ¢ AMAarHO30M: XPOMOCOMHOe
3aboneBaHue — geneumnst KOPOTKOrO Nrievya 5 XpOMOCOMbI,
Mukpouedanusa. CoctosiHne cpegHeun cTeneHn TSXKeCcTH.

MynoBUHHbLIN OCTATOK OTNan Ha 7 AeHb XXU3HU pPebEHKa.



BckapmnuBaHue
PebeHoOK cobnrogan pexum gHs,
HaxoAwurICSA Ha rpyAHOM BCKapMiiMBaHuUu 0o
roga.

AnneTuT CHWXEH, CpbIrMBaHue Ao 2-X pa3 B
CYTKN. PBOTbI He ObIJ10.

[Toka3aTenu pa3BuTusa pedeHka
Hayana gep>aTb ronoBy c
OoTCTaBaHMUeM B 1 3ANNKPU3HbIN CPOK,
[Ton3aTb Ha4yana c otrctaBaHUeM Ha 3
3NUKPU3HbIX CPOKa.

VRl



OueHKa ousnyeckoro

pa3BUTUSA

(Ha nepwvopg 12.05.2017)
PocT 108 (2 Kopnaop), macca 14 Kr (1

Kopugop)
3aknyeHue: Pusnyeckoe passutue no
YPOBHIO OMONMOrM4ecKou 3penocTu
OTCTaeT OT NacnopTHOro Bo3pacTa (PocCT 2
kop.) MopdodhyHKUMOHaNbHbLIN CTaTyC
ANCrapMOHUYHbIN.

HI1P lll: 3agepXXKa pe4yeBoOro pasButus
(oTAenbHbIe hpa3bl), 3agepKKa CTaTUKO-
MOTOPHOro pa3BUTUA.




bbiTOBLIE yCJlioBUA U yxXxon

XunuuiHble ycnoBua: 6naroycTpoeHHasa KBapTupa.
3a pebeHKOM AOoMa yXaXXUBaeT NpenmMmyLLecTBeHHO
MmaTb. CoOniogeHne rurueHUYeCcKoro pexmma
cobrniogaeTcs B NOSIHOU Mepe: AocTaToO4YHOoe
KONMM4eCcTBO NPOryJioK, NpaBuUiibHbIN PEXUM OHS.

CoumanbHbI aHaMHe3
onaronony4HbIn

AnneproaHaMHe3 CNOKOEH

HacnencrBeHHbLIM aHaMHe3

B poaoCnoBHOU XpOMOCOMHbIX 3aboneBaHuu,
BbIKUAbILWEWU, MEPTBOPOXAEHUN He Habntoaanoch.



[aHHble 06 bEKTUBHOIO
obcnenooBaHus

O6bwuu ocMmomp

OOLee cocTossHUE pebeHKa cpeaHen
CTeneHn TAXXeCTU No OCHOBHOMY
3aboneBaHMIO.

Co3HaHue sscHoe. [TonoxeHne akTUBHOe.

TenocnoxeHue npaBunbHoOe, TUN
KOHCTUTYLUN — HOPMOCTEHUYECKUMN.




UccnepgoBaHue KOXU, MOAKOXKHO-XXKNPOBOU
Knet4yaTtku, nepundepunvyecKkmnx
nnmdgaTmyeckmnx ys3nos.

KoXXHble NOKpoBbLI PNU3NONOrM4eCKoOn OKpPacKu, YNCTbIe, YyMepPeHHOU
BJTAXKHOCTU, HOPMaribHOU 3f1aCTUYHOCTU, HOPpManbHOM TemnepaTtypsbl. Npu
nccnegoBaHun aepmorpadmnama ormevyaeTcs KpaCHbIM CTONKUMN
aAepmorpadpunsm.

HdepuBaTtbl KOXU: Bonochkl rycTble, bnecrsiwme, poct paBHOMepHbIU. Hortu
npasurnibHon chopMbl, Kpenkue, bnecrawme, 6negHo-po30BOro
paBHOMEpPHOro LBETa,

CnusucTtblie NoNocTU pTa, KOHbLIOKTUBLI, CKNep - 6e3 naTonorn4eckux
U3MeHeHuH, pusnonornyeckoro LBeTa.

[MoaKOXHO-XNMPOBOM CNTOU Pa3BUT YMEPEHHO, pacnpeaeneH paBHOMEpPHO.
TonwmHa KOXKHOU CKNaaKn Ha nepeaHen OpPOLWHOWU CTEeHKe — 1,5¢cm.
KoHcucTeHUMA NOAKOXHOU XKMPOBOM KINeT4HaTKn yaAoOBNeTBOPUTESIbHaA,
nanbnauuns 6e36one3HeHHas, NOAKOXHbIe 06pa3oBaHNsA OTCYTCTBYIOT,
OTEKOB HeT.

Typrop MArkux TkaHerm B npegenax HOpPMbI.
Mepudepunyeckne numdoyanbli (3aTbINIOYHbIE,NepeaHne U 3agHue LWenHbIe,



UccnepoBaHne KOCTHO=
CyCTaBHOU CUCTEMbI, MbilLe4YHOW!
CUCTEMBIL.

KocTtHasa cuctema: CHMXKeH oobem
MO3roBou YacTtu yepena. JlyHoobpasHoe
nvuuo. BapycHasa nedopmauuns
rorieHOCTOMNHbLIX CyCTaBOB, MNO3ULNOHHbLIN
Knos.

Mbilwe4yHasa cuctemMa: MbllleYyHas
rT’MMNOTOHMAS.



UccneanoBaHue AbiXxaTeribHOWM
CUNCTeMbl

HocoBoe abixaHne cBo6oaHoe, NpaBbIv U NeBbIN HOCOBOW XOA4 Y4acTBYIOT B
AbIXaHUU OAUHAKOBO, KPbiSfibA HOCA B AbIXaHUU He Y4aCTBYHOT, BblAesIeHUs u3
HOCOBbLIX XO040B OTCYTCTBYHT. [lpnaaTtoyHbie na3syxu npu ocMoTpe
chm3nonornyeckoro LBeta, npm nanbnaunum 6e360ne3HeHHbI.

3eB YUCTbIN, OnegHo-po3oBoro uBeta. MMHAaNMHLI He yBenn4eHbl, 6e3
HaneToB. 3a4HAA CTeHKa rmoTKu YucTas.

MpyaHas KneTka npyM oCMOTpe CUMMeTPUYHas, pesucTteHTHass. O6e NoNoBUHBI
rpyaHoOM KNeTKU y4acTBYIOT B aKTe AbIXaHUA CUMMETPUYHO.

YO 24 B MuHyTy. [IbiXxaHne NpaBuUsiIbHOro puTma, cpeaHeun rmyouHbI, OprOLHOro
TUNa. AKCKYPCUSA rpyaHON KNETKU 5 CM.

Mpu nanbnauun rpyaHas Knetka 6esdonesHeHHa. FlonocoBoe apoXxaHue
oLlyllaeTcsa C OAUHAKOBOM CUNON Hag CUMMETPUYHLIMU Y4acTKaMu rpyaHomn
KNeTKMW.

an nposeaeHuun CpaBHMTeﬂbHOﬁ nepKyccuum onpepnensertcs SAAICHbIN JIEroYHbIN
3BYK B CUMMETPUYHbIX TOYKaX.

Tonorpoduyeckue rpaHmubl FIEFKOro - N0 BO3pacTy.

MNMpu aycKynbTauum BbICNYLUMBAETCA Be3UKYNsipHoe AbiXxaHne No Bcen
NOBEPXHOCTU rPYAHOWN KNneTKU. Xpunbl, Kpenutauus oTCyTCTBYIOT.

BpoHxodOoHMA HE U3BMEeHeHa.



AccnepoBaHue cepaevHoO-
COCyauUCTOU CUCTEMDI

Mpu ocMoTpe NnaTonornyeckmx Nynbcauuin COHHbIX apTepuii He BbISIBIIEHO,
HabyXaHUA APEeMHbIX BEH HeT.

ﬂe(bopmau,vm B obnacrtu cepAaua Bn3yasibHO U NarnbnaToOpHO He onpeagenseTcCs.

BepxyLwe4yHbI¥ TONMYOK BUAEH U NanbNaToOpPHO onpeaenseTca B 5 mexpebepbe no
cpeaHeKNM4YN4HON NMMHUKN, CpeaHEeU CUNnbl, CpeaHEeN BbICOTbI, MONOXUTENbHbIU,
NOKann3oBaHHbIA (1,5 CM.), NpaBUsIbHOrO pUTMa, ApoXXaHne B oonacTu
BepXyLUe4YHOro Ton4yka oTCyTCTBYeT.

CepaeyHbin TONMYOK He BUAEH, He nanbnupyeTcs.

B o6nacTtu npoeKkuun cocyaucToro nyyka nynbcauusi, BbiIoyxaHue He
onpeaensitoTcsi. CAMNTOM CUCTONUYECKOro U AUACTONIMYECKOro ApoXaHus
OTCYyTCTBYeT.

GHMFaCTpaanaﬂ nynbcaunsa Bu3yasibHO U NasibnatTopHO He ornpeaesrifdeTcs.

AycKynbTrauusa cepaua :
Putm cepaevyHoun geaTeribHOCTU NpaBUNbHbIN. TOHbI ACHbIE, PUTMUYHbIE,
MOHonuTHbIe. LUymoB HeT. HCC 88 B MUHYTY.

UccnenoBaHue nynbcea: lNynbc Ha nyYyeBbIX apTepusax CAMMETPUYHbIA Ha 00eunx
pyKax, pPATMUYHbIN YAOBIETBOPUTESIbHOIrO HanosfIHeHMs1, HOpMaribHOro
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UccnegoBaHue cUCTEMbI OPraHoOB
nuwieBapeHuUs

ANnNeTuT CHUXXEeH, PBOTbI HeT.

XXnuBoT npaBUILHOWN OKPYrion hopMbl, CAMMETPUYEH, B aKTe AbIXaHUA y4acTBYyeT
paBHomMmepHO. [Tynok pacnonoxeH no cpeaHen NUHUU Tena, BTAHYT. Koxa nepeaHen
OproLHOMU CTEeHKN 6e3.0C00eHHOCTEU, BUAMMAA NepucTanbTUKa XenyaKka oTCyTCTBYeT.
OnyxoneBuaHble 06pasoBaHus, rpbKeBNAHLIE BbINAYMBaHUA, BU3yaribHoe yBernnvyeHume
BHYTPEHHUX OpraHOB He OOHapy>XeHO.

Manbnauus xmBoTa:

[NoBepXHOCTHAA OPUEHTUPOBOYHAsA Nanbhnauua: XXMBOT NPU Nanbnauuu B3AyT, Nanbnauusa
6e36one3HeHHa, ypyaHue He OTMeYaeTcs.

Mybokaa meTogu4veckas CKonb3slan nanbnauus: CArMoBuUaHas KULWKa NSIOTHOM
KOHCUCTEeHUuu, 6e3b6one3HeHHasn, yp4aHMs HeT.

®yYHKUMOHaNbHOE HapyLleHUue KUWeYHUKa CO CKITOHHOCTLIO K 3anopam. Ctyn 3 pasa B
Heaeno.
UccnenoBaHue neyeHu
lNMepKyTOpHbIE pa3mepbl neYyeHu: 9 (0)*8*7 (cm)
MNMpuv nanbnauMm nevYeHb N3-noa Kpasi pedbepHoOn Ayru He BbICTYNaeT, Kpan nevyeHun

OKpYrnbin, poBHbIN. KOHCUCTeHUUA anacTnyeckas. [loBepXHOCTb NeYeHU rnagkas.
NManbnauus 6e3done3HeHHa.

UccnenoBaHue ceneseHKuU.
lNMpu nepkyccumn pasmepbl ceneseHku 6,0(0)*7,0 (cm)




NccnegoBaHue
MouYyeBblaenutenbHOU CUCTEMbI

[TlosscHMn4YHas obnacTb He U3MEeHEeHa,
don3nonorn4ecKkon oKpackm, CAMMETPUYHA,
BbIOYyXaHUM HeT.

[Mpn nanbnauumn NOYKU He onpeaensoTcs.
OG6nacTb noyek nanbnupyetcs 6e3005e3HeHHO.

MouyeBoM Ny3bipb HE NaNbNUPYETCH,
NepKyTOPHO He onpeaensieTcs.

NManbnauma MOYeTOUYHUKOBbIX TOYEK
oe3bone3HeHHa. CumMmnTOM NoKonavyvBaHus
oTpuuaTenbHbIN.

MouyeucnvckaHme 0oCcTaTouyHoe. He 3aTbVAHEeHO.



UccnenoBaHme HEPBHOW

CNnctembl

BpoxaeHHbIVW CMeLllaHHbIU TeTpanapes
cpenHewu CTerneHn TSXKeCcTu.
Pacxoasileecs Kocorna3suve. 3peHue B
HOpMe.



[‘pynna 3gopoBbA IV
UHBanugHocCTb (1 rp)

AHanusbl oT 12.05.17:
OAM -HopMma
OAK-HB 102 r/n ( aHeMusA | cTeneHwn)
PeHTreH rp. Kn. - 6e3 natonoruu

Habnropaertca y obtanbmonora (pacx. kocornasue)
Xupypr (BapycHaa gecdpopmanuus, no3MUMOHHbLIU KUK O3)
HeBponor (3agepxka HIP, cMewaHHbIN TeTpanapes)
[lacTpoaHTeponor (pyHKUMOHarIbHbIe 3anophbl)

Nepuatp (HegocTaToOYHOCTL Beca runorpodums 1 cT,
XenesopgeduuntHaa aHeMus 1cT)



JleyeHue

IOueta N23 (oboralieHmne payuoHa nNULLEBbIMU
BOJIOKHaMW);

CHuXXeHne noBceaHEeBHOro cTpecca, cobnoaeHue
peXxuma CHa U oTAbIXa;

JTakTyno3sa («droganak») 10 MAN BHYTPb YTPOM BO
Bpems eAbl NPU OTCYTCTBUU CTyra Oornee 2x AHEMN.

«Deppym-Jlek» 5-10 Mn B AeHb 3 MecsLua.
Maccax, JI®K, saHaTuna y nedekronora.

[NlocTossHHOE HabnrogeHue y Xxmpypra,
odTanbmMonora, AeTCKOro ncmxmarpa,
TpaBMaTosiora-oproneaa, HeBporsora.

CtomaTtonor, 3SHAOKPUHOMOr, Kapauonor - 1 pas B
roa.

OAK, OAM, konporpamma, Y31 OproLLHON NOSIOCTMU -
2pazaBroa: Kl 1 pazsroa: Y3U cepaua 1 pa3 B
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